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K.O. ABeTucsiH

HMMWL, 3nopoBba aeten MuHsapaBa Poccun, MockBa, Poccuiickaa Peaepaumsa

OCOOGEHHOCTU OLLEHKU KOHTPONA
NerKou 6poHXuanbHOU acTMbl y lETEMN:
KJIMHUYECKUU cyyaun

ABTOp, OTBETCTBEHHbI! 3a NepPenucky:

ABeTucsiH KapnHe OHMKOBHa, MNafLLIMI Hay4YHbIM COTPYAHUK oTAena npodunaktuyeckon neanatpumn Gray «<HMUL, sagopoBbst aetei»
MwuH3apaBa Poccun

119991, MockBa, JJoMOHOCOBCKMUI Mp-T, 2, cTp. 1, +7 (926) 086-92-59, avetisyan.karine@mail.ru

AHHOTaLuA.

0O6ocHoBaHMue. bpoHxuanbHas actMa (bA) y aetei yacTo npoTeKaeT B ierkoi popme. OgHako He Beceraa B peasibHOMN KINHU-
YECKOM MPpaKTUKe MOXHO OLI€HUTb MOJIHbIM KOHTPOJIb HaZ cumnTomamu BA. B 60/1bLumMHCTBE ClydaeB npeKkpalleHne 6a3ncHom
Tepanuu UHraasiuMoOHHbIMM [IOKOKopTUKocTepouaamu (MIFKC) npuBOANT K yXyALLEHMIO KOHTPOJISl, HECMOTPS Ha y/A0B/IE€TBO-
puTesibHoe oblyee COCTOSTHME MalMueHToB. B pe3ysibtate HEMnosHOLEHHOro KOHTPOIS AeTH BeAyT 6o/iee naccuBHbIN 06pa3
JKWU3HU, YMEHbLIAIT NMOBCEAHEBHYIO PU3MYECKYIO aKTUBHOCTb, MOCTENEHHO COKpaL4atoT MM OTKa3biBalOTCA OT 3aHATUN
CriopTOM M [PYrmMX aKTMBHbIX BUAOB AEATENbHOCTH. B yCcnoBusx orpaHMYeHHOM NoBCeAHEBHON aKTMBHOCTH AETH C JIEMKOM
BA 6e3 noCTOsIHHOM MPOTUMBOBOCMAANTEIbHON 6a31CHOM Tepanuu MOryT 4yBCTBOBaTh Ce651 KOM®OPTHO U HE MPeabsBIsATh
KaKnx-mb60 »as06. 370 cnoco6HO NPUBECTH K OLUMGOYHOMN OLIEHKE aCTMbl KaK MOJIHOCTbIO KOHTPOJIMPYEMOM M CTaTb MPUYn-
Ho¥ rporpeccrnpoBaHms 3aboneBaHusi. ONMcaHUe KIMHMYEeCKOoro ciy4as. Bce BbileyKazaHHOe OfMcaHo B KIIMHUYECKOM
rnpumepe rnoAapocTka ¢ erkoi bA. Takxxe B JaHHOM cTaTbe Hars4Ho NpoAeMOHCTPMPOBaHO 3Ha4YeHUe NPUMEHEHUS TecTa o
KOHTPOJII0 HaZ aCcTMOM B peasibHOM KITMHUYECKOM MPpaKTUKe rpu GopMuMpoBaHmMm 3¢hOEKTUBHOM TaKTUKKU U CTpaTeruu teparnmm
acTtMmbl. Kpome T0ro, rnokasaHa posib NoApo6HOro céopa aHamHesa AJ1s1 MPaBuIbHOM OLEHKM KOHTPOJIS HaZ CUMIITOMamu
nerkov bA. B KOHKPETHOM KJIMHUYECKOM MpUMepPe 3a KOPOTKOE BPEMST OLIEHEHbI MUBMEHEHMS B XM3HU MOAPOCTKA C JIErKoH
BA (noBbileHne NoBcegHEBHON aKTUBHOCTHU M KAYeCTBa XM3HM) nocsie HasHavyeHus: 6asncHon Tepanuun MITKC. 3akaovyeHme.
lpescTaBieHHbIN KIMHUYECKMI MPUMepP AEMOHCTPUPYET 3HaYEHUE MPaBU/IbHON OLEHKM KOHTpos1s BA BHe 3aBUCHMOCTU OT
CTENeHU TSHKeCTU 3abosieBaHus, B JaHHOM CJlydae rpu JIerKon actMe, U MoKa3biBaeT ee poJib B NPOBeAEHUN KOPPEKTHOM
6a3UCHOM Teparnumn 1 yaydlieHUn Ka4ecTBa KU3HN MoapoCTKa.

Knro4eBblie cnoBa: nerkasa 6poHxuanbHasa acTMa, KOHTPO/b JIEFKON BGPOHXMaNbHOW acTMbl, Tepanusa nerkom 6poHxmManbHoOm
aCTMbl, KIIMHWUYECKWI CNy4al, TECT MO KOHTPOJIIO Hal acTMOM

BnarogapHocTb. Bbipa)kato orpoMHyto 6narogapHocTb Moemy pykoBoauTento MakapoBow CBeTnaHe [eHHagneBHe 3a OKa-
3aHWe MOMOLM B HamMCaHWMW JaHHOW CTaTbM M CO3[4aHMe KOMOOPTHbLIX YCNOBMI paboThbl. TakKe 6narogapto konner —
COTPYAHMKOB oTaAeneHuns npodunaktmyeckon negnatpum «HMWL, 300poBbs AeTen» 3a OKa3aHHYI0 NOMOLLb.

Ans yntupoBanms: AsetncsaH K.O. OCO6GEHHOCTU OLEHKM KOHTPONS NIerKon 6pOHXManbHOM acTMbl y AeTen: KIMHUYECKUI
cnyvyawn. Poceuickui neguatpudeckmii xypHan. 2020;1(4):5-10. doi: 10.15690/rpj.v1i4.2188

OBOCHOBAHUE

BpoHxnanbHas actma (BA) aBnsieTcs reteporeHHbIM
3a60neBaHNEM, XapaKTEPU3YIOLMMCSH XPOHUYECKUM BOC-
naneHneM [bixaTeNbHbIX NyTer, HalM4YuemMm pPecrnmnpaTopHbIX
CUMMTOMOB, TaKMUX KaK CBUCTALLME XPUMbl, OAbIKa, 3aN0-
YKEHHOCTb B MPYAM M Kalleflb, KOTopble BapbupyoT Mo Bpe-
MEHW U UHTEHCUBHOCTU W MPOABAAIOTCA BMECTe C Bapua-
6enbHOM 06CTPYKLMEN AbIXxaTeNbHbIX NyTen [1].

B HacTosiulee Bpems B mupe 6onee 300 MAH 4veno-
BeK cTpagatoT BA. PacnpocTpaHeHHOCTb [AaHHOM naTo-
NIOrMK cpeau MOAPOCTKOB AocTuraeT npumepHo 13% [2].
Knaccuyecknmu nposisneHnamu BA ABnA0TCa Hanmume aKe-
NMUPaTOPHbIX XPUMOB, OAbIWKKW, KalWnsg UK «4yBCTBO TSXKe-
CTW» B 06/1aCTU rpyaHoOM KneTku [3].

OpaHaKko npu nerkon popme 3aboneBaHUs KIMHMUYecKas
KapTuvHa He Bcerja spKas U COOTBETCTBYET BhllleyKa3aHHOM
CUMMTOMATUKE, YTO MOXET MPUBECTU K 3aTPYLHEHWUIO UK
HEKOPPEKTHOM OLIEHKE KOHTpoNa Hapg 3aboneBaHveM. B 1o
e BPEMS BaXKHO OTMETUTb, YTO B NeMaTpu4ecKom npaKTu-
Ke AaHHas dopMa 3aboneBaHus gocturaet 44% [4, 5].

B pasnuyHbIx MccnefoBaHuax 6bl10 MPOAEMOHCTPUPO-
BaHO, YTO GOMbIUMHCTBO MAaLMEHTOB HEAOOLEHMBAIOT CTe-
NeHb THXKECTU KIMHUYECKUX CMMMTOMOB M MepeoLeHnBatoT
peaynbraThbl fieyeHns BbA [6]. Mpobnema AOCTUKEHMUS NON-
HOr0 KOHTPONS Haj cMMnToMamMu 3aboneBaHusa aKTyasnbHa
W npu nerkon dopme. B yactn cnydyaeB naumeHTbl MOTyT
CaMOCTOSITE/IbHO OTMEHUTb MPOTUBOBOCMNANUTENIbHYIO TEpa-
MU0 B YCNIOBMSIX OTCYTCTBUSI OBOCTPEHUS MU 3HAYUMbIX
CMMNTOMOB acTMbl. B 60nblWMHCTBE chny4yaeB AnUTeNbHOE
npeKkpalweHne 6asuncHon tepanun UMKC npuBOoaMUT K yxya-
LUEHMIO KOHTPONS, BOSHMKAET PUCK AalbHEeNWero nporpec-
CUPOBaHUSA U yXyALIEHNS TedeHns 3a60neBaHus, MOBbIWaeT-
CSl PUCK OBOCTPEHUN.

[locTuxeHne KOHTpons 3a6oneBaHUsi — OCHOBHas Lefb
neyeHns actMbl. B cOBpeEMEHHOW KIMHMYECKOM MpaKTuKe
MMEET 3HaYeHMe OLleHKa He TOMbKO TEKYLLEN CUMNTOMaTUKK,
HO 1 PUCKOB NporpeccupoBaHmns 3aboneBaHus. B HacToswee
BpeEMSl eCTb AaHHble, 4TO A0 59% 60nbHbIX HE AOCTUraloT
NOJIHOLEHHOro KoHTpons BA [7]. [oaToMy npu Kaxaon BcTpe-
4ye ¢ 6onbHbIM BA nepen Bpayom BCTaeT BaxHas 3afaya
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Clinical Observations

KnuHuyeckue HaGawoaeHusa

6e30WnB604HOM OLEHKM YPOBHS KOHTponsd. OH onpeaensetcs
COBOKYMHOCTbIO DaKTOpPOB, CPean KOTOpbIX reHeTuvecKas
XapaKTepUCTUKa nauueHTa, OCOBEHHOCTM NaToOrMYECKMUX
NpoOLLeCCOB, Nexallux B OCHOBe 60fIe3HU, NpuUMeHsemas
Tepanus, BO3AENCTBME OKpPYXKaloWen cpedbl U MCUXOCOLIW-
anbHble dakTopbl [2, 8]. Tepanua BA MHOrOKOMMOHEHTHas:
06y4yeHne, MeIMKaMeHTO3Has Tepanus, Bo3encTBMe Ha daK-
TOpbl pPUCKa, 3NMMWUHALMOHHAs Tepanus, UMMyHoTepanws,
HemeaMKaMeHTo3Has Tepanus [2, 3]. Kaxkabli nyHKT Tepanuu
BA 3aHWMaeT cBOe [OCTOMHOE M He3aMeHUMOe MECTO, HO
6e3 dapmakoTepanun, 6a3vCHON NPOTUBOBOCMANUTENBHOM
Tepanuu HEBO3MOXHO AOCTMYb KOHTPONSA HaA CMMMTOMamu
3a6oneBaHua. [N OLUEHKM KOHTPOJS TaKXe OYeHb BarKeH
Ananor ¢ nauMeHToM, NoApo6HbIN CO0p aHaMHe3a, COBOKYI-
HOCTb BCEX KIIMHUYECKUX CUMIMTOMOB U U3y4YeHWe BCEX Bbllle-
yKa3aHHbIX GaKTopoB. Ha Kakgow BcTpeye € nauueHToMm
Bpay oueHMBaeT Bce daKTopbl pucKa 060CTPEHUS, UCMONb-
3y UHCTPYMEHTa/IbHble METOAMKMW: CMUPOMETPUIO, U3Mepe-
HUS1 YPOBHSA OKcuAa a3oTa B BbigbixaeMoM Bo3ayxe (FeNO),
NUKGIOYMETPUIO, pesynbTaThbl JabopaToOpHbIX UCCNEfOBaHNM
1, KOHEYHO, aHAMHECTUYECKME JaHHbIE.

[na ynpouleHns OUEHKM KOHTPONs Haj CuMATomMamu
npumeHstoTcs pekomeHaaumm GINA [3], ONpOCHUK KOHTPONS
BA (Asthma Control Questionnaire (ACQ)) # TecT No KOH-
Tponio Hag actmon (Asthma Control Test (ACT)). Ana peten,
He AOCTUrLMX MOAPOCTKOBOrO BO3pacTa, CYLECTBYIOT cre-
LManbHble ajanTtupoBaHHble OMPOCHUKKU. OHWM BKIOYAOT
B cebsl CeKUMU ANna 3anofiIHEHMA KaK pebeHKoM, Tak M ero
3aKOHHbIM NpeacTaButenem [3, 6].

PesynbraT TecTupoBaHusa npu ucnonb3osaHuun ACT oue-
HMBAETCS CyMMapHbIMKU Gannamu:

25 6ann10B — MOJHbIA KOHTPOJIb aCTMbl;

20-24 6anna — XOPOLIMN KOHTPOb acTMbl, HO He NoJ-

HbIN;

Karine O. Avetisyan

MeHee 20 6anoB — acTMa He KOHTPOJIMpyeTcs.

ACT — XOpOlLMI MHCTPYMEHT B pPyKax Bpaya anjneprono-
ra-MMMYyHOJIOra, KOTOPbIM NO3BONSET OLEHUTb YPOBEHb KOH-
Tpons Haf 3a6oneBaHnemM U 3OHEKTUBHOCTb Ha3HAYEHHOM
Tepanuu, NPUHATb PELIEHUE O KOPPEKLMMU IEYEHUS C LiENbIO
OOCTUXKEHMS MOJTHOTO KOHTPOAS Haj CUMMNTOMaMu 60ne3Hu
B C/ly4ae ero oTCyTCTBUS.

[MprBEAEHHbIV KIMHUYECKMI NPUMEpP NOATBEPHKAAET, HYTO
[OCTMXKEHWEe KoHTpons BA aencTBUTENBHO SIBASETCA Kiloye-
BOW 3ajayen B ee Tepanuu BHE 3aBUCUMMOCTU OT CTEMNeHM
TSXKeCTM 3aboneBaHMsa M NMOKa3blBaeT €ro 3Ha4MMOCTb AN
nauueHTa, B TOM YMCne Npu SIerkom actme.

KNIMHUYECKUI CNTYYAIR

[eBoyka A., 12 net. C 5 net cocrosina Ha AMCnaHcepHom
yyeTe y annepronora no nosogy bA. O6patunacb B nnaHo-
BOM TMOPSiAKE [151 €XXEerogHoro ocMoTpa. Ha MOMEHT KOH-
CynbTaUMM }anob He nNpeabsBasiia, 6a3nCHYI0 Tepanuio He
nonyyana.

U3 aHamHe3a: PebGeHOK OT 2- 6epeMeHHOCTHU, Mpo-
TeKaBluen Ha ¢OoHe yrposbl npepbiBaHWUA BO 2-M TpuMe-
cTpe. Pogbl 2-e cpoyHble, ecTecTBeHHble. Macca Tena npwu
poxaeHun coctaBuna 3200 r, anMHa — 52 ¢Mm, NoO WKane
APGAR — 7/8 6anoB. HeoHaTanbHbIV Nepuoa npotekan 6e3
0oco6eHHoCTeN. Ha rpyaHOM BCKapMauBaHWM Haxounacb
00 5 mec. HacneACTBEHHOCTb MO aTONMYeCKUM 3aboneBaHu-
SIM OTSAroLleHa: y MaTepu U cectep — aTOMUMYeCKUin aepma-
TWT, annepruyecknn puHuT (AP). PaHee B gome 6blna KollKa
(nepBble 5 neT Xn3HuM pebeHKka). BakunHauusa npoBeaeHa
cornacHo HauMoHanbHOMY KaneHaapto, NocTBaKLUMUHaNbHbIX
HexkenaTeNbHbIX SBJEHUI HE 0TMEYanoch.

C 3 MecC M3HM NOSABUIIUCH NIEFTKME NPOSIBIIEHUS aTonnye-
cKkoro gepmatuTa. K 2 rogam gocTurHyta pemuccus. B HacTo-
dllee BPeEMS KpavHe pefKo OTMeyaloT MOSBAEHWE Cbinu
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Abstract.

Background. The clinical course of bronchial asthma (BA) in children is often mild. However, in real-world clinical practice it may not
always be possible to attain complete control of BA symptoms. In the majority of cases cessation of basic therapy with inhaled cortico-
steroids (ICS) leads to a poorer BA control in spite of satisfactory general health status in patients. As a result of incomplete BA control,
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report of a youngster suffering from mild bronchial asthma. Also, this article clearly demonstrates the significance of use of asthma
control test (ACT) in real-world clinical practice in order to work out a strategy for asthma management. Besides, the role of taking a
detailed medical history for correct assessment of mild BA symptom control is demonstrated. In a given clinical example we managed to
evaluate, in a short space of time, everyday life changes of a youngster with mild BA (an increase in daily activities and improved quality
of life) following administration of basic therapy with ICS. Conclusion. This case report demonstrates the significance of correct assess-
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achieving improvement of child’s quality of life.
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B 06/1aCTH IOKTEBLIX CrTM60B. E€e BOZHMKHOBEHWE CBA3bIBAOT
CO 3HaYuUTENbHbIMU MOrPELIHOCTAMU B AMETE B NpasgHuy-
Hble AHW. CUMNTOMbI KynupyloTcs B TedyeHue 2—3 AHEN Ha
doHe npremMa aHTUrMcTaMMHHOIo npenapara HOBOrO MOKO-
NEHNUS U MPUMEHEHWS IMOJIEHTOB.

C 2 net oTMe4Yanuch 4acTble NMPOCTyAHble 3abosieBaHus
W 3aTsXKHble pUHKUTBLI. Habnoganack y JIOP-Bpaya no noso-
oy runeptpodun ageHouaoB. Ha ¢oHe pecnupaTopHbIX
3a60/1eBaHNM YaCToO AMarHOCTMpoOBasncs 6POHX006CTPYKTUB-
HbI CUHAPOM, HEOJHOKPATHO rocnuTannM3vposanach 6pura-
non CMI1 ¢ gnarHo3om «ocTpas pecnupatopHas MHPEeKLus,
06CTPYKTUBHbIN 6pOHXMT». K 5 rogam otMevanoch yyalleHue
3MNM3040B 6GPOHX006CTPYKLMM BNAOTb A0 €XXEMECAYHbIX 060-
CTPEeHUN. [na KynupoBaHUs GPOHXO0OGCTPYKLMU pPerynsipHo
nosiydasia MHransiLMOHHYIO Tepanuio No HasHayeHuio neau-
aTpoOB WJIM CaMOCTOSATENIbHO: CycrneH3us 6yaecoHuaa, unpa-
Tponua 6pomua/PeHoTepon ¢ NoAOKUTENbHbIM 3PdEKTOM.
TakxKe y AeBOYKM HabnaannCh exxeqHeBHbIE CMMITOMbI BA,
Kalwenb npu nnaye, 6ere, GU3M4YECKON aKTUBHOCTHU, €xe-
[IHEBHbIN HOYHOW Kallefb.

B 5 net B cTaumoHape 6bl1 BbICTaBNEH AWArHO3 «aTonu-
yeckasi 6poHxvanbHas acTmar. [lpoBeaeHo anneproobene-
noBaHue (Tabn. 1, 2).

Mpu npoBefeHun uccnegoBaHns GYyHKLUU BHELIHErO
AObixaHus (PBJ) c 6poHxoannaTalMoHHoM Nnpo6oi (canbbyTta-
Mon 200 MKr) nosyyeHbl pesynbrathbl: McxogHo OPBL1-72%,
OXEJT — 86% OT AOMKHbIX 3HAYEHMI, BPOHXOAMNATALIMOH-
Has npob6a nonoxutenoHasa (+20% (+270 mn) no OPB1).

Taknm o6pasom, B 5 f1eT No pesynsrataM BCex NpoBeieH-
HbIX 06CfejoBaHUN, aHaniM3a aHaMHECTUYECKUX, KIUHUYe-
CKMX JaHHbIX OCMOTPa Nocne NOCTaHOBKMW AnarHo3a bA Gbinu
NpoBeAeHbl ANMMMUHALIMOHHBIE MEPOMPUATUS: MEPECMOTPEH
eXXeOHEBHbIN paLMOH pebeHKa, Co3aaHbl rMnoaniepreHHbIn
6bIT M yCnoBMS B KBapTUpe (KOWKa yaaneHa). HasHayeHa
dapmaKroTepanua B BUAE MPOTUBOBOCMNANUTENIbHOW CTap-
TOBOW 6a3nMCHOWM Teparnuu, COOTBETCTBYOLWEN 3-i CTyneHu
no knaccudmkaumm GINA [3]: MHransUMOHHbIE HOKOKOP-
TUKOCTEPOUAblI B COYETAHWW C ASIUTENbHO AEWCTBYIOLWMMHU
By-aronncramu (UFKC/OABA) (dnytrkasoHa nponuoHat/
canmetepon 125/25 MKr/go3a) ¢ MCNoNb30BaHUEM [O3WU-
pytoLLero aspo3o/ibHoro nHranstopa (JAW) yepes cnewncep
no 1 wHrangumuM 2 pasa B CyTKM, 4TO COOTBETCTBOBasIO
Tepanuun cpeaHeTskenon artonuyeckon BA [3]. Tepanus
Ha3Ha4yeHa, y4uTbiBas exefHeBHble cMMNTOMbI BA, exeme-

Ta6nuua 1. Pe3ynbrathl CKapubUKaLMOHHBIX KOXHbIX NPo6 B BO3-
pacte 5 net
Table 1. Results of allergen skin tests at the age of 5

AnnepreH Pesynbrar
ONUTENNUI KOLKK ++++
Kneww gomawwHewn noinum D. pteronyssinus ++
Knewwn pomawHen noinu D. farinae ++
[JoMalHAsa Nbinb ++

Ta6nuua 2. Pe3ynstaThl BbIABNEHUSA annepreH-cneumduyeckmx Ige-
aHTUTeN B CbIBOPOTKE KPOBU B Bo3pacTte 5 net
Table 2. Serum allergen-specific IgE antibodies at the age of 5

Knacc
AnnepreH
ceHcuGunusauum
ANuUTENNM KOLWKK 4
Knewm gomalHen nouinv 2
Benok KopoBbero MosokKa 0,3 (0)

CSIYHbIE MPUCTYMbI, MOMOXKUTENbHYIO GPOHXOANNATALMOHHYIO
npoby M BEpoOSTHOE COXpaHeHue anuaepMasbHbIX aniep-
rEeHOB B KBapTUpe B TeYeHWEe HECKOJIbKUX MecsLeB nocne
yAaneHus KOLKK.

ExxemecsyHO nNpoBOAMNACA MOHWUTOPUHI CUMMNTOMOB
M TedyeHus 3aboneBaHus, OMpeaensnucb MoKasaTenu
®B/[l. bbina oTMeyeHa xopollas MPUBEPKEHHOCTb Tepa-
nuu. B cBSA3M C BbIPaXEHHOW MONOXMUTENbHON AMHAMMUKOM
KTIMHUYECKMUX CUMMTOMOB MOC/E UCKNOYEHUS aniepreHoB
NpeKpaTUIMCb HOYHOW Kalwenb, Kawenb npu Gu3nyeckon
aKTMBHOCTU W Nnaye, NPUCTYNOB He 6bl10, HO COXPaHUINUCh
cumnTombl AP B BMAE 3aN10KEHHOCTU U YTPEHHWX BblAENEHUN
13 Hoca.

Yeped 3 mMec nocne MOHWUTOPUHra Xanob, CUMNTOMOB,
[JaHHbIX MUKOGNOYMETPUU, CMUPOMETPUU, [aHHbIX OCMO-
Tpa MPUHATO pelleHne o nepexoae 6a3vCHOM Tepanuu Ha
2-10 CTyneHb cornacHo pekoMmeHaaumam GINA 1 oTeyecTBeH-
HbIM KIMHWYECKUM pekoMeHgaumam) [3] — HasHadeH JAU
$nytMKazoHa nponuoHat (4epes3 cnencep) 50 MKr/gosa
no 1 uHransguuun 2 pasa B CyTKM U MOHTeNyKacT 5 mr 1 pas
B [€Hb C YY4E€TOM MOCTOSIHHbIX cumnToMoB AP. Bo Bpems
OCTPbIX pecnupaTtopHbix 3aboneBaHWU PEKOMEHAOBaHO
yaBoeHne fo3bl MTKC ¢ nepBoro aHs 3a6oneBaHusa (baytu-
Ka3oH 100 MKr 2 pasa B CyTKM). B aguHamuKe no pesynbra-
TaM crnvpomeTpun otmedancs npupoct OPBL (Bbiwe 80%),
npo6a ¢ 6POHXOIMTUKOM 6blna OTpULLaTENbHOW MPU KaXKAOM
BU3UTE K anniepronory. Ha ¢oHe 6a3ncHom Tepanmm CUMNTO-
Mbl BA 6bIM NPAKTUYECKU KYNMMPOBaHbI, @ TaKXe oTMeYa-
NIOCb CHUXEHWE YacTOTbl MPOCTYAHbIX 3a6051eBaHUN.

MeankaMeHTO3Has Tepanua no nosody AP BKoYana
@HTUTMCTaMUHHbIE MpenapaTbl BHYTPb WM WHTpaHa3asbHble
IMIOKOKOPTUMKOCTEPOUAbI Pa3fiMyHbiMK Kypcamu. OfHaKoO He
yAaBanocb AOCTUYb MOIHOFO KOHTPONS Haj Te4eHneM 3abo-
NleBaHna — OTMeYanuCb MOCTOSHHAA YTPEHHSAA 3anoXKeH-
HOCTb, BbIJENEHUS U3 HOCa W 3aTsXKHble PUHUTBI Ha doHe
NPOCTYAHbIX 3a6051eBaHUN. B CBA3K C 3TUM B 7 JIET NPUHATO
pelieHMe 0 NPOBEAEHUU annepreH-cneunduyeckon MMmy-
HoTepanuu (ACUT) c annepreHaMu Knellen gomallHen nbiau.

Mepen Havanom ACUT npoBeaeHo anneproo6ceneaosa-
Hue (Tabn. 3, 4).

MpoBeaeHa ACUT: cybnuHreanbHas dopma ¢ annepre-
HOM Kneller AomallHen nbiin — npenapaTtoMm Cranopalnb
«AnnepreH Kneulen». B pesynbrate nedyeHns B TedeHue 3 net
Ha3ajlbHble CUMMTOMbI 6blM MUHUMW3MPOBaHbI. Ha ¢oHe

Ta6nuua 3. Pe3ynbratbl CKAPUPUKALMOHHBIX KOXHbIX Npo6, NpoBe-
[leHHbIX Nepef HasHavyeHnem ACUT

Table 3. Results of allergen skin tests before initiating sublingual
immunotherapy (SLIT)

AnnepreH Pesynbrat
Knew, gomawHew noinm D. Pteronyssinus +++
Kneuw, pomawHen noinu D. Farinae +++
[omalHaAsa nbinb +++

Ta6nuua 4. Pe3ynbtathl BbiiBeHUS annepreH-cneundunyeckux IgE-
aHTUTEN B CbIBOPOTKE KPOBM Nepej Ha3HadveHnem ACUT
Table 4. Serum allergen-specific IgE antibodies

Knacc
AnnepreH
CeHcUuGunm3aumm
Kneww gomalwHewn noinu D. pteronyssinus 3 Knacc
Knewwn pomawHen noinu D. farinae 3 Knacc
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Clinical Observations

KnuHuyeckue HaGawoaeHusa

nposeaexHns ACUT o6ocTpeHuint BA He Obino, nmokasaTtenu
OB/, pernctpupoBannch B npeaenax HopMbl.

B cBA3K ¢ 3TMM no 3aBeplueHnn Kypca ACUT, cnycta 5 net
nocrne ycTaHOBKM AnarHosa bA geBoyka nepesegeHa Ha 1-10
CTyneHb Tepanun BA — Tepanuio KynupoBaHWs CUMMNTOMOB
BA npenapatoM KOpOTKOAeNCTBYoWMX Bo-aroHnctos (KABA)
(canbbyTamon wnu unpatponus 6pomus / GeHoTeposn) no
noTpebHOoCTU. [1ONOAHUTENbHO PEKOMEHAOBAHbI KOPOTKUE
Kypcbl UTKC BO BpeMsi pecnnpaTopHblx 3aboneBaHnm — dny-
TUKa30Ha nponuoHat AU 50 MKr/go3a 1 uHranauusa 2 pasa
B CYTKM. TakuM 06pa3oM, 6blsT JOCTUMHYT MOSHbIM KOHTPO/b
Hag cumnTomamu BA. BU3KUTbl K annepronory cokpatuinch
[0 1 pasa B roj C Lefblo OLEHKM KOHTPONS 3ab0seBaHus,
PUCKOB 060CTpeHnn. PebeHOK Habnopancs ¢ AMarHo3oMm
«BpoHxnanbHaa acTMa, atonuyeckas Gopma, nerkoe uHTep-
MUTTUPYIOLLEE TeYeHME, KOHTponupyemMas. CeHcnbunuaawums
K Kfewam AoMallHeN Mbian, 3NUTENUIO AOMAaLIHUX KUBOT-
Hbix». COMYTCTBYIOLWMK AMArHO3: «ANNEPru4ecKUn PUHUT,
NEePCUCTUPYIOWMI, NIEFTKOW CTEMEHU TAMXKECTU. ATOMUYECKUM
AepmaTuT, Nepuo PEMUCCU M.

Mpw o4epefHOM NN1AHOBOM BU3WUTE K anneprosory B BO3-
pacTte 12 neT aKTUBHBIX }anob He npeabasnseT. [1pu onpoce
OTMeYaeT HEMNOCTOSHHYIO YTPEHHIOID 3a/l0XEHHOCTb HOCa,
oTpuuaeT npuctynol BA B TeyeHue roga. Tpu pasa nepeHecna
OCTpble pecnupaTopHble UHPEKLMU, KOTOpblE HE COMpPOBO-
¥oanucb o6ocTpeHuamn bA, cumntombl BA, co cnoB pebeH-
Ka, BO3HWKanu peaKo. 3a npeawecTsyolume 3 Mec 0MH pa3
B Mecsil, MCMoNb30Banun unpatponua é6pomua / peHotepon
yepes Hebynansep AN KynupoBaHUSA MPUCTYNoo6pas3Horo
Kalns nocne GpU3nyecKon aKTMBHOCTU. BasncHylo Tepanuio
He nosnyyasna B TeYEeHWe rofa, C NePBOro AHS PECnMpaTopPHbIX
MHPEKUMN NPUHMMana MOHTeNyKacT 5 Mr 1 pa3 B CYyTKM Mpo-
JOMIKUTENBHOCTBIO 2 Hef.

Mpu ocmoTpe: obLiee COCTOSTHUE YAOBAETBOPUTENBLHOE,
OTMEYaeTCs CYXOCTb KOMXHbIX MOKPOBOB Ha KOHEYHOCTSX,
3aTpyAHEHWE HOCOBOrO [AbIXxaHWs, BblAeneHwu HeT. [pwu
ayCKyNbTalWu: AblXxaHWe NPOBOAWTCH PaBHOMEPHO MO BCEM
oTAenaM Nerkux, XXecTkoe, Xpunbl He BbICYLLIMBAKOTCS.

DyHKUMOHaNbHasA AUarHoCTHKa

Mo pesynsratam uccneaoBaHus OB/ 66110 yCTaHOBNEHO
cnepyouiee: OPB1 — 78%, OXKEJT — 84%, 6poHxoauna-
TaumoHHasa npoba (canbbytamon 200 MKr) oTpuuaTenbHas.
OTMeYeHa TeHAEHUMUS K cHUKeHuto OPB1 B TeyeHue roaa
B AVMHaMWKe (mpeablaywuin nokasatenb OPBL1 coctaBnsn
92%).

Ana oyeHKn KOHTpoasa 6bin ncnonb3oBaH ACT. leBo4yke
6b1710 NPEANOXKEHO OTBETUTL HA 5 BONPOCOB O CBOEM CaMO-
4yBCTBMM B Te4YeHne nocneaHux 4 Hea. 1o MHEHMIO AEBOYKH,
3a nocnegHun Mecsiy, 3ab6osieBaHMe He Melwasno en Bbinos-
HATb OObIYHbIN O06beM paboTbl B LIKONE W AOMa, 3aTpyad-
HEHHOe AblXxaHue B TeyeHue Mecsua oTMedvanock 1 pa3 unu
pexe, HOYHbIX CUMMNTOMOB He 6bl10, canbOyTamos UCMosb-
3oBasncs Bcero 1 pas. [lo MHeHWIO NOAPOCTKa, acTMy yaa-
BasloCb XOPOLWO KOHTPOAMpPOBaTb. Pe3ynbrar TeCTUpoBaHUs
COOTBETCTBYET MOJIHOMY KOHTPO/IO Haj TedyeHuemM 60Ne3HU
(23 6anna).

OfHaKo Henb3sl 6bIN0 He y4YuTbiBaTb ApPyrue AaHHble:
KNMHUYECKM 3HAYMMoe cHMKeHne OPBL, TEHAEHUMIO K CHU-
EHUIO MPOXOANUMOCTM OPOHXOB MO OBGCTPYKTUBHOMY TWMy
no APYrMM rnokasaresieM CnMporpamMmbl, HaMyue KeCcTKoro
AbIXaHUS NpW aycKynbTauuu, cumntombl AP. B ¢BA3K ¢ 3aTum
npoBeaeHa 6ecefa C AEBOYKOW Ans 6onee nNoapo6GHOro
c6bopa aHamMHe3a U aeTanuM3aumy KIMHUYECKMX CMMNTOMOB
He TOMIbKO B Te4yeHWe MocnegHero Mecsua, Ho U B TeYeHne
Bcero roga. B xone 6ecefbl BbISCHUNOCH, YTO OKONIO 6 MeC
Ha3aj el MpuULLIOCh OTKa3aTbCs OT JIIOOUMbIX 3aHATUIN TaH-

LaMu, TaK KaK Kawibl pa3 nocne TPEHWPOBOK MOSABASACSH
CyXOM MPMUCTYNoo6pasHbi Kallenb MO Bevyepam M HOoYblO.
[na KynupoBaHUs Kalnsg NpoBOAMIUCL MHTansaumm ¢ unpa-
Tponusa 6poMuaom / GeHoTeposioM nepes cHoM. 3atem 6blo
NPUHATO PeLleHne OTKa3aTbCs OT MOCEeLLEeHNS TaHLLEBaNbHOWM
ceKkumn. Ha doHe ucCKIoYeHUa GU3NYECKON aKTUMBHOCTH
CyXOW Kallenb He BO3HWKa.

MNocne nonyvyeHus JOMONHUTENbHbIX JAaHHbIX aHaMHe3a
[eBOYKe OblI0 MPEASIOKEHO MOBTOPHO NPOWUTU TECTUPOBA-
HWe 1 OTBETUTb Ha Bce Bonpockl ACT No COCTOAHMIO Ha Nepu-
0 noceLleHns TaHLEeBaIbHON CEKLUMN.

Mony4yeHbl cnegyouwmne pesdynbratel B TevyeHue 4 Hep:
3aboneBaHMe O4eHb 4acTO Mellano BbIMNOAHATb O6bIYHbLIN
06bem paboThbl B WKONe M goma (3 pa3a B Heaento), 3atpya-
HeHHOe [blXxaHue B TeyeHuwe Mmecsua oTMmevanocb 3 pasa
B HeAeNto, HOYHble CUMNTOMbI — 2—3 pa3a B Heaento (Cyxown
NpPUCTYNoo6pa3Hbii Kallenb), canbbyTaMon MCrnonb30Bascs
2-3 pasa B TeyeHue Hegenu. B uenom otmevancs naoxon
KOHTPOJIb CMMNTOMOB BA.

B pesynbraTte cymma 6annos coctaBuna 12, 4to COOTBET-
CTBYET OTCYTCTBMIO KOHTPONS Haj TeYeHueM 3abofieBaHus.
lnoxoi KoHTponb 3aboneBaHWs 3acTaBwi poauTenen npu-
HSATb pelleHne 0 MPeKpaLLeHNn 3aHATUIM TaHLLaMK, O YEM OHM
He coobLWnnKn Npu cbope aHaMHe3a, Tak Kak Nnocse UCKInYe-
HUS JOMONHUTENbHBIX HAarpy30K AeBOYKa YyBCTBOBana ce6s
XOPOLO U CUMNTOMbI aCTMbl BO3HMKaNU KpanHe peaKo.

Taknm 06pa30M, TONIbKO B peadynbTaTte Nogpo6HOro onpoca
naLmueHTa yganocb BOCCTAHOBUTb peanibHyl0 KapTWHY nosce-
[HEBHbIX OrpaHu4yeHunit. [loBTOpHOE TECTUPOBaHUE MPOLEMOH-
CTPUPOBaso, 410, HECMOTPS Ha Nnerkoe TeyeHune BA, ygosnert-
BOPUTENIbHOE COCTOSIHME MalMeHTa M OTCYTCTBME aKTUBHbIX
Kanob, 3a6osieBaHMe OCTAETCS HEKOHTPOIMPYEMbIM.

Ha ocHOBaHWMM MNOAYYEHHbIX AaHHbIX 6bln cHOPMYIU-
poBaH OKOH4YaTesNbHbIW AMArHo3: GpPOHXManbHas acTMma,
aTonuyeckaa dopma, Nlerkoe Te4eHne, HEKOHTpoMpyemas.
ConyTcTByOWMI: NEPCUCTUPYIOLLMIA annepruyecKkuii PUHMUT,
cpeaHen Taxectu. CeHcnbunn3daumsa K Knewam AoMallHen
NbIAN, NUTENNIO AOMALLIHUX XKUBOTHbIX.

HasHa4yeHa npoTMBOBOCHanuTeNbHasa 6a3ncHas Tepanus
UIKC (2-a ctyneHb Tepanuu no GINA): 6yaecoHng Typbyxanep
100 MKr no 1 uHranauuu 2 pasa B CyTkM 3 mec. Ansg tepa-
MUU KynMpPOBaHWSA OTAENbHbIX CUMMNTOMOB — canbbyTamon
OAN v UTKC (npn Kaxaom npumeHeHun KBA). Kpome Toro,
pEKOMEH0BaHO perynspHoe npoBeaeHne nNUMKGIoymeTpuu.

Bo Bpemsa KOHTPO/IbHOrO OCMOTpa 4Yepe3 Mecsl,
*anob He npeabsBnser. [JeBo4yKa OTMEeYaeT MOBbILEHUE
NOBCEAHEBHOM aKTUBHOCTU, CHUKEHWE YTOMISEMOCTH.
3Ha4YuTeNbHO Yyay4YlWKniacb MNepeHOCUMOCTb (GU3NYECKON
Harpy3kn Ha ypokax OU3KynbTypbl (4TO paHee He 6blio
OLlEHEHO) W MOBbICUNIACh EXeAHEBHAas XW3HEeHHas aKTuB-
HoCTb. MNpu NUKdNoymeTpun 3aperucTpupoBaHo CHUXKEHUE
BapnabenbHOCTU M NOBbILEHNE NMUKOBOW CKOPOCTU BblgoXa
(MCB). NokazaTenu 6binn B Npeaenax 3e1eHon 30HbI. Yepes
MecsiL, nocne Havana BbllleyKa3aHHOW Tepanuu 3HavyeHue
ACT cocTaBuno 24 6anna.

B CcBA3KU C OOCTUMKEHMEM XOpoLWero KOHTpona BA peko-
MEeHJ0BaHO BO306HOBWTL 3aHATUS TaHUamu. Cnycts 3 mec
Ha @OHe MnocelleHns CEeKLUMW Kawna He 6bino. [leBoyKa
XOpPOLLO nepeHocuna Harpysky, bA octaBanacb XOpPOLLO KOH-
Tponupyemon, 3HavyeHmne ACT coctaBuio 25 6annos. Takum
o6pa3oM, B pesysisTate NPoBeAEeHHON NOCTOSHHOW NPOTUBO-
BOCNanuTeNbHOM 6a3nUCHOW Tepanuu 3a KOPOTKUM nepuos
BPEMEHMW yAanocb AOCTUYb MOJSIHOFO KOHTPONS Haj CUMMTO-
MaMu U NoAAepKaTb ero, 3Ha4yuTeNbHO MOBbLICUTb NOBCes-
HEBHYIO aKTUBHOCTb MOAPOCTKA. JTO MO3BOSUIO AEBOYKE
3aHMMaTbes NI06MMbIM [jefIoM 6€3 orpaHUyYeHui No npuymnHe
60onesHu.



OBCYXAEHUE

B crtatbe npeactaBneHbl OCOGEHHOCTM U CIIOMHOCTH
OLIeHKM KOHTpongd nerkon BA y nogpoctka. B gaHHOM npu-
Mepe HarfagHo NPOAEMOHCTPUPOBAHO, YTO KOHTposib BA
4yacTo nepeoLeHnBaeTcs caMuUM NauMeHTOM M ero poaure-
N9MU — ¥ B pes3ysibTaTe OLEeHKa KOHTPOAS acTMbl Bpayom
MOXET Bbl3BaTb 3aTpyAHEHWUS. BosibHblIE C NIEerKow acTmown
06bIYHO HE MNPeAabABAAIOT aKTUBHbIX anob, CKIOHHbI Ha
BOMPOCHI OTBeYaTb ONTUMUCTUYHO. B cBA3KM ¢ atum angd
TOYHOM OLEHKM HeobxoauM noapobHbIM c6op aHamHesa
M aHann3 CUMNTOMOB B Te4YeHUe AJIUTENIbHOr0 BPEMEHHOIO
NPOMeXyTKa. H4acto ManoaKTUBHbIM 06pa3 XU3HU MOXKET
BOCMPUHMMATBLCS Kak HOpMa WM XapaKTepHble BO3PacCTHble
0cob6eHHOCTM noBeaeHusa pebeHKa. B onvcaHuu npeacras-
JIEHHOTO K/IMHMYECKOro npuMmepa yaanocb MpPOAEeMOHCTPU-
pOBaTb CMIOXHOCTU OLEHKN KOHTPONS Nerkon bA v 3HayeHue
cbopa aHamMHe3a B JaHHOM Bonpoce. [Ing xopolen Bu3ya-
nm3aumm ucnonbdoBaH ACT, HECMOTPS Ha TO YTO B PYTUHHOM
NpaKTMKe HEBO3MOXHO €ro PeTPOCNeKTUBHOE NPUMEHEHUE
BO BPEMEHHOM WHTepBasne, cocTaBnswowem 6onee 4 Hep
OT AaTbl ocMOTpa. JaHHbIM KIMHUYECKUIA Cllyd4al NO3BOJIWN
NPUMEHUTb ero B HeCTaHZapTHOM dopmaTte, Tak Kak CUMNTO-
Mbl BA 1 notpebHocTb B KABA BO3HWKaNM UCKIIOYUTENBHO
nocne 3aHATUM TaHUAMW, pacrnucaHMe KOTOPbIX COXPaHu-
nocbk y naumeHTa. Kpome Toro, puanyeckas Harpyska 6bina,
Nno CyTW, WCK/OYEHa M3 MNOBCEAHEBHOM MW3HU pebeHKa
B Te4yeHWe Mecsia 4O MnoceleHusa Bpaya, 4To MOrfo npu-
BECTU K OLIMOOYHOM OLleHKe KOHTponsa BA. Pesynbrat TecTta
HarngaHo NPOAEMOHCTPMPOBA HEKOHTPOIMPYEMOE TEHEHUE
3aboneBaHusa. TakKe JaHHbIM NOAX0[J NoKasas, HAaCKONbKO
OTHOCUTENIbHBIMW MOTYT 6bITb OTBETbl Ha BOMPOCHI Bpaya,
0CO6EHHO 06 OrpaHUYeHUN XUIHEHHON aKTMBHOCTWU AeTen
M O MHEHWM MaLMEHTa W ero poauTenen OTHOCUTENbHO KOH-
Tpons BA.

CornacHo knaccuduKkaummn GINA, Kputepuem nerkow cre-
neHn BA aBnseTcs XOpOoWWM KOHTPOAb Ha GoHe Tepanuu
1-n uAn 2-n cTyneHun. Ecnm Ha 1-M CTyneHW 4acTo MOXHO
OrpaHUYMTbCA TOJIbKO Tepanuen KynupoBaHMS CMMMTOMOB,
TO Ha 2-1 NPOTMBOBOCMAaNUTENbHAsA Tepanusi HUSKMMU J03a-
Mn UFKC aBnsietca npeanoyvtutenbHon. pu anuvTenbHowm
Tepanuu Ha 2-" CTyNneHU U JOCTUKEHMUM MONHOMO KOHTPONS
aCTMbl Bpay MOXET NPUHATb peLleHrne O nepexoge Ha npe-
OblAylWylo CTyneHb. TeM He MeHee, B 3TOM c/lyYae C ero
CTOPOHbI NoTpebyeTcss 6Gonee BHMMaTeNbHOE HabnloaeHue
3a NauneHToM. 3TO HEO6XOAMMO C LiENb0 CBOEBPEMEHHOIO
BbIIB/IeHUS GaKTOPOB pUCKa, NPeAoTBPALLEHNS YXYALLIEHUS
TeyeHus 3aboneBaHUst U YCUNIEHUSA Tepanuu C BO3BPaTOM
Ha 2-t0 cTyneHb. KoHTponb nerkon BA y peten o3Hadvaer
OTCYTCTBME B MEPBYIO 04EPEAb OrpaHUYeHU B NMOBCELHEB-
HOW YKM3HEHHOW aKTMBHOCTWU W, KOHEYHO, BCEX OCTasbHbIX
CMMMNTOMOB acTMbl. Kpome Toro, BaKHOM COCTaBAsOLLEN
nevyerHns BA y NogpocCTKOB siBNseTcs NpodunakTuKa «oyay-
WKMX pUCKOB». lNog 3TUM TEPMUHOM MOHMMAIOT BEPOSATHOCTb
pa3BuTUS 06OCTPEHUM, HecTabuiibHoe TeyeHue 60Ne3HH,
nporpeccupytollee yxyflleHue 1ero4Hon GyHKLUK, a TakKe
HexenaTenbHble 3QdeKTbl Tepanuu [7].

[aHHbIA KIMHUYECKUIN NMPUMEP LEMOHCTPUPYET Npume-
HeHWe ACT B KayeCTBE LUMPOKOLOCTYNMHOW TEXHONOTMU OLLEH-
KW KOHTpona BA y feten B peasnibHOM KIIMHUYECKOW Mpak-
TMKe, B TOM 4uclie npu nerkon actme. Ero ncnonb3oBaHue
PEKOMEHAOBAHO KaK [OMOJIHEHWE K MNPOBEAEHMIO APYruX
nccneaoBaHUm, TakMx Kak CMpPOMETPUS, USMEPEHUE YPOBHS
OKCuAaa a3oTa B BblgbixaeMom Bo3ayxe (FeNO) v T.4. [9, 10].
Taknum o6pazom, ACT — 3TO yaoGHbIM U YyBCTBUTENbHbIV
MHCTPYMEHT B paboTe Bpaya anneprosora-ummyHonora. OH
4acTo MPUMEHSIETCS He TOSIbKO B pamMKax BpayebHOro npwu-
eMa, HO ¥ NpU NPOBEAEHUN KIMHUYECKMX UCCNEefoBaHUMN.

OpHako ucnonb3oBaHve ACT He 3amMeHsieT TWaTelbHOro
c6opa aHamHe3a.

MHorue uccnefoBaHUs yKasblBaloT Ha TO, YTO UMEHHO
Nnerkoe TevyeHuve 3aboneBaHus Yacto (o 25%) xapakre-
pu3yeTca OTCyTCTBMEM KOHTpons [11]. YcTaHOBMEHO, 4TO
10 40% nauMeHTOB UMEIOT PEryNsiPHYI0 HOYHYIO CUMMITOMA-
TRy [11]. Yaule oHa HabGnogaeTcs y AeTer AOLIKOMbHOro
Bo3pacTa [12].

Taknm 06pa3om, UMEHHO MaLUUEHTbI C JIETKUM TeYEHUEM
601e3HM HyKAaloTca B 60nee feTalibHOM OLLEHKE CUMINTOMOB
1 GaKTOPOB pUCKa 060CTPEHMS.

B HacTosiwiee Bpemsi JOKa3aHoO, 4TO ypoBeHb dU3nye-
CKOM aKTMBHOCTM NPSIMO NPOMNOPLMOHANEeH CTENEHN KOHTPO-
na bA [13]. aHHOoe yTBepKAeHWe HEe3aBMCUMO OT MON0BOM
npuHagnexHoctn u Boadpacta [14]. PerynsipHble 3aHATUSA
pasMYHbIMU BMAAMM CriopTa U [bIXxaTe/lbHON MMMHACTUKOM
y NauMeHTOB C JIErKon wunu cpefHeTsxkenov BA npusogart
K yaydweHuio GyHKumnn nerkux [13, 14]. Mo pe3ynbratam
MHOTOYUCNIEHHbIX UCCNEfOBAHUU MOATBEPKAEHO HeraTuB-
HOe B/ISIHWE MasnonoABUKHOIO obpasa XU3HWU Ha TedyeHue
3a6oneBaHus y nogpoctkoB 10-12 net [15]. Takum obpa-
30M, perynsipHas du3nyecKas Harpy3Kka SBMSeTCs BarKHOM
COCTaBfAlOWIEN OpraHu3auMmM obpasa MM3HM NalMeHTOB
¢ BA [13]. B 1o e BpemMsi oHa BO3MOXHa TOJIbKO MNpw
KOPPEKTHOW Tepanuu, LOCTUXKEHUW W NOALEepPIKaHWUU KOH-
Tpons Haf cumnTomamu 6onesHu. MNpu Tepanuu nerkon BA
B KayecTBe npenapaTtoB Bbibopa pekomeHaoBaHbl MIKC
B HU3KKUX Ao3ax. [Ang KynMpoBaHUs aNn304MYeCKMUX CUMNTO-
MoB pekomeHgoBaHbl K[ABA B coyetaHun UITKC. C 12 net
Ha 1-n cTyneHun 6asucHon Tepanuu GINA [3] MOXHO npu-
MEeHSATb PUKCHPOBaHHY0 KoMbGuHaunto UITKC/dopmoTepon
B HU3KOM [103€e B pexume «no TpeboBaHuto». Takas TakTMKa
Tepanuu nNpu NerkoMm TeyeHun BA 3Ha4YMTeNbHO CHUMKa-
€T PUCK PasBUTUSA TSKENbIX OC/IOXHEHWUM MO CPaBHEHUIO
C U30MPOBaHHbIM Ucnonb3oBaHueM KABA. InHamuyeckoe
HabngeHne NauMeHTOB, OLEHKa KOHTPONS CUMMTOMOB,
OLleHKa PUCKOB 060CTPEHWM, Ha3HaA4YeHWe KOPPEKTHOM
Tepanuu rapaHTUpYIOT XOPOLIMI KOHTPONb Haj CUMNTOMa-
MW, noadepXaHue [LOCTUTHYTOro KOHTPONS, Npeaynpex-
[aloT 060CTPEeHUA M CcOo3JaloT MNOJIOKUTESNIbHbIE YCIIOBUSA
NS TAPMOHWYHOIO U @aKTMBHOIO POCTa WM Pa3BUTUS HaLUMX
netew ¢ BA.

3AK/TIOYEHUE

TakuM 06pa3om, AN 6e30WNMO0YHON OLLEHKU KOHTPONS
nerkon bA y peten Heob6xoauMbl 60siee NOAPOOGHbLIN cOop
MHbOPMaLMK, OLEHKa CUMMTOMOB B 60J1ee ANUTENbHOM Bpe-
MEHHOM NMPOMENKYTKE, TaK KaK Npu fIerkom TeyeHmn bA naum-
€HTbl HacTo He NPeabsaABASAIOT aKTUBHbIX Xanob. Heobxoanma
OLleHKa Bcex GaKTopoB pUcka o6ocTpeHui. Ucnonb3oBaHue
ACT anst oLeHKN KOHTpons aBnseTcs adbeKTUBHbLIM BCMOMO-
raTesibHbIM MHCTPYMEHTOM, NMO3BONSIOWMM MOBLICUTL Kaye-
CTBO OKa3blBaeMOM MeAULIMHCKOM NnoMoLn. Ero npumeHeHne
B paMKax ambynaTopHOro npnema cnoco6cerByeT 60see Touy-
HOMY onpefeneHnto KOHTPoNa Haj Te4eHneM 3aboneBaHus.
[Mpun xopoLlleM KOHTPOJIe Haj cuMnToMaMu 3aboneBaHus npu
Nlerkon popme 6poHXMabHOM acTMbl NaUUEHTbl HEe JOMKHbI
MMETb OrPaHWYEeHUM B MOBCEAHEBHOW XW3HEHHOW aKTUB-
HocTn. UTKC mnnun codetanne UIKC/dopmoTepon B HU3KOM
[103e B pexume «Mo TpeboBaHMio» ABAAIOTCA MNpenapara-
MW NpeanoyTUTENbHOIrO BblGOpa ANs ycnewHon 6a3ucHoOM
Tepanuu nerkon BA y peteit [3]. Bbicokas 3ddEKTUBHOCTb
3TMX NpenapaToB NOATBEPKAEHA MHOXECTBOM KIIMHUYECKMX
nccnegoBaHun, a Takke MHOMOIETHUM OMbITOM NMPUMEHEHUS.
OHM NoMoraloT pellaTb Camble BaXHble 3ajayv Npu Tepanuu
BA — [OCTUXEHWE KOHTPONS Haj CUMNTOMaMK, Npeaynpex-
fleHne 060CTPeHUN.
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Clinical Observations

KnuHuyeckue HaGawoaeHusa

WHO®OPMUPOBAHHOE COINACUE

OT poauTens naumeHTa Mony4eHo NMUCbMEHHOe J06pOo-
BO/MIbHOE WHGOOPMUPOBAHHOE cornacuve Ha ny6anKaLuuio
OnucaHWa KIMHUMYECKOro ciyyasi (gata noAanuvcaHus ot
28.01.2019).

INFORMED CONSENT

Patient’s parents provided a written voluntary informed
consent for publication of this case report (signed on
28.01.2019).
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ABTOp, OTBETCTBEHHbIW 3a NEpPenucKy:

JlacToBKa Bacununii AHaTonbeBuy, Bpay aHecteanonor-peaHumaronor, ®rAY «HMUL, 3gopoBba aeTtei» MuHWCTepcTBa 34paBooXpaHeHns
Poccuitckon depepaumn

119991, MockBa, JToMmoHOCOBCKMIA Np-T, 4. 2, cTp. 1, richard-brabant@mail.ru, +7 (499) 783-27-91

AHHOTaLMA.

0O6ocHoBaHue. [IpoBeaeHne onepaLmnii Ha cepale B yC/T0BUSIX MCKYCCTBEHHOIO KpoBoobpalleHns (UK) y aeTer conpoBo-
XAaeTcs reMoanItoUnen, runoTepMmen, KOHTaAKTOM KPOBU C UCKYCCTBEHHbLIMU MOBEPXHOCTAMMU, @ TakKe ornepalymnoHHOMH
TpaBMoK. Bce 310 NpuBOAUT K MOBPEXAEHUIO KIETOK SHAOTE/NNSA, arperaunun 1 AerpaHyisaumm TpoMooUMTOoB, aKTuBaLmmn
CUCTEMBI BPOXKAEHHOI0 MMMYHUTETA, Pa3BUTUIO CUCTEMHOIO BOCnanaeHus, NoTpebieHno GaKTopoB CBEPTLIBAIOLIEH, MPo-
TMBOCBEPTLIBaKLEN N QUOPUHOIMTUHECKOM CUCTEM, YTO B KOHEYHOM MUTOre accoumnmpyeTcsi C pa3BUTMEM TPOMOOTMYECKMX
0C/10)KHEHUH. Lenb. Ha ocHoBe M3y4yeHust KIMHUYECKUX M N1abopaTopHbIX NapaMeTpoB co34aTb MateMaTUYeCcKylo Moaesb
MPOrHO3MpPOBaHMsI TPOMBOTUYECKUX OCTIOKHEHMI y AeTen nocse VK. MeTogbl. B Haluel paboTe 6bl/M U3y4eHbl KITMHUYECKMEe
n nabopatopHble gaHHble 153 geTer B Bo3pacTe oT poxaeHnsa 4o 11 mec 29 gHeH, onepupoBaHHbIX B ycioBusx MK o noso-
Ay BPOXKAEHHbIX MOPOKoB cepaua (BlIC). Y Bcex nauueHTOB M3y4yeHbl OOLEKIMHUYECKNE M 1abopaTopHbIe MoKa3aTesu:
KIMHUYECKMI aHa/IM3 KPOBH, BUOXUMUYECKUI aHaIn3 KPOBU, CKPUHMHIOBbIE MOKa3aTen Koary/orpamMmbl, KOHLEHTpauuns
D-agnmepa, aKTMBHOCTb (akTopa ¢GoH BuanebpaHaa, aHTUTpom6uHa Ill, nnasmmHoreHa, npotemHoB C u S, anbga-2-
aHTUnAa3MmnHa, akTMBMpyemMoro TpoM6nHoM MHrmbutTopa ¢ubpuHoanda (thrombin activatable fibrinolysis inhibitor; TAFI),
n pubpuH-MoHoMep. Pe3yabtatbl. Y 43 naymeHToB AMarHOCTMpOBaHbl TPOMOO3bI B r0c/ieonepaynoHHoOM nepuoje, 4To
coctaBniser 28,1%. lpu obcnegoBaHmm getei Obln BbisiBIEHbI TPOMOO3bl Pa3/IMYHOM JIOKaIM3alUun: BHyTpUcepAeYHble,
HapyLIeH1s MO3roBOro KpPOBOOGPAaLLEHUS MO MLIEMUYECKOMY TUMY, MLIEMUST KOHEYHOCTEN U T.4. [1pm npoBeaeHnn 10rucTu-
4eCKOro perpeccMoHHOro aHamaa rnocTpoeHa Mojaesb Pa3BUTUSI TDOMBOTUHECKMX OC/IOXKHEHUH, B KOTOPYIO BoLLIO 4 napa-
MeTpa: aKTMBHOCTb naKtatgernaporerHassl (JIAl), aktmBHocTb TAFI, akTMBHOCTL ¢paKTopa ¢oH BunnebpaHga, akKTMBHOCTb
npoteunHa C. YyBCcTBUTENILHOCTb MoAen coctaBuia 95,3%, a cneunpnyHocts — 96,4%.

KnioyeBble cnoBa: TpoM603, MCKYCCTBEHHOE KpOBOOOGpalleHWe, BPOXAEHHble MopoKku cepaua, J14I, daktop ¢GoH
Bunne6paHpaa, npoteunH C, TAFI

Ansa untupoBaHus: Jlactoska B.A., Tenaes P®., lopaeesa O.6., Bumkner A.P. Moaenb NporHo3MpoBaHMUa TPOMOOTUYECKMX
OCJ/IOXKHEHMV Mocne onepaLmi Ha cepaue y aeten. Poceuiickuii neguatpmnyeckuii xxypHas. 2020;1(4):11-17.doi: 10.15690/
rpj.v1i4.2190

OBOCHOBAHUE

MNpoBeneHne onepauunin Ha cepile B YCIOBUAX UCKYC-
CTBEHHOr0 KpoBoo6bpalyeHus (MK) y aeteit conpoBoxgaeTcs
reMoAunMIoLMen, rMnoTepMmUEn, KOHTAKTOM KPOBU C WCKYC-
CTBEHHbIMUW NOBEPXHOCTAMM, @ TaKKe ornepauuoHHON TpaB-
Mon [1, 2]. Bce 31O NpUBOAMUT K MOBPEXKAEHUIO KIETOK
3HAOTENUA, arperauum W [erpaHynsauMm TpoMOOLMTOB,
aKTUBaLUUKU CUCTEMbI BPOXKAEHHOIO UMMYHWUTETA, Pa3BUTUIO
CUCTEMHOrO BocnaneHus, notpebneHnto GaKTopoB CBEPThI-
Balollen, NpoTMBOCBepThIBatOWEN U GUOPUHONUTUHECKON
CUCTEM, 4YTO B KOHEYHOM UTOre acCoLMMpyeTCs C pa3BUTUEM
TPOMBOTUHECKUX OCNOXHEHUN [3-5].

YacTtota TPOMOOTUYECKMX OCIIOXKHEHUN Y iIeTeN, onepu-
pyeMbIx MO MOBOAY BPOXAEHHbIX MOpPOKoB cepaua (BIC),
Nno AaHHbIM pa3HbIXx aBTOPOB, cocTaBaseT ot 11 go 40% [6].
PasBuTME OCTPOro HapyLeHUs MO3roBOro KpoBoobGpalle-

HUS conpoBoxgaetca 10-KpaTHbIM yBEIMYEHMEM pUCKa
CMepTH, 3-KpaTHbIM YBEIMYEHUEM ASIUTENbHOCTM Haxoxae-
HUS B CTalMOHape M 3aTpaT Ha NnedeHue [7, 8]. HecmoTpsa
Ha aKTya/lbHOCTb NpPo6aemMbl, B HacTosiLLee BpPeMS He pas-
paboTaHO 3GPEKTUBHbLIX NPEAUKTOPOB Pa3BUTUA TPOMOO-
TUYECKMX OCNTIOXKHEHMI Nocne onepaTtuBHON KoppeKuuun BI1C
B ycnoBusx MKy neten.

LEJ/Ib UCCNNIEAOBAHUA

Ha ocHOBe W3y4yeHWs KIMHUYECKUX W nabopaTopHbIX
napamMeTpoB CO3/aTb MaTemMaTUYecKylo MofeNb NPOrHO3u-
pOBaHWA TPOMBOTUYECKUX OCNOMHEHWUI y AeTen nocne UK.

METOAbI
MccnenosaHne npoBoaniock Ha 6ase OTAeNeHWn pea-
HAMaLUUU WM MHTEHCUBHOW Tepanuu, OTAENEHUs Kapuo-
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NIOTUN, KapAWOXMPYPrUM U LEeHTPaIn30BaHHON KIMHUKO-
avarHoctuyeckon nabopatopumn PrAy «HMUL 3popoBbs
aete» MuHasgpasa Poccun B nepuog ¢ 1 gekabps 2017 no
31 gHuBaps 2020 roga. MiccnegoBaHne NOCTPOEHO MO TUMY
cllydan—KoOHTponb. B wuccnegoBaHue OblO  BKIOYEHO
153 nauueHTa.

Kputepum BKIOYEHUA:

Bo3pacT oT 0 ao 1 roaa;

HannM4ymMe BPOXKAEHHOIO NOPOKa cepaLa;

npoBefieHne ornepaTMBHOIrO BMellatenbCcTBa C UCMONb-

30BaHMem UK.

CneKTp KapaMoxMpypruieckowm natonorum BKIOYan pas-
NMYHble GOpPMbl aTPUOBEHTPUKYNSAPHOrO KaHvana, aedekt
MEXNPeacepaHON MepPeropoikn, AedeKT MewKenyaoyKo-
BOW MeperopoaKu, TPaHCMO3ULMIO MarucTpasbHbIX apTepun,
KOoapKTauuto aopTbl, TeTpagy Panno, aHOManbHOE OTXOX-
[leHWe NIeBOM KOPOHApHOW apTepuu OT NIErO4YHOW apTepuu,
pasnunyHble TWUMbl aTtpe3un NIero4Hor apTepuun. YyuTbiBas
reTeporoHeHHocTb BI1C, npoBoAMACS CpaBHUTENbHbIN aHa-
U3 NoKasaTtenen, KoTopble B paboTe OblIM paccMoTpe-
Hbl KaK npeanonaraemble npeauvkTopbl. WccnepoBaHue
MOCTPOEHO MO TWUMYy Cly4Yal—KOHTposNb. [etn 6e3 Tpombo-
TUYECKMX OCIOXKHEHWI (KOHTPOMb) 06beanHEHbI B rpynny 1,
nauMeHTbl ¢ TPOMOOTUHECKUMMU OCNIOXKHEHUAMM (Cydyan) —
B rpynny 2.

B yncne npeanonaraeMbix NPeAMKTOPOB Pa3BUTUS FreMO-
KOarynsauMOHHbIX OC/IOKHEHWUI U3yYann KIMHUYECKN 1 nabo-
paTopHble NoKasaTtenu. KnuHuyeckme nokasatenu BKIOYa-
M B ce6s non, rectalMoHHbIM BO3pacT, Maccy, ANUHy Tena
Npu POXAEeHWKU, BO3pacT Ha MOMEHT NpoBeeHNs onepaLuu,
Maccy, /IMHY Tefla Ha MOMEHT onepaLmu.

JlaGopaTopHble Noka3aTteiu

Mbl uccnefoBanu CKPUHUHIOBbLIE MOKa3aTenu Koary-
IorpaMMbl, K KOTOPbIM OTHOCATCSI MPOTPOMOGUH MO KBWMKY,
npoTpoMGUHOBOE BpEMS, MEeXAyHapOoAHOEe HOpMann3o-
BaHHOe oTHoweHue (MHO), TpoM6UHOBOE BPEMS, aKTUBMU-
poBaHHOE YacTuyHoe TpombonnactuHoBoe Bpemsa (AYTB),
KOHLEHTpauns ¢GuOpMHOreHa, a TaKXKe KOHLEeHTpauus
D-gumepa, aktMBHOCTb daKTopa ¢oH BunnebpaHnga, aHTu-
TpoM6uHa lll, nnasamuHoreHa, npotenHoB C u S, anbda-2-
aHTUNNa3MuHa, aKTMBUMpPyeMOro TPOMOWHOM MHrMéuTopa
dunbpurHonnaa (thrombin activatable fibrinolysis inhibitor —
TAFI), u dn6puH-MoHOMED.

Takke HaMu 6bINKn U3yYeHbl MOKa3aTen GUOXMMUYECKOTO
aHanM3a KpoBW (YPOBHM MPOKanbLUTOHWHA, C-peaKTMBHOIoO
6enKa, anaHnHamuHoTpaHchepasbl (AJ1T), acnapTaTaMmUHO-
TpaHcodepasbl (ACT), nakrtatgerwgporeHasbl (J146), Kpea-
TUHOOCHOKUHA3bl (KPK), 6unupybuHa (dpakuuun npsamon,
HenpsiMon), KpeaTuHWHa, MOYEBUHbI), @ TaKXKe KITMHUYECKUI
aHasnn3 KpPoBy.

B3aTne 06pa3L0B LienbHOW KpOoBKM A4/ NnpoBeaeHns 61o-
XMMWYECKOro aHanuM3a KpOBM W Koarynorpammbl MpoBo-
[OMNIOCb HEMnoCPeACTBEHHO Mnepej onepaluen, cpady nocre
NMOCTAHOBKM LLEHTPasbHOro BEHO3HOr0 KaTeTepa.

TpombOTMYECKME  OCNOXHEHUA  AMaArHoCTUpoBanu
Ha OCHOBE KJIMHUYECKMUX AaHHbIX, @ TaKXe C UCNONb30BaHu-
€M WMHCTPYMEHTasbHbIX METOAOB UCCEAOBaHUSA: MarHUTHO-
pe30HaHCHOW, KOMMbIOTEPHOW TOMOrpaduK, ybTPasByKOBO-
ro UCcnefoBaHuUs Mo Ha3HAYeHWIO levallero Bpaya.

Cratuctuyeckag o6paboTKa MONYyYEeHHbIX pe3yib-
TaToB MpoBoAunacb € nomoubto nporpammbl IBM SPSS
Statistics 26. OnucaHue KOMMYECTBEHHbLIX MOKa3aTenemn

Vasily A. Lastovka?l, Rustem F. Tepaev?- 2, Olga B. Gordeeva® 4, Anuar R. Bidzhiev® 4

1 National Medical Research Center for Children’s Health, Moscow, Russian Federation
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A prognostic model for thrombotic complications

after pediatric cardiac surgery

Abstract.

Background. Cardiac surgery performed on pediatric patients with the use of artificial blood circulation (ABC) is accompanied by hemo-
dilution, hypothermia and blood contact with artificial surfaces, as well as surgical trauma. All the above lead to endothelial cell injury,
platelet aggregation and degranulation, activation of innate immunity, development of systemic inflammation and consumption of clot-
ting, anti-coagulation and fibrinolytic factors, which is ultimately associated with the occurrence of thrombotic complications. Objective.
The study aimed at developing a mathematical model for the prognosis of thrombotic complications in children which had undergone
the ABC, based on assessment of their clinical and laboratory parameters. Methods. We have assessed clinical and laboratory data
obtained from 153 children (newborn to 11 months 29 days of age) which had undergone cardiac surgery under conditions of ABC due
to congenital heart defects (CHD). For all patients the general clinical and laboratory parameters: complete blood count, comprehensive
metabolic panel, parameters of screening coagulogram, D-dimer concentration, von Willebrand factor activity, levels of antithrombin Ill,
plasminogen, protein C and protein S, alpha-2-antiplasmin, thrombin activatable fibrinolysis inhibitor (TAFI) and fibrin-monomer have
been assessed. Results. In 43 patients (28.1%) post-operative thromboses have been diagnosed. Examination of children revealed the
presence of thrombosis of various localization including the intracardiac thrombi, ischemic cerebrovascular events, limb ischemia, etc.
Based on logistic regression analysis, a model of development of thrombotic complications has been built which included 4 parameters:
activity of lactate dehydrogenase (LDH), TAFI activity, von Willebrand factor activity and protein C activity. Model sensitivity was 95.3%,
and its specificity — 96.4%.

Keywords: thrombosis, assisted circulation, congenital heart defects, LDH, von Willebrand factor, protein C, TAFI
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BbINOJIHEHO C YKa3aHWeM MefuaHbl (Me) n KBapTunen; nep-
BbliA, WM HUKHWUIA, KBapTWUIb (Q4) XapaKTepusyeT 3Ha4yeHue
NpU3HaKa, MeHblUe KOTOPOro pacnonoxeHo 25% eauHul,
COBOKYMHOCTH, a 6onblie — 75%. TpeTun, unv BEPXHUN,
KBapTUib (Q3) XapaKTepuayeT 3HaYeHWe NPU3HaKa, MeHb-
e KOTOpPOro pacnonoXeHo 75% eauHWL, COBOKYMHOCTH,
a 6onbwe — 25%. CpaBHEHWE KONMYECTBEHHbIX MOKa3aTe-
Nen B rpynnax npoBOAMIOCH C UCMONb30BaAHUEM KpUTEPUS
MaHHa — YWUTHW. [19 cpaBHEHUS 4acCTOT KayeCTBEHHbIX
nokasaTesien UCnosb3oBascs Xxu-ksagpat [upcoHa.

[na noctpoeHuss Monenn MNpPOrHO3MpoBaHWS MOCEo-
NnepauMoHHbIX TPOMOGOTUYECKMX OC/IOXKHEeHUN Yy paeTew
¢ BIMNC wcnonb3oBanuM NOrMCTUHECKUM PETrPECCUOHHbBIN
aHanu3. B MHOrodaxkTopHbI# aHanu3 BK/IOYaNIUCb MOKa-
3aTenun, yKasaHHble Bbllle (KIMHWYEeCKue, nabopaTopHble,
B TOM 4YWcCne nokasaTenun KoarynorpaMmmbl, 6UOXMMUYECKO-
ro, KJIMHWYECKOro aHanu3a KpOBW, MoKasaTenu arpera-
umm TpoMboLMTOB). [ToCTpOEHNE MOAENM NPOrHO3UMPOBAHUS
TPOMBOTUYECKMUX OCNOXHEHWUI (fanee — MOoAesb) NPOBOAM-
J10Cb C LWaroBbiM 0T6OPOM UCKItOYEHUSA DaKTOPOB (06paTHOE
UCKtoveHue Banbga). 4na utoroBo Mofenu paccyuTbiBa-
fnlacb YyBCTBUTENbHOCTb KaK [J0Ns TeX, y KOTOPbIX MOAENb
onpeaenseT MICKOMOe COCTOsIHME (TECT MOJIOXKMUTENEH) cpeau
BCEX AeTer C 3TUM UCXOAOM; CNeUnPUYHOCTb — Kak [ons
[leTen, y KOTOpbIX MoAeslb He MNPOrHo3upyeT OTCYTCTBUE
TPOMOOTUYECKMUX OCNOXHEHWUIW cpeau Bcex aeten 6e3 3Toro
ucxofa. Pe3ynbraTbl perpecCMoHHOro aHanMsa Afs Kawaon
nepemMeHHOM npeactaB/ieHbl B BUAe 3HAYEHUM OTHOLIEHMM
waHcoB (OW) n 95% poseputenbHoro uHtepsana (4N).
Bce npuBeaeHHble 3HaYeHUs p Gbliv OCHOBaHbI Ha [IBYCTO-
POHHMX TecTax 3HAa4YMMOCTW. Pasnuuusa cyuTanucb 3Ha4u-
MbiMU fipu p < 0,05. OueHKy KayecTBa MaTeMaTUyecKowm
MOAENN OCYLLECTBASAN NO KOIPDULIMEHTY AeTepMuHauuu
HaimxenkepKka (R2), nokasblBaloLweMy 4o/ BAWAHUA BCeX
NPeAUMKTOPOB, BKIIOYEHHbBIX B MOAENb, HA AUCMEPCUIO 3aBU-
CUMOW NepemMeHHON.

PE3YJIbTATHI

M3 153 peten, npoonepupoBaHHbiXx B PTAY «HMWL,
340poBbs Aeten» MuH3apaBa Poccuun B nepuoj ¢ aexkadps
2017 no pekabpb 2019 r. No NoBoAy BPOXAEHHbLIX MOPOKOB
cepaua ¢ npumeHennem UK, y 43 geten B nocneonepawmoH-
HOM Mepuoe pa3BUIUCb TPOMBOTUHECKUE OCTIOKHEHMS, YTO
coctaBnseT 28,1%.

B rpynny 1 (6e3 TpPOMOOTUYECKUX OCNOMHEHWI) BOLIIO
110 geTten, U3 HUX C fedEKTOM MEXIKEeNyA04KOBOM nepero-
poaku (AMXI) — 55 (50%); c TeTpagon Panno — 13 (11,8%);
aTPUOBEHTPUKYNSAPHLIM KaHanoM (ABK) — 11 (10%); c aedek-
TOM MexnpeacepaHon neperopoaku (AMMMN) — 8 (7,3%);
C aHOMaJlbHbIM OTXOXAEHWEM JIEBOM KOPOHaPHOW apTepuu
oT nerovyHoun aptepun (AOJTIKA) — 8 (7,3%); c aTpesunen neroy-

HoM apTepun — 8 (7,3%) 1 ¢ KoapKTaumen aopTbl — 7 (6,3%)
nauneHToB.

B rpynny 2 Bkato4yeHo 43 pebeHKa ¢ TPOMOBOTUHECKUMU
OCNOXHEHUAMU. N3 HUX C AedPEeKTOM MEeWKenyaoHKOBOK
neperopogkn — 13 (30,2%); ¢ aTpe3uen neroyHom apre-
pun — 7 (16,3%), no 6 (14%) c TpaHcno3uuMen Mmaru-
CTpafbHbIX COCYA0B, KOApKTauuen aopTbl 1 TeTpagon danno,
a Takxke 5 (11,5%) nauneHToB C aHOMaslbHbIM OTXOXAEHUEM
NIEBOM KOPOHAPHOW apTePUN OT IEFOHHON apTepUM.

B CcTpyKType TPOMOGOTUYECKUX OCNIOXHEHWH npesBasu-
poBanu OCTpble HapyWweHUs MO3roBOro KpOBOOOGpaLleHMS
no uiwemMuyeckomy Tuny — 22 cnydas, y 11 naumeHToB
nocneonepaLmoHHbIN Nepruos OCNOXKHUIICS Pa3BUTUEM ULLe-
MWW KOHEYHOCTW, Y 6 NauueHTOB — BHYTpUCEPLAEYHbLIMU
Tpomb6o3amu, y 1 — TpPoM6GO30OM MpPaBoro nonepevyHoro
CUHyCa, KOHZYyWTa, BEePXHEW Nonon BeHbl Uy 1 — TpOMB0O30M
npoTe3a MUTPaabHOro KnanaHa.

Mpu aHanuMse KIMHWYECKUX [AHHbLIX YCTaHOBMIEHO, 4TO
pasnuuua Mexay rpynnamu no Kawaomy M3 yKa3aHHbIX
B Tabn. 1 nokasaTtenien ABAAOTCA CTAaTUCTUYECKU AOCTOBEP-
HbiMK (p < 0,05). BospacT, macca Tena U pocT Ha MOMEHT
onepauuu B rpynne 2 6biM JOCTOBEPHO HUXKE, YeM B rpymn-
ne 1. OQHaKO Takue nokasaTenu, KaK rectauuOoHHbIi BO3-
pacT, Macca Tena v A/nHa Tena npu poxaeHuu, B rpynne 2
6b1/1M JOCTOBEPHO BbILWe, Yem B rpynne 1.

Pasnnuns 4acTtoTbl BCTpEYaeMOCTM [AEeTEN KEHCKOro
M MYXCKOTO nojia Mexzy rpynnamuv naumMeHToB ¢ Tpom603a-
MW 1 6€3 TPOMBO30B He ABASAIOTCA CTaTUCTUUYECKM AOCTOBEP-
HbiMM (p = 0,115) (Tabn. 2).

Mpu aHanuse npefonepaLMoHHbIX NOKa3aTeNllen BHeLl-
HEro v BHYTPEHHEro MNyTen CBEPTbIBaHUSA, a TaKKe Konuye-
cTBa TPOMOOLIMTOB HE BbISIBIEHO CTAaTUCTUYECKMU 3HAYUMBbIX
pasMuYUn MeXay rpynnaMun naumeHToB. AKTUBHOCTb GaKTo-
pa ¢oH BunnebpaHga B rpynne 2 6blia JOCTOBEPHO Bbille
B npegonepaunoHHom nepuoge (p = 0,039).

B 1a6n. 3 npeacrtaBneHa AMHaMUKa CKPUHUHIOBbIX MOKa-
3aTenen KoarynorpamMmmbl y nauuMeHToB U3 rpynnbl 1 v 2 n mx
CpaBHEeHWe Mexzy rpynnamu.

Hamun 6bi1 NpoBeAeH CpaBHUTENbHbIM aHanu3 aKTUB-
HOCTU €CTECTBEHHbIX aHTUKOAry/lsaHTOB: aHTUTpomM6uHa I,
nporemHoB C 1 S y nauueHToB 06eunx rpynn. AKTUBHOCTb
npoterHa C JO XMPYPrMYECKOro fevyeHus B rpynne 2 6bina
[I0CTOBEPHO HUXKe, 4eM B rpynne 1 (p = 0,031). AKTUBHOCTb
aHTUTpoM6GMHa lll n NnpoTerHa S He MMeNn AOCTOBEPHbIX Pas-
JIMYUIR Mexay rpynnamu (taén. 4).

Mo AaHHbIM CTATUCTUYECKOrO aHaNM3a aKTUBHOCTM Nnas-
MWHOreHa, nokasaTenen aHTMGUGPUHOIUTUHECKON CUCTEMDI
(anbda-2-aHtunnasmuH, TAFI), ypoBHen GnBpUH-MOHOMEpPa
1 D-gumepa 6b110 BbISIBAEHO, YTO Yy MaLMEHTOB rpynnbl 2
KOHLIEHTpaLuMa NpoayKTa aerpagaunu dubpuHa — D-gumepa
6blna 3HaynMmo Bolwe (p = 0,027) U, COOTBETCTBEHHO, OTMe-

Ta6nuua 1. KnMHnyeckas xapakTepucTMKa naumMeHToB B rpynnax 1 n 2

Table 1. Clinical characteristics of patients from groups 1 and 2

Mapametp

BospacT Ha MOMeHT onepauuu, Mec
Macca Tena Ha MOMeHT onepauuu, r
PocT Ha MOMEHT onepauuu, cM
[ecTalMOHHbIV BO3pacT, Hef

Macca Tena npu poxaeHuu, r

[lnvHa Tena npu poxKaeHun, M

pynna 1 lpynna 2

Me (Qy; Qs) Me (Qy; Qs) P
6 (4;8) 4(2,1;6) 0,003
6000 (5102; 7000) 4990 (3800; 6000) <0,001
64 (60; 68) 60 (54; 62) <0,001
39 (38; 40) 40 (39; 40) 0,009
3100 (2620; 3540) 3335 (3120; 3600) 0,011
51 (49; 52) 52 (51; 54) 0,005
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Ta6nuua 2. Pacnpeaenexve naluMeHToB no nony B rpynnax 1 m 2
Table 2. Gender distribution of patients in groups 1 and 2

Mon Mpynna 1 Mpynna 2
HeHcKkuit 50 (45%) 26 (59,1%)
My3KCKoM 61(55%) 18 (40,9%)

YyeHa 60s1ee HU3Kas aKTMBHOCTb Naa3muHoreHa (p = 0,016)
Nno CpaBHEHUIO C NauneHTamu U3 rpynnol 1 (taén. 5).

KoHueHTpauusa npoKanbLUUTOHWHA MpeaonepaLnoHHO
Oblfla 3HA4YMMO BbilWe Yy nauuneHtos rpynnbl 2 (p = 0,046).
Pasnnunsa B ypoBHe C-peakTuBHOro 6efka M KOnuyecTse
NENKOLMTOB He BblIN CTaTUCTUYECKN 3HAYUMbIMU (TAbN. B).

[na nayvyenmsa BamaHua UK Ha cuctembl OpraHoB U TKa-
HW Mbl MPOBENIN CPaBHWUTENbHbLIN aHaNu3 KOHLEHTpauuu
KpeaTuHWHa, MOYeBUHbI, akTUBHOCTK JII, KpeaTUHKMHAa3bI,
AJTT n ACT, KOHUEHTPaLMK NPSMOro 1 o6Lero 6unMpybuHa
B CbIBOPOTKE KPOBMU. [1py NpoBeAeHUN CPaBHUTENbHOIO aHa-
nn3a 6bI10 YyCTaHOBAEHO, Y4TO aKTuBHOCTb JIAI (p = 0,011),
a TaKXe KOoHUeHTpauua npsmoro (p = 0,002) n obuwero
oeunnpybuHa (p = 0,042) 6bina Bbilwe B rpynne AeTen ¢ TPOM-
60TUYECKMMU OCNTOKHEHUAMM (Tabn. 7).

Mopaenb NporHo3MpoBaHUA TPOMGOTUHYECKUX OCIOMK-
HEeHUI

MNpu aHanuM3e BEpPOSATHOCTM Pa3BUTUS TPOMOOTUHECKMX
OCJ/I0}KHEHWI B NoceonepaLmMoHHOM Nepuoe y AeTen B 3aBu-
CMMOCTU OT KIMHUYECKMX M NabopaTopHbIX (MpeaonepaumoH-
Hble MoKasaTesin KoarynorpaMmbl, GUOXMMUYECKOTO aHann3a
KpoBUK) GaKTopoB C NOMOLLbID MeToAa GUHAPHOM NIOrnCTUYe-
CKOWM perpeccuu 6bina nonyyeHa cnegyouwas mogens (1):

P=1/(1+¢e?,

z=0,45%X,; + 0,43*Xpg + 0,2%X 45 —,06*Xpe — 15,72,
roe P — BeposATHOCTb Pas3BUTUA TPOMOOTUHECKUX OCIOXK-
HEHWN B [JONSX eduHULbl, € — 4ucno Junepa, Marema-
TMYecKasa KOHcTaHTa (~2,718); z — noKasaTeNb CTeneHwu
B JIOTUCTUHECKON GYHKUNK; Xpar — aktusHocT JIAT (Ea/n);
Xtap — aKtmBHoOCTb TAFI (%); Xp4g — @KTUBHOCTb dakTopa
¢oH BunnebpaHaa (%); Xpc — aKTMBHOCTb npotenHa C (%);
15,72 — KOHCTaHTa.

B cootBeTcTBMM € KOabduUMeHTamn perpeccun 6blno
YCT@HOBJ/IEHO, YTO LWaHChl Pa3BUTUSA TPOMOOTUHECKMUX OCIOXK-
HEHWW NOBbIWAaNUCh NpW YyBENUYEHUU aKTUBHOCTK J1I B TOY-
Ke 1 (npu yBenuyeHun nokasdatens Ha 1 Eq/n waHckl yBenu-
ynBanucb B 1,05 pasa), yBennyeHun axktusHoctn TAFI (npu
yBENUYEHMMN NOKa3aTens Ha 1% waHcbl yennunsanuce B 1,04
pasa), yBeNM4eHUn akTMBHOCTU daKTopa GoH BunnebpaHaa

Ta6nuua 3. CpaBHUTENbHAA XapaKTEPUCTUKA NoKasaTtesen naHe M TeCTOB CKPUHMHIa Koarynorpammsl U daktopa doH Bunnebpaxaa y neten

rpynnlu?2

Table 3. Comparative characteristics of parameters obtained using test panel for screening the coagulogram and von Willebrand factor in

children from groups 1 and 2

MNokasaTtennb

MpoTpoM6uH no Keuky (70-120%)
MNpotpom6burHoBoOE Bpems (12,3-14,9 ¢)
MHO 0,86-1,22

Tpom6uHoBoe Bpemsi (14—-21 c)

A4YTB (29,1-35,5¢c)

®dunbpurHorer (0,83-3,83r/n)

®dakTop ¢oH Bunnebparaa (50-160%)

Ta6nuua 4. CpaBHUTeNbHAA XapaKTEPUCTUKA aKTUBHOCTM aHTUTpom6uHa Ill, npoTtenHoB C 1 Sy nauveHToB rpynn 1 v 2
Table 4. Comparative characteristics of antithrombin Ill and protein C and protein S activity in patients from groups 1 and 2

NokasaTtenb

AHTUTPOMOUH Il (72-134%)
MpoteunH C (28-124%)
MpotenH S (80-116%)

Mpynna 1

pynna 2

Me (Qs; Qs) Me (Qs; Q3) P
85 (76; 95) 80 (69; 94) 0,115
15,0 (14,1; 16) 15,4 (14,3; 17) 0,071
1,09 (1,03; 1,16) 1,13 (1,04;1,21) 0,107
17,05 (16,10; 18,40) 16,95 (16,2; 17,9) 0,927
35,2(32,3; 38,6) 35,0(32,3;40,3) 0,676
2,17 (1,78; 2,66) 2,09 (1,70; 2,44) 0,256
98 (76; 116) 110 (96; 156) 0,039

Mpynna 1 pynna 2

Me (Qy; Qs) Me (Qs; Q3) P
83(73;102) 82 (70;94) 0,227
53 (43; 65) 48 (40; 54) 0,031
66 (59; 78) 61 (51; 75) 0,157

Ta6nuua 5. CpaBHUTENbHbIM aHanu3 nokasateneh GUOPUHONUTUYECKOM (NNa3MUHOMEH), aHTUOUOPUHOAUTUYECKOW cucTem (anbda-2-
aHTMnna3muH, TAFI), ypoBHSA GrM6pUH-MOHOMepa 1 D-gumepa y nauneHTos rpynn 1 v 2
Table 5. Comparative analysis of parameters of fibrinolytic (plasminogen) and anti-fibrinolytic (alpha-2-antiplasmin, TAFIl) systems, fibrin

monomer and D-dimer levels in patients from groups 1 and 2

Mokasarenb JE{S:?& ) A;:{BT?QZ:,, ) p
D-anmep (0,11-0,42 mKr/n) 0,30(0,27;0,43) 0,47 (0,27; 3,06) 0,027
MnasmuHoreH (80-120%) 67 (57;76) 59 (52; 71) 0,016
Anbda-2-aHTnnasmuH (80-120%) 90 (69; 103) 89 (78; 100) 0,946
TAFI (55-195%) 44 (35; 51) 45 (32;61) 0,900
DPubpuH-MoHOMep (2,46-11,96 MKr/mn) 7,28 (5,0; 13,61) 7,95 (5,0; 27,21) 0,984



Ta6nuua 6. CpaBHUTENbHANA XapaKTepPUCTUKA AMHAMUKM NPOKaNbLMTOHMHA, C-peaKTUBHOro 6enka U KoMYecTBa JIeMKOLMTOB Mexay naLueH-
Tamurpynnlun 2

Table 6. Comparative characteristics of dynamics of procalcitonin, C-reactive protein and white blood cell count between group 1 and group 2
patients

MNMokasartennb A;:ygg:’aqls ) I\;zg:?é ) p
MpoKanbunTOHUH (<0,05 Hr/™mn) 0,15 (0,05; 0,50) 0,41 (0,12; 0,64) 0,046
C-peaKTUBHbIN 6enoK (<5 mr/mn) 1,0(1,0;1,0) 1,0(1,00; 1,06) 0,117
NeikounTsl (6-15%109/1) 10,25 (8,12; 11,85) 11,38 (8,66; 14,1) 0,055

Ta6nuua 7. CpaBHUTENbHAs XxapaKTepUCTUKa NoKa3aTenen a3oTMCToro o06MeHa U MapKepoB LuTonun3a B rpynnax 1 n 2
Table 7. Comparative characteristics of parameters of nitrogen metabolism and cytolysis markers in groups 1 and 2

Mokasarenb IJ'-:){SI:?QI; ) A;:’zg’:yaqzs ) p
KpeaTuHuH (18-35 MKmMonb/n) 23 (20; 28) 25 (22; 30) 0,08
MoueBuHa (1,8-5,3 Mmonb/n) 3,40(2,51; 4,82) 3,22(2,52;4,57) 0,569
NaktataernaporeHasa (91-225 En/n) 245 (217; 281) 383(339; 483) 0,011
KpeaTtuHkuHasa (25-140 Eg/n) 80 (49; 119) 60 (58; 534) 0,636
AnaHuMHamuHoTpaHchepasa (<40 Ea/n) 23,6 (17,8;29,9) 22,3(18,0; 34,7) 0,939
AcnapTatamuHoTpaHcdepasa(<42 Ea/n) 42,3(35,2; 49,7) 41,7 (35,7; 46,6) 0,604
Bunupy6uH o6wuit (3,7-20,5 MKmonb /1) 9,4 (6,9; 13,4) 13,9 (9,8; 24,9) 0,002
Bunvpy6uH npsimoi (<5,1 MKMonb/n) 1,98 (1,08; 3,12) 3,85(2,22;5,01) 0,042
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Ta6nuuya 8. BiusiHne GaKToOpoB, BKIOYEHHbIX B MPOrHOCTUYECKYIO MoAenb (1), Ha BEPOSTHOCTb Pa3BUTUS TPOMOOTUYECKMUX OCIOXKHEHUI
(B nopsiaKe ybbiBaHWS BEIMYUHBI BANSAHUS)
Table 8. The effect of factors included in the prognostic model (1) on the likelihood of development of thrombotic complications (in the

descending order of magnitude of the effect)

HaumeHoBaHue ¢pakTopa Ol (OR) 95% AU p

AKTMBHOCTb NaKTtatgermaporeHassl, Eq/n
AKTMBHOCTb TAFI,%
AKTMBHOCTb paKkTopa doH Bunnebparga,%

AKTMBHOCTb npoTenHa C,%

(npu yBennyeHnn nokasatens Ha 1% wWaHcbl yBeIM4MBaIuCh
B 1,02 pagza), a TaKKe MpPU CHUKEHUWM aKTUBHOCTM MpoTenHa
C (npu CHWXXeHUW nNokasaTens Ha 1% LWwaHCbl yBennM4MBanucb
B 1,06 pasa). BansHue Kaxkaoro paktopa Ha LaHCbl pa3BUTHS
TPOMOBOTUYECKUX OCIIOKHEHUH NPeACTaBNeHbl B Tabn. 8.

MonyyeHHas MpoOrHocTMyeckas Moaenb Obina CTaTUCTH-
YecKku 3HauymMmol (p < 0,001). Mcxoaa ua 3HavyeHuss Koaddu-
LUMeHTa JeTepMuHaL M R2 HaimKenkepKa, B MOAEM 6biin
yyTeHbl 83,6% $aKTOpOB, OKa3blBaOWMUX BAUSHWE Ha BEPO-
ATHOCTb Pa3BUTUS TPOMOOTUYECKUX OCITIOXHEHUN B Mocne-
onepawlvoHHOM nepuose.

lMoporoBoe 3HayeHue NorucTMyecKkomn GyHKumMmM P cocTa-
Buno 0,5. MNMpu 3HauveHusx P < 0,5 nporHo3npoBasncs HU3Kni
PUCK pa3BUTUS TPOMBOTUYECKUX OCNOXKHEHUN. Tpn 3Have-
HUM P > 0,5 — BbICOKUM PUCK Pas3BUTUSE TPOMOOTUYECKMUX
OC/OXHEeHMW. Mpy 3agaHHOM MOPOroBOM 3HAYEHMMU YyBCTBU-
TeNbHOCTb Mogenu coctaBuna 95,3% (41 BepHbIA MPOrHo3
cpeau 43 naumeHToB ¢ TpoM603amu B NocieonepaLmmoHHOM
nepuvoge), cneumduyHocTb coctaBuna 96,4% (106 BepHbIX
nporHo3os cpean 110 nauneHToB 6€3 TPOMOO30B B nocre-
ornepaunoHHOM nepuoae).

OBCYXAEHUE
[leTn ¢ BPOXAEHHbIMM NMOPOKaMKU cepaLa UMEIT BbICO-
KW PUCK Pas3BUTUS TPOMBOTUYECKMX OCNOKHEHUIM B nocne-

1,05 1,03-1,06 <0,001
1,04 0,99-1,1 0,09

1,02 1,004-1,04 0,012
0,94 0,87-1,01 0,094

onepaunoHHoM nepwuoae [9]. Pa3Butve TPOMBOTUHECKMX
OCJ/IO}KHEHMW accouMmnpyeTes C YXyALWeHWeM Te4YeHus nocne-
onepaLmnoHHOro Nepmnoja, a TakxKe Co 3Ha4YUTeNbHbIM YBEN-
YeHWeM neTanbHOCTH [6].

B npeactaBneHHOM wuccnefoBaHUM WU3yYeHbl KIWHUYe-
CKMe 1 nabopaTopHble NokasaTtenun 153 peteit ¢ BINC B BO3-
pacte go 1 roga. Y Bcex naLMeHTOB NpefonepaLMoHHO 6bian
OLeHEeHb! KIMHMUYECKMe 1 nabopaTopHble NoKa3aTtenu (B Tom
yucne nokasaTenu Koarynorpammbl U GUOXMMUHYECKOT0 aHa-
NM3a KPOBMW). BbisiBNEHbI CTAaTUCTUYECKU 3HAYUMbIE Pa3INYng
MeXay rpynnaMu nalumMeHToB ¢ TpoM603amu u 6e3 TPoM6OTH-
YECKUX OCMIOXKHEHWI MO KaXKAOMY U3 U3y4aeMbliX MPU3HAKOB.
MNpw NnpoBeaeHNM NTOrTUCTUYECKOIO PErPECCUOHHOMO aHan13a
NocTpoeHa Mofeslb Pas3BUTUS TPOMOOTUHECKUX OCIOXHe-
HWUI, B KOTopylo Bowso 4 napameTpa: aktuBHocTb JIAT,
aKTMBHOCTb TAFI, akTMBHOCTbL daKTopa GoH BunnebpaHia,
aKTUMBHOCTb npoTerHa C. [oBbIleHNe NepBbIX TPEX U CHUXKE-
HWE aKTMBHOCTU npoTerHa C accouumnpytoTcs C MOBbILIEHU-
€M pUCKa pas3BUTUS NocneonepaumoHHbIX TPOMOOTUHECKUX
OC/IOXKHEeHWW. MNonydyeHHble HamK pesynbTaTtbl NOATBEpPXAa-
I0TCH AaHHbIMW paHee MNpPOBefeHHbIX uccnenoBaHun. TAFI
ABNAETCA MMWKOMPOTEMHOM, KOTOPbIM aKTMBUPYETCS U pac-
wennseTcs npu B3aMMOAENCTBMM C TPOMOMHOM M TPOMGO-
MOAYIMHOM B MpPOCBETE KPOBEHOCHbIX cocygoB [10, 11].
AKTMBMpOBaHHasa dopma TAFI cHUXKaeT aKTMBHOCTb Maa3Mu-
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Ha 1 nogasnseT dubpuHonus [12]. Tak, No AaHHbIM S. Emani
1 COaBT., NOBbllWeHWe akTuBHOCTK TAFI accoummpyeTes ¢ pas-
BUTMEM TPOMBOTUYECKMUX OCNOXKHEHUI Yy AETEN C €ANHCTBEH-
HbIM YXenyLo4YKOM nocne onepaTMBHOM KoppeKunn BIC [13].
dakTtop ¢oH BunnebpaHaa npeacraBnsieT co60M KPyMHbIN
MYNbTUMEPHBIN TJIMKOMPOTEWH, OMOCPEAYIOWMI aaresuto
TPOMOOLMTOB K TPOMBOLMTamM M TPOMBOLMTOB K Ccy6aHaoTe-
nuto. Mocne BbICBOGOXKAEHUS U3 aKTUBUPOBAHHbIX TPOMOGO-
LMTOB M 3HaoTenua daxktop ¢oH BunnebpaHaa npenmylie-
CTBEHHO cyllecTByeT B GopMe BGOMbLIMX TMMeppPeaKTUBHbIX
MynbTUMepoB [14]. buonornyeckass akTMBHOCTb daKTopa
doH BunnebpaHaa B NepByto ovyepeab peryampyetca Metan-
nonpoteason nnasmbl ADAMTS-13, KoTopasa cneundryecKkn
paclennsaeT ero Ha Mejikue, MeHee TpoMboThYecKue Gopmbl
[15-17]. B pa6oTe R. Hunt nogo6Hble U3MEHEeHUs onMncaHbl
y neten ¢ BIC; cooTHOWweHUe HM3Koro ypoBHS ADAMTS-13
1 MOBbILLIEHWE aKTUBHOCTK daKTopa GoH BunnebpaHaa 6bi10
pacueHeHO KaK NpeauKTop nocneonepauyoHHbIX TPoM6o-
308 [18]. MpoTenH C — OAMH U3 BaXKHEMNLLIMX €CTECTBEHHbIX
aHTUKOAarynaHToB, TaKkxe obfiajaloWwnin HenponpoTEKTUB-
HbIMK cBoMCTBaMu [19]. [leduunT 3TOro MapKepa XOpoLlo
M3BECTEH KaK GpaKTop pMCKa pa3BuUTUS NocieonepaLMoHHbIX
Tpom6030B [20-24]. OgHaKo ponb AeduuuTa npoTerHa
C B pas3BuTUKM MnocneonepaLmoHHbIX TPOMOO30B y [eTen
¢ BINC nayyeHa Hepgoctato4yHo. JIAI aBnseTcs BaxHbIM dep-
MEHTOM aHaspo6Horo metabonuama. PyHKuus depmeH-
Ta — KaTanuM3upoBaTb 06paTvMoOe MpeBpalleHue naKkrata
B NUPyBaT C BOCCTAHOBMIEHWEM (HUKOTUHAMUAALEHUHANHY-
kneotna) NAD* o NADH u Hao6oport. JIAI — 310 depMeHT,
NPUCYTCTBYIOLWMIA NPaKTUYECKM BO BCEX TKaHAX opraHuv3ma.
CoCTosiHUA, KOTOpble MOTYT Bbi3BaTb MOBbILIEHWE YPOBHS
JIAT B KpoBwW, BKIKOYaKOT 3abo/ieBaHUE MeYEHU, aHEMMUIO,
MHbaPKT MMOKapaa, MepenomMbl KOCTEMN, MbllUEYHbIE TPaBMbl,
paK 1 MHOEKUMU, TaKne Kak aHuedannt, MEHUHIUT, aHLeda-
NUT U BUpPYC UMMyHogeduumuTa YenoBeka [25]. Mo gaHHbIM
niMTepaTypsbl, 3TOT NOKa3aTesb ABSETCH NPEAUKTOPOM TPOM-
60TUYECKMX OCNOXKHEHWI Y MaLMEHTOB C KENyAOYKOBbIM
annapaToM BCNOMOratenbHOro KpoBoo6paLLeHUs.

Takum 06pa3om, MCnofb3ys nabopaTopHble MokasaTe-
v (aktuBHocTb JIAI, aktMBHOCTb TAFI, aKTMBHOCTbL daKTo-
pa ¢oH BunnebpaHia, aKTMBHOCTb npoterHa C), MOMXKHO
npegonepauymoHHO NpeaBuaeTb pa3BuTUe TPOMOOTUYECKUX
OC/IO}KHEHMW B MocneonepaLnoHHOM Nepuoae y KOHKpPETHO-
ro pebeHKa ¢ 4yBCTBUTENbHOCTbIO 95,3% M cneunduyHOCTbIO
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AHHOTaUMUA.

0O6ocHoBaHHne. CuHAPOM LMTOIM3a 3a4acTylo MOMOraeT rneanaTpy HadaTb MOMCK NaTo0rmmn renatobmuanapHon CMCTeMbI, HO
1043 MaCKoW MOBbILIEHMS YPOBHS TpaHcaMnHa3 MoryT eb0TMPOBaThL U PEKNE reHeTUYeCKne 3aboieBaHus. [1py BbINoAHEHNN
cTaHAapTHOro ajaropuTMa obcejoBaHUsl UCTUHHAs NMpuYMHa 60/1€3HU PUCKYET ocTaBaThbCsl HePacrno3HaHHON NPOAO/HKUTEb-
Hoe BpeMs, a NMpu NOCTaHOBKE AMarHo3a «HeonpeAeeHHbINA renatmut» nalueHTaM HasdHadyaeTcsl HepalnoHalbHoe leYeHue,
4T0, B CBOIO 04epeb, MPUBOAUT K YXYALUEHUIO Ka4eCcTBa OKa3aHusi MeauLMHCKou nomolyun. Ljenb uccnegoBaHnss — npoBecTu
aHan3 JaHHbIX aHaMHe3a, KIMHUYECKOro U nabopaTopHOro obcaenoBaHms AeTen B AebloTe reHeTudecKkux 3aboneBaHui
M COOTHECTU BbISIBJIEHHbIN CUMITTOMOKOMIIEKC C MOBbILIEHHbIM YPOBHEM TpaHcaMmHa3 Kposu. MeTtoabl. [TpoBeseH peTpo-
CrEeKTUBHbIN aHaIn3 Cay4arHO BblOpaHHbIX 17 NCTOPUI 60E3HU AETEN, HaxoamBLUMXCS noj HabageHnem B 2010-2019 rr.
C AMarHoCTMpOBaHHbIMM 3abosieBaHUsIMKN MnoamcTpopus [woleHHa — Bekkepa, MMKOreHo3bl M MYyKOMosmcaxapugosbl.
ABTOPbI Y4YUTbIBAIN }Ka100bl, JaHHbIE aHaMHE3a XXN3HU 1 6071€3HM, KIMHUYECKUE U 1abopaTopHbIe MPU3HaKK B Ae6I0Te reHe-
TUYECKMX 3ab0s1eBaHui. BepupuKkaumns Hacne[CTBEHHON NaTo0ruMu npoBeAEHa MOJIEKY/SIPHO-FreHETUYECKUMM METoAamMH,
onpeaensiv TakKe SKCKPeLMIO MTMKO3aMUHOITTMKaHOB ¢ MOYou. [ToaTBepKAaloLmne AuarHoCTUYECKUE TEXHOAO0MMU MPUMEHSIU
B labopaTopum MOEKYSIPHOM AMarHOCTUKK M labopaTopmm HacaeACcTBEHHbIX 60/1e3Hel ob6MeHa BeljecTB PIEHY «Meanko-
reHeTUYEeCKUI Hay4HbIN LeHTPp» MMeHn akagemuka H.I1. boykoBa (r. MockBa). Pe3ynbtatbl. CpaBHUTE/IbHbIN aHaIn3 aHaMm-
HECTMYECKMX M KITMHUKO-1ab0paToOpHbIX AaHHbIX NPOBOAMAN Y 9 NauueHToB ¢ Muonatnen JoweHHa — bekkepa, 5 60/1bHbIX
C IMIMKoreHo3amu n 3 feTei ¢ MyKornoncaxapmaodamu. [1poaomKNTENbHYIO XeNTyxy Habagaam y 22,2% HOBOPOKAEHHbIX
¢ muoguctpopuen [oleHHa. lNpu MnonaTmsix NOBbILLIEHHbIN YPOBEHb TPaHCaMMUHa3 UMEET MPOUCXOIKAEHUE M3 Pa3PyLUIEHHbIX
MbILLIEYHbIX BOJIOKOH U HE CBA3aH C pacrafoM K/IETOK reYeHun. IToT paKT NoATBEPKAAETCA HaMU 0BHapYXeHUeM NpsMOoN Kop-
pensunu nokasatenen acrnapratammHoTpaHcpepassl (ACT) (r = 0,76) n anaHnHamuHoTpaHcpepassl (AJIT) (r = 0,72) ¢ BbiCcO-
KO¥ aKTUBHOCTbIO KpeaTuHpocpokuHasbl (KPK), rae p < 0,05. lMNpu mukoreHo3ax y 40% aeter AMarHoCTUPOBaHa MpPOAOIKM-
Te/IbHas XKeTyxa B nepuoe HOBOPOXKAEHHOCTU. Y Bcex 60/1bHbIX BbISIBIE€Ha renaTtoMerasms, 3a C4eT KOTOPO#H yBenymBaeTcs
06bEM XMBOTA, @ Ha QoHe n36bITOYHON Macchl Tena y 80% naLuneHToB OTMEYaeTcs oTcTaBaHMe B pU3NYECKOM pa3BUTUM 3a
CYeT HU3KOIro pocTa. XapaKTepeH BHELUHWN B AETEN, «KYKOJIbHOe nLo» onncaHo y 100% 60/bHbIX. YCTaHOBAEHa CUIbHas
CBSAI3b MEX/Y MOBbILLEHHbIMU MoKa3aTesIsMK Weao4Hon docpatassl U pepmeHToB ACT (r = 0,78), AJIT (r = 0,81), p < 0,05.
B TpeTbeit rpynne Habawoganam 3 getei ¢ MyKonoamcaxapmao3oM. Hamu He BbisiBIEHO JOCTOBEPHO BbICOKOIO YPOBHS TPAHC-
amuHa3 B AaHHow rpynne 3aboneBaHni. 3aKn4eHue. Ha poHe nporpeccupyrolein MbilleyHoN AncTpodumn [oleHHa —
bekkepa runeppepmMeHTeMnst 06HapYKMBAETCS y KaXoro naymeHTa My>KCKOro roJ1a, a roBbiLeHHbIN ypOBEeHb TpaHCaM1Ha3
KoppenupyeT ¢ BbICOKMMM roka3atensimm KOK. lpu mukoreHo3ax cMHAPOM LUToNM3a HabiogaeTcs He y BCeX NalueHToB,
a runepgpepmMeHTeEMUs BCTpeyaeTcsl Ha GOHE TUMUYHbLIX KITMHUYECKUX CUMITTOMOB 60/1€3HU. [Tpy MyKonosiMcaxaprao3e Mbl He
perucTpmpyem noBbILLEHHOW aKTMBHOCTM TpaHcaMMHa3, HO oTMedYaeM renatomeranuio. [1py aiMTenbHOM HeornpeaeneHHOM
CHUHAPOME LMTONn3a neamaTp 0683aH HarnpaBUTb AMarHOCTUYECKMI MOMCK Ha BbISIB/IEHNE IMG0 UCKITIOYEHUE Hac1e[CTBEHHO
06y C/10B/IEHHbIX 3a60/1€BaHMM.

KnioyeBble cnoBa: MblliedHasa anctpoous [oweHHa — bekkepa; MyKononvMcaxapuaos; rMUKOreHos; CUHAPOM LMTonun3a

BnarogapHocTb. ABTOpbI CTaTbW NpMU3HaTenbHbl M 6narogapat E.b. Hukonaey, rnaBHoro Bpaya 6Y3 CBepanoBcKkon o6na-
CcT1 «KAMHUKO-AMArHoCTUYeCKni LeHTp «OXxpaHa 340p0oBbs MaTepu n pebeHKa», n M.I. CyMuHy, 3aBeaytoLyio negnatpuye-
CKWMM OTAeneHneM, 3a NomolLb Npu c6ope Mateprana U KOHCynbTalMn B NpoLecce HannmcaHus JaHHOW CTaTbu.
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BBEJEHUE [aHHbl NabopaTopHbI MPU3HAK BbISBASETCA KakK Mnpwu
YBENMYeHne aKTUBHOCTM MEYEHOYHbIX TPaHCaMWHA3  MOPaXKEHUSX renatobunnMapHoOM CUCTEMbI, Tak U NpU pea-
XapaKTepPHO AN MHOMOYMCAIEHHbIX Fpynn 3aboneBannin[1,2].  KMX HacneACTBEHHbIX 3a6oneBaHusX, rae natonorMyecknum
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M3MEHEHMAM MOABepralTcs Apyrne opraHbl U CUCTEMBI,
HO HE WCK/IIYEHO BTOPMYHOE MOBPENKAEHME MapPEHXUMbI
neyeHn. O6HapyeHne B CbIBOPOTKE KPOBWU MOBLILWEHHOIO
YPOBHS TpaHCamMMHa3 B 60MbLUIMHCTBE Clly4aeB Hanpasnset
[IMarHOCTMYECKMM MOUCK neauaTpa Ha onpejeneHve npu-
YMH, FAe MMaBHbIM OPraHOM-MULIEHbIO ABNSETCH MMEHHO
neyeHb, a 605ee WNPOKKM B3NS Ha 3Ty npobaemy Gopmu-
pyeTcs AvWb NpW nonajaHuu B «AMArHOCTUHECKUM TYMUK».
Bcnencteve BbINOMHEHUS CTAaHAAPTHOMO anroputma obcene-
[OBaHUS M NOCTAHOBKMW AMarHo3a «HeonpeneneHHbln rena-
TUT» Ha3Ha4yaeTCsd HepaLuMoHalbHOE NeYyeHue, YTo, B CBOK
oyepenb, MPUBOANT K YXYLIEHWNIO Ka4eCcTBa OKa3aH1sa Meaun-
LIMHCKOM nomolu. B ctaTbe 06CyaatoTes KIMHUKOo-nabopa-
TOPHbIE MPOSABAEHUS, XapaKTepHble A5 TeYEeHUs nporpec-
cupyowen MblleyHon auctpoduun [ioweHHa — Bbekkepa,
MYKOMOJMCcCaxapmMao30B M MMKUKOreHo30B. CXOACTBO MaHU-
decTaumm aTMx 3aboneBaHui C remnatutamu 060N 3TUO-
JIOTUKN MPUBOAMT K TOMY, YTO MCTMHHas NpUYMHa 60Me3HU
PUCKYyeT ocTaBaTbCA HEepacnoO3HAHHOM MPOACIKUTENbHOE
BpeEMS.

Mporpeccupyouwas mbiweyHaa auctpodusa (NMMA)
AoweHHa — BekKepa — 370 X-cLenjeHHoe peueccuB-

HOEe HEepPBHO-MbIWEeYHOoe 3aboNieBaHne, BO3HMKalollee n3-3a
MyTauuun reHa DMD (Duchenne muscular dystrophy), koTo-
pPbI KOAMPYET CapKONEMMHbIN 60K AUCTPODUH, YTO NpU-
BOJAWT K OTCYTCTBMIO WS HEAOCTATOYHOM PYHKLMOHAaNbHOM
@KTUBHOCTU MbIWEYHbIX BONOKOH. UCTPOGUH — 3TO LMUTO-
CKeneTHbI 6enoK, obecneynBaloWwmnin NPOYHOCTb, CTabWUIIb-
HOCTb U GYHKLMOHANbHOCTb MMODUGPpMAN [3].

PacnpoctpaHeHHocTb MM/ coctaBasier 15,9 cnydvaeB
Ha 100000 xuBopOXKAEHHbIX My>4uMH B CLUA n 19,5 cny-
yaeB Ha 100000 XMBOPOMAEHHbLIX UL, MYXCKOro nona
B BenukobputaHuu [4]. Bo3dpacT gebiota 3aboneBaHus
BapbupyeT U 3aBucUT OT dopmbl MM — [oweHHa wiu
bekkepa. KnuHW4yeckasi KapTMHa, Kak MpaBwio, HayuHa-
eTca ¢ atpodun 1 cnabocTn MbILL, Ta30BOro nosica, 6eaep
C pas3BUTUEM MOSICHUYHOrO runepnopnosa. bonesHb npo-
ABNAETCH HapylweHWeM MOXOAKM, CIOMKHOCTbIO MpW MOAb-
eMe Mo fecTHuue, oTMevaeTcd cumntom [oBepca, Korga
pebeHOK HE MOXET BbICTPO NMOAHATLCA M3 MOMOXKEHUS CUAA
Ha KOPTOYKaXx, a TO/IbKO nomoras cebe pykamu, CTyneH4yato
1 nocnefoBaTteNbHO [JocTuras xenaemoro. Hab6nwogaetcs
nceBaorMnepTpodUs Mbllll, Yalle MKPOHOMXKHBIX, MOCTEeNEH-
HO ropaatoTcsa Apyrue mbllleyHble rpynnol [5].

Rima A. Ushakova, Svetlana P. Bochkareva, Anna A. Vereshhinskaja

Ural State Medical University of the Ministry of Health of the Russian Federation, Yekaterinburg, Russian Federation

Children who have cytolysis syndrome in debut of genetic
diseases: analysis of primary morbidity

Abstract.

Background. Cytolysis syndrome often helps to suspect liver pathology. However, a rare genetic disease may manifest under the guise
of increased transaminases. No true etiology of the disease is then identified with the standard examination algorithm. It is not recog-
nized for a long time. Patients diagnosed with unspecified hepatitis receive irrational treatment, which in turn leads to deterioration in
the quality of medical care. Purpose. To analyze the medical history, laboratory test results and list of clinical symptoms in pediatric
patients with genetic diseases in the debut, and to correlate an identified symptom complex with increased transaminases. Methods.
The article presents the results of a retrospective study of 17 randomly selected cases of children with a first established diagnosis
of Duchenne — Becker muscular dystrophy, glycogen storage disease, mucopolysaccharidosis followed up in 2010-2019. We used
data from patient complaints, anamnesis vitae and anamnesis morbi, laboratory test results and list of clinical symptoms in the debut
of genetic diseases. The statistical processing was performed by using parametric and nonparametric methods. Confirmation of the
diagnosis was obtained by molecular genetic techniques and the test for expression of urine glycosaminoglycans. Confirming diagnostic
technologies were used in the laboratory of molecular diagnostics and the laboratory of inherited metabolic diseases at the Bochkov
Research Centre for Medical Genetics (Moscow). Results. A comparative analysis of medical history and clinical and laboratory data
was performed in 9 patients with Duchenne — Becker muscular dystrophy, 5 patients with glycogen storage disease, and 3 children
with mucopolysaccharidosis. Prolonged neonatal jaundice was observed in 22.2% of newborns with Duchenne muscular dystrophy. In
myopathies, elevated transaminases originate from destroyed muscle fibers and are not associated with the breakdown of the liver
cells. This fact is also confirmed by our discovery of a direct correlation between AST (r = 0.76) and ALT (r = 0.72) values with high
activity of creatine phosphokinase (CPK), p < 0.05. Prolonged neonatal jaundice was observed in 40% of children with glycogen storage
disease. Hepatomegaly was detected in all cases, due to which the volume of the abdomen increases giving a specific form to patients
against the background of overweight, lag in physical development due to low growth in 80% of cases and a “puppet face” in 100% of
children. There is strong correlation between the increased alkaline phosphatase and AST (r = 0.78), ALT (r = 0.81), p < 0.05. In the
third group, there are three children with mucopolysaccharidosis. We did not find any significant increase in transaminases in this group
of children. Conclusion. Against the background of progressive Duchenne — Becker muscular dystrophy, hyperenzymemia is detected
in each male patient. There is correlation between elevated transaminases and high creatine phosphokinase. Cytolysis syndrome was
found only in some cases of glycogen storage disease, and hyperenzymemia occurs against the background of typical clinical symptoms
of the disease. In cases of mucopolysaccharidosis we have found no elevated transaminases, but there is hepatomegaly. In case of
prolonged unexplained cytolysis syndrome, the pediatrician should conduct a diagnostic search to identify or exclude genetic diseases.
Keywords: Duchenne muscular dystrophy; mucopolysaccharidosis; glycogen storage disease; cytolysis syndrome
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OpuruHanbHbie cTaTbU

CnabocTb MblllL, pa3rnbatenen 6eapa, crubatenbHble
KOHTPaKTypbl B Ta306€4pEHHbIX U KOMEHHbIX CycTaBax Mpu-
BOAST K KOMNEHcaTopHOMY oTBeaeHuio 6eaep, dopmupoBa-
HWIO 3KBUHOBAapPYCHOW YCTaHOBKM CTOIM, BC/IEACTBUE YEro npu
nepeaBuXXeHUn 60/1bHOM HaCTynaeT Ha HapyXXHblKM Kpan CTo-
nbl. Co BpeMeHeM MpoLLecC pPacnpOCTPaHAETCS Ha MbllULbI
nie4eBoro nosica, 4YTo BeAeT K BO3HWKHOBEHMIO CUMMMTOMa
«KpbUTOBUAHBIX flonatok». MoxHO HabnwogaTb ynnolweHue
rPYAHOM KNETKM B NepefHe3aHeM HanpasieHuu. He nckio-
YEHO BOBJIEYEHME NIMLEBOM IPYNMbl MbILLL, KOTAa OMUCbIBa-
I0TCA ManoOBbIPa3UTENbHOCTb MUMWKM, HEMOHOE CMbIKaH1e
BEK MPU 3aKpbiBaHUM r11a3, OTCYTCTBUE Ha 16y MOPLUWH, YTOSI-
lleHrMe u Bbing4yMBaHWe Brnepen HUXHen rybol. B 30-50%
Cny4yaeB BO3HUKaeT 3aflepyKa MCUXOPeyeBOro pasBUTUS.
HapyweHns co CTOpPOHbI CEPAEYHO-COCYAUCTOM CUCTEMDI
BKJ/IIOYAIOT CMHYCOBYIO TaxMKapAuio, apuTMUU, MUrpaLmio
BOAMTENS PUTMa, Ha MO3AHMX CPOKax 60Ne3Hu pa3BMBaeT-
€A ocTpas cepAeyHas HeOCTaTOYHOCTb. XapaKTepHO pes-
KO€ MOBbIWEHNE aKTMBHOCTU KpeaTnuHdochoKkmMHazbl (KPK).
B panbHenwem bopMHUpyeTCs KIMHUKa CepAevHOM u/unu
JIErO4YHON HeJOCTAaTOYHOCTH, YTO ABNASETCSH OAHOM U3 MMaBHbIX
NPUYMH CMepPTH NaumeHTa [5].

Mykononucaxapupo3s (MIMNC) — sto 3a6oneBaHue U3
rpynnbl HacneACTBEHHbIX HapyleHWn obMeHa rMKo3aMu-
HornnkaHoB (IAl), NPy KOTOPOM MPOUCXOAMUT MPOrpeccupy-
jolee HaKomnneHme MeTabonuToB B KIETOYHbIX JIM30COMAX
pa3nuyHbiX TKaHeW. Kak mpaBuio, xapaKTep MNposiBAEHWUH
3TUX 3abofieBaHUM CBSI3aH C TUMOM CYOGCTaHUMMW, HaKa-
navBaloWKUXCA B pa3HbiX TKaHax opraHuama. depMmeHT
o-L-maypoHngasa yd4actByeT B Katabonuname 2 Al — gepma-
TaHcynbdata u renapaHcynbdata [6]. Tak, AepmaTaH- 1 rena-
paHcynbdat oTknagbiBatotes npyu MIMC | TMna u cuHapome
XaHTtepa (MIC Il Tvna), renapaHcynbdaTt — nNpu cMHAPOME
CaHdoununno (MNC Il Tuna), kepaTaHcynbdaT U XOHAPOUTHH-
cynbdat — npu cuHapome Mopkuo (MIIC IVa Tvna) u gep-
MataHcynbdat — npu cuHgpome Mapoto — Jlamu (MIC VI
Tuna). B HacTosawee Bpems cyuwectsyeT 7 Tunos MIIC, oby-
cnoBneHHblx gedunumntom 10 ruaponas [7]. HakonneHue FAl
NPOUCXOAUT MPaKTUYECKM BO BCEX OpraHax v TKaHsax: xpsule,
CYXOXKUNUAX, HAlKOCTHULE, SHAOKAapAe, COCYAUCTON CTEHKE,
ne4vyeHu, ceneseHKe, HepBHOM cucteme [7].

OTeK MSArKOM MO3roBOM 060JI0YKM BbI3bIBAET YACTUYHYIO
OKKJII03MI0 cy6apaxHouaanbHbIX MPOCTPAHCTB, YTO NPUBOAUT
K GOPMMUPOBAHUIO MPOrpPeECCUPYIOLLEN HAPYKHON U BHYTPEH-
Hew rugpouedanuun. TyronoaBUKHOCTL CyCTaBOB pa3BMBa-
eTcsa u3-3a gebopmalmm metadmsoB, YTosLLEHNE CYCTaBHOM
Kancynbl 00yCnoBfieHO OT/IoXKeHWeM B Hew Al ¢ pa3BuUTU-
eM ¢onbpo3a. O6CTPYKLMA AbIXxaTeNbHbIX MyTEW NMPOUCXOANT
BC/MIEACTBUE CYXEHUS Tpaxeu, YTONLLEHUSA FONIOCOBbIX CBS-
30K, M3ObITOYHOCTU OTEKa TKaHeh BEPXHUX [bIXxaTesbHbIX
nyten [7]. Takum o6pasoM, 66nbluas Yyactb MIMC KAnHKYe-
CKM MpOoSBNSETCA MopaxeHuem ckeneta. [laTtonornyeckum
M3MEHEHUSIM NOABEPratoTCs KIETKM KOpbl FOJI0OBHOr0 MO3-
ra, Tanamyca, CTBona, NepefHUX POroB CMMHHOrO Mo3ra.
[aHHble HapyLleHNs NPoABAAIOTCA 3aAePHKON PUBNYECKOTO
M YMCTBEHHOI0 Pa3BUTUSA, B JaJibHENLLEM NPUBOASA K AEMEH-
LMK, noTepe ABUraTe/lbHbIX U UHTENNIEKTYalbHbIX HaBbIKOB,
KOTOpbIMK 60MbHbIE 06nadanu paHee.

Y naumeHTtoB ¢ MIC o6HapymBatloTCa renatocnieHo-
Meranus, natofiorMyeckne WM3MEHEHUs CO CTOPOHbI Cep-
[le4HO-COCYAUCTON CUCTEMbI B BUAE HaPYLUEHWS CTPYKTYpbl
MUTPaNbHOrO WM aopTanbHOro KiaanaHoB, AWMArHOCTUPYHOT-
ca Kapauomwuonatusa u kapavomeranus [8)]. Habniogatotcs
nopakeHus rnas B BUAE NOMYTHEHUSA POrOBULIbl, UBMEHEHUS
CO CTOPOHbI KOXHbIX MOKPOBOB, Y 60/bHbIX 4aCTO 06HAPYXHU-
BatoT NYMOYHYIO /UK MaxoBYIO IPbIXKY, B TO BPEMS KaK npwu
POXKAEHWUM TaKne U3MEHEHUS He GbiNW 3aperncTpupoBaHbl.

MaHundectauns 601€3HU HaMpPsAMyl0 3aBUCUT OT TSKECTH
MIC: npu Taxenon dopme CUMMNTOMbl MOSABAAIOTCH YKe
Ha NepPBOM roay *W3Hu, Npu nerkon ¢opme — B 6osee cTap-
lwem Bo3pacTe [7].

[Mpn pasHbix TMNax MIMC B 3aBUCUMOCTU OT BUOXMMUYE-
ckon cneuunduyHoctn Al 6yayT npeobnajatb pasninyHble
TaK Ha3blBaeMble «TPOMHbIE CUMMMTOMbI» renapaHcynbdat
NPUBOANUT NPEUMYLLECTBEHHO K HEBPOJIOTMYECKUM HapyLle-
HuAM npy MMC |, 1l v 1l TMnoB, kepataHcynbdat NpoBOLMPYET
NMOMYTHEHME POroBuLLbI U UBMEHEHUS CKeNleTa 6e3 BoBJeYe-
HUSt HepBHOW cucTembl npu MIMC IV v VI TMNOB, HakonneHne
nepmataHcynbdaTta BnevyeT 3a co60M BO3HUMKHOBEHME Kap-
OMOMMONAaTUI U MOPOXKAEHWE KNanaHHbIX NOPOKOB cepaua
npu MMC I, Il u VI Tunos [7].

bone3Hu HaKomeHUs rAMKoreHa (rMKoreHoBble
60ne3HU, rMuKoreHosbl, 'b) — 310 rpynna HacneacTBeH-
HbiX 3aboneBaHWi, 3aTparMBalollMX YrNeBOAHbIA OOGMEH,
KOTOpble XapaKTepU3ytoTcH U36bITOYHbIM HAKOMIEHWEM K-
KOreHa B opraHax W TKaHsx. B ocHoBe 3TvonartoreHesa
niexar MyTaLuu B reHax, KogupyloLwmx cuHTe3 GbepmMeHToB,
y4yacTBYlOLWMX B Mpoueccax paculenneHuns. 3Tv mytauuu
NPUBOASAT K HEAOCTaTOYHOCTU MAKW OTCYTCTBMUIO aKTMBHOCTH
depmenTOB [9, 10].

KnuHuyeckne nposiBNeHuUs 3aBUCAT OT TUMNa [MKore-
Ho3a. lMpu b | TMNa no4YeyHble MOPAXKEHUSA XapaKTepu3y-
oTcst GopMuMpoBaHMeM GOKanbHO-CErMEHTAPHOrO romMepy-
JIOCKNEepPo3a C yxyaweHneM OyHKLUKU MnoYeK, TyOynspHbIMU
HapyleHUAMU NPOKCUMMAsbHOIO TUMa, OTNIOKEHMEM B NMOYKax
conen Kanbuums. Beneactare noBTOPHbIX TMNOMUKEMUYECKUX
COCTOSIHUI BO3HMUKAIOT NaTo/IOrM4YEeCKUe N3MEHEHUS B FONOB-
HoM mo3zre. Mpu b la TMNa nmeeT MecTo MMonaTUuyecKumn
CVMHAPOM, XapaKTepHa MbllleYHas rMMOTOHUS C Mnocnenyto-
MM ee NporpeccMpoBaHnemM Ao aTpodumn MblLUL, PYK U HOT.

Mpu B Il TMINA mMaHudecTaumns 601E3HU MPOUCXOANT
B Nepuoae HOBOPOXAEHHOCTU NTM60 paHHeM Bo3pacTe, npo-
ABNAETCA renatoMerannen, rUnoriMKeMUeEn, yxyfleHUem
nunugHoro npoodwuna, runotpoduen, otctaBaHMeM B GU3K-
YECKOM Pa3BUTUM U HEGOMbLUMMU HaPYLUEHUAMU B NCUXUYE-
CKOM pa3BUTUMN.

B IV TMna npoTeKaeT Tsxeno, pas3BMBaETCA KapTWHa
NneyeHOYHOM HeaoCTaTOYHOCTW, HabngaeTcs MHoroobpa-
3Kne KIMHu4ecknx dopm: dpatanbHasa nepuHatanbHas HepB-
HO-MbllleYHas, BPOXAEHHAs HEPBHO-MbIlleYyHas, AeTCKas
HEPBHO-MbIWEYHas, B3pocnas HEPBHO-MbllleYyHas C M30-
nupoBaHHOM muonaTuen. [leboTupys B Bo3pacTe 4o 18 mec
Xn3HU, B npMBoAMT K GOPMUPOBAHUIO PaHHEro LUppPo-
3a neyeHu, 6bICTPO pa3BMBAETCS NMeYeHOoYHas HeJocTaTou-
HOCTb, CMepTb pebeHKa HacTynaeT B Bo3pacTe oT 3 A0 5 feT.

I'b VI Tna nposBasieTcs B paHHeEM AETCTBE B Buie rena-
ToMeranuu, oTMevaeTCs 3aepKa pocTa. TedeHne 60ne3Hu,
KaK npaBuio, JOGPOKa4YeCTBEHHOE, BMIOTb A0 AOCTUXEHUSA
CTOMKOW KIIMHWKO-N1ab0opaTOpHON PEMUCCHUN.

[MMKoreHo3 IXa TMna onucaH Kak ofHa U3 caMbIX MATKUX
dopm 'b 1 No cBOEMY TEYEHUIO MPOSIBASIET CXOACTBO ¢ B
VI Tuna. OTmMevaeTcsd renatomeranus, 3afeprkKa rncuxomo-
TOPHOrO pa3BUTUSA, MblleyHas cnabocTb. [MUKoreHos IXc
MaHubecTMpyeT B AETCKOM BO3pacTe W XxapaKTepu3yeTcs
renaTomerananen, CHUXEHNEM MbILLIEYHOW CUIbl, 3aEPHKKOM
pocTa. B 60nblWIMHCTBE Cny4aeB CMMMNTOMaTUKa CO Bpeme-
HeMm yracaer.

MnkoreHo3 O Tvna aBnseTcs peakon dbopmown, nepsble
NposiBNEHUs 3aMeTHbl B paHHEM Bo3pacTe B BUAE MMMOru-
KEMUYECKUX COCTOSIHUI, TMMEPKETOHEMUUN. XapaKTEPHO CHU-
YKEHWEe YPOBHS anaHWHa U NaKTaTa B CbiIBOPOTKEe KpoBwm [11].

Llenb uccnepoBaHusa: npoaHanuM3npoBaTb [aHHble
aHamHesa, KIIMHMYECKOro U nabopaTtopHoro obcnefoBaHums
neten B febloTe reHeTMYeCcKuUx 3abosieBaHuii U COOTHECTH



BbISIB/IEHHbIA CUMIMTOMOKOMTI/IEKC C MOBbILIEHHLIM YPOBHEM
TpaHcaMMHa3 KPOBM.

MATEPUAJIbI U METOAbI

lMpoBeaeH PETPOCNEKTUBHbLIM  aHanu3  ciy4alHo
Bbl6paHHbIX 17 ucTOopun 60NE3HU AeTen, HaxOoAWUBLUMX-
cq noa Ha6noaeHnem B BY3 CBepasioBCcKOM 06nactu
«KNMHWKO-ANMarHocTYecKn LeHTp «OxpaHa 340poBba MaTe-
pu n pebeHka» (rmaBHbIM Bpay E.B. Hukonaesa) B 2010-
2019 rr. ¢ AMarHoCcTMpoBaHHbIMKU 60/1€3HAMNU MUOAUCTPODUS
[oweHHa — bekkepa, mMuKoreHodbl M MIC. YuuTbiBanu
[laHHble aHaMHe3a W3HW M 3aboneBaHus, Kanobbl, KIK-
HUYeCKMe M nabopaTopHble NPU3HAKK B AebioTe 6ONEe3HM.
CraTnctnyeckas 06paboTKa pe3ynbTaToB UCCef0BaHUSA NPo-
BOAMNIACb C MCMNOSIb30BaHWEM MaKETOB MPUKIaAHbIX Mpo-
rpamm Microsoft Excel, Statistica 6,0. MpumeHsnn mMetoabl
onucaTtenbHOM CTaTUCTUKKM C BbIYUCIEHUEM CpeaHero apuo-
METUYECKOro, CTaHAAPTHOrO OTKIOHEHHWS, OWMBKK CpeaHEro.
[na oLeHKM Koppensaumm BblYUCAnM KoadbULMEHT Koppens-
umm MupcoHa. NpoBepKa AaHHbIX NPOBOAMNACH Yepes onpe-
[efleHne HyneBOW W anbTepHATUBHOW rMMoTe3, pasnnyung
CYMTaNUCb AOCTOBEPHbIMKU Npn p < 0,05.

BepundurKkauma HacneacTBEHHOM NaTonoruun 6oina npose-
[leHa MONEKYNIAPHO-FEHETUYECKUMIU METOAAMM, onpeaensim
3Kckpeuuto TAT ¢ moyon npu MIIC. Moareepaatoume ana-
THOCTUYECKME TEXHONOMMW MPUMEHSAIM B nabopaTopumn Mosne-
KyNSiPHON [AMAarHOCTMKM W nabopaTopuM HacNeACTBEHHbIX
6one3Hen obmeHa BellectB PIBHY «MeanKo-reHeTu4ecKui
Hay4YHbIN LEHTP» MMeHn akageMuKa H.I. boykoBa.

PE3YJIbTATbl U OBCYXAEHUE

CpaBHUWTENbHbIM aHann3 aHaMHECTUYECKUX U KIIMHWUKO-
nabopaTopHbIX AaHHbIX MPOBOAMAN Yy O NaLMEHTOB ¢ MUOMa-
Tven [oweHHa — bekKkepa, 5 60MbHbIX C MMIMKOreHo3aMu
1 3 geten ¢ Mykononucaxapuaosamu pasHblx TUNoB. B 60/b-
WMHCTBE CNyYyaeB Yy AeTel 06HapYXMBanu LMTONN3 pPasnuny-
HOW CTEMEHU BbIPAXKEHHOCTHU.

CUHAPOM LIMTONU3a XapaKTepu3oBascsd MOBblLEHUEM
noKasaTenen TpaHcamuHas. YposeHb ACT npu MM/, goctu-
ran 3HaveHunn 300,6 £ 53,9 Ea/n, npu ' — 316,5 £ 177,7
En/n, npu MNC — 35,8 + 6,5 Ea/n. 3Hadenne AT npu MM
coctaBuno 309,4 + 37,7 En/n, b — 369,4 + 228,7 Exn/n,
MMNC — 37,8 £ 4,1 Ea/n (tTabn. 1). Pasnnunga mexay noka-
3aTensiMun TpaHcamuHa3a Obli CTAaTUCTUYECKU 3HAYUMBI MpU
Mmuoguctpodum [ioweHHa — bekkepa rmukoreHo3ax 1 MIC.

Bce nauueHTbl GbinM pacnpefeneHbl Ha TpW rpynnbl,
COOTBETCTBYIOLLME UX FTEHETUYECKOMY 3aboneBaHuio. B nep-
Bylo rpynny Bownun 9 geten ¢ MNM/J [ioweHHa B Bo3pacTte
oT 2 go 10 neT, cpeaHui Bo3pacT MaHudecTaunn 601e3HU
coctaBun 5,38 + 1,06 roga. laHHas naTtonorns AMarHoCcTu-
pyeTcs y Masib4UMKOB, onucaH X-cuenieHHbln peLecCUBHbIN
TN HacnepgoBaHua [12, 13]. B Hawel BbIGOpKE NPUCYTCTBY-

Ta6bnuua 1. CpegHee 3HayveHue YPOBHS TpaHCaMuHa3 B aebiote
reHeTU4ecKunx 3aboneBaHunn
Table 1. Mean transaminases in the debut of genetic diseases

3a6oneBaHus ACT, Ep/n ANT,Ea/n

Muoauctpodusa

300,64 + 53,97
[ioweHHa — bekKepa

309,38 + 37,75

[MUKOreHo3bI 316,52+ 177,69 369,42 + 228,69

MyKononucaxapuaosbl 35,76 + 6,46 37,80 + 4,06

lMpumeyanne. ACT — acnapTataMuHoTpaHcdepasa, AIT — anaHu-
HaMUHOTpaHchepasa.

Note. AST — aspartate aminotransferase, ALT — alanine ami-
notransferase.

0T TOJIbKO MaLMeHTbl MY>KCKOro nona. [lnarHos yctaHoBNeH
Ha OCHOBaHWM [aHHbIX MONIEKYNSIPHO-FEHETUYECKON IKenep-
TW3bl U NOBbIWEHHOro ypoBHA KPK. AKywepcKkui aHamHes
6bin oTAroweH y 44,4% (4) matepen, onucaHbl TakMe MNpo-
SIB/IEHUS, KaK yrpo3a npepbiBaHUs 6EPEMEHHOCTH, aHEMMUS,
npeaknamncus. CpeHMIN BO3pacT MaTepei B MOMEHT HacTy-
nneHuns 6epeMeHHOCTM cocTaBun 28,2 + 1,8 roga, a 4em
cTaplue 6bln BO3pacT maTepu, TeM Bblle nokasatenb ACT
y oeten ¢ mmogmnctpoduen [ioweHHa — bekkepa (r = 0,61,
p < 0,05). Mpu rmukoreHo3ax n MINC nogo6Hon B3auMoCBS-
3K He yCTaHOBEHO. Yucno 6epemeHHocTen 6onee 3 oTMeva-
nny 44,4% (4) matepen.

MPOAOMKUTENBHYIO KENTYXY B NEpUoae HOBOPOXKAEHHO-
CTW Habnogann y 22,2% peten. bbina o6HapyeHa npsamas
Koppenauua mexay nokasatensimuv 6unnmpybuHa, coxpaHs-
IOLMMM MOBbIWEHHbIE 3HAYEHUS HA CpOoKax 6onee 28 fHewn
KM3HU peGeHKa, U BbICOKUM YPOBHEM TpaHcamuHa3 — ACT
(r=0,62)MANT (r=0,73), rae p < 0,05. 06bLEKTUBHO renaTo-
Meranuio Habngann nnwb y 33,0% geten, Nnpu 3TOM CBA3b
pa3MepoB MeyeHu ¢ runepbepmeHTeMmnen 6oina cnabas —
ACT (r=0,32) n AT (r = 0,36), p > 0,05.

YactoTa onMcaHHbIX KIMHUYECKUX MPU3HAKOB NpU MUO-
anctpoodun [ioweHHa — BbeKkkepa 6bina cneayouen: CHu-
YKEHWE MbIleYHOM Cunbl — y 66,7 % 60NbHbIX, Hann4mMe nces-
poruneptpodun Mblwy, roneHen — y 77,8%, 3aTpyaHEHUS
npu nogbemMe Mo NecTHuue — y 66,7%, runepaopnos nosic-
HULbI — y 66,7%, MOTOpHas HeNoBKOCTb — Yy 66,7%, and-
dy3Has MbllleYyHasa rMNoToHnMa — y 66,7%, Mmonatuyeckue
npuembl — y 55,0%, mrmonatuyeckas noxogka — y 55,0%,
3aiepKKka peyeBoro pasputua — y 44,0%, acTeHus —
y 33,0%, oTcTaBaHue B Macce Tena — y 33,0%.

Mpn mMMonatTusix MOBbIWEHHbIA YPOBEHb TpaHCaMWHa3
MMEET MNPOUCXOXKAEHWE U3 HAPYLIEHHbIX MblLLEYHbIX BOJIOKOH
M He CBfiI3aH C pacnagom KNeToK neyeHu. IToT GaKT noa-
TBEPKAAETCA TaKKe 0OHapYXKeHNeM Hamu NpsiMow Koppens-
umun nokazatenen ACT (r = 0,76) n AJIT (r = 0,72) ¢ BbICOKOWM
aKkTMBHOCTbiO KOK, roe p < 0,05.

Bo BTOpylo rpynny BoOwWAM 5 geTen € rMMKOreHo3samu
B Bo3pacTe ot 3 go 7 net (4,4 = 0,5 roaa), 80% (4) ns Koto-
pbiX 6blIM ManbyYnKkKU. [MarHo3 noctaBieH Ha OCHOBaHWU
MOJIEKYNSPHO-TEHETUYECKNX UccnefoBaHni. bepeMeHHOCTb
y MaTtepen HacTynana B Bo3pacTte 30,4 + 2,2 roaa Ha GoHe
OTArOLEHHOr0 aKyllepcKoro aHamHesa B 60% cnyyaes:
1-2 BblkMAbllla B aHamHe3e y 60% XeHUWMWH, BO Bpe-
Msi 6epeMeHHOCTU Oblnn BbiiBNEHbl aHeMus |l cTeneHu,
recTalMOHHbIA caxapHbIi AMabeT, ManoBoAne, MHEBMOHMS.
MpogomkuTenbHasa Kentyxa B Nepuvoge HOBOPOXKAEHHOCTU
avarHoctupoBaHa y 40% nauueHToB.

Mpu raukoreHodax B 100% cny4aeB 6biia BbiiBNEHA
renaTomMeranus, 3a C4eT KOTOpPOW yBenuyMBaloTcs pasmep
1 06bem xunBota. Y 60% 60/bHbIX OTMeYanacb M36bITOYHasA
Macca Tena, ay 80% peructpMpoBanoch oTcTaBaHue B Gusu-
4YeCKOM pa3BUTUM 3a CYET HWU3KOro pocTa. XapaKTepHoe
nposiBfeHne 3a6oneBaHus B BUE «KyKOSbHOro nuua» 66110
OMnMWcaHo y BCex MauueHToB. Hapsgy ¢ 3TMM geTu vacTo
KanoBanancb Ha NPOSIBNEHWUA AWUCNENCUM: TOWHOTY U PBOTY
(60% 60nbHbIX), owyuleHMe anckoMdopTa B KMBOTE Bbilie
nynka (40%), 3anopbl (60%). MauneHTbl oTMevanu cna-
60CTb B KOHe4yHocTsx (80%), acteHuio (60%) n anddysHyio
MblLLEYHYIO TMNOTOHWIO (40%). TaKMe CUMNTOMbI, KaK TOLLIHO-
Ta 1 pBOTa, He Hablo4aNUCh Y NaLMEHTOB ¢ runepdepmeH-
Temuen. CunbHble CBA3W OMpeaensnncb Mexay MoBbIlEH-
HbIM YPOBHEM LienoYHoM docdaTtasbl M nokasatenamu ACT
(r=0,78)n ANT (r =0,81), p < 0,05.

o Hawemy MHEHWIO, BbiSiBAEHHble cBA3M npu MM/
[OwoweHHa u B pgatoT MHOOpMaLMIO K pasMblUIEHUIO
1 NOTPeOYIOT AalibHENLLEro U3y4eHns npobnemMoi.
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OpuruHanbHbie cTaTbU

B TpeTben rpynne Habnoganu 3 geten ¢ MIC, Bo3pact
KOTOPbIX BapbMpoBan oT 8 mec A0 14 neT, U3 Hux 2 (66,7%)
6bl1/1M EBOYKM. CyLLLECTBEHHOMO MOBbLILWEHUS YPOBHA TPaHca-
MWHa3 B JaHHOM rpynne 3a6oneBaHni He BbisBUIW. AnarHos
MTIIC 6b1n1 yCTaHOB/IEH Ha OCHOBaHUK 3KCKpeuuu AT, onpe-
[eNleHUst aKTUBHOCTHU CneLnduyecknx GepmMeHToB U MOJIEKY-
NIPHO-TEHETUYECKOM 3KCNEepTM3bl. B neprnoae HOBOPOXK/EH-
HOCTUW Yy OJHOrO MnafieHua AnarHocTMpoBanu LepebpanbHyio
nwemuto Il cteneHun, nepuHaTtanbHylo MHPEKLMIO. Y BTOPO-
ro nauuveHTa 6bin BbICTaBNEH AWarHo3: BHYTPUYTPOOHad
MHDEKLMS, 3adepKKa BHYTPUYTPOOGHOrO pa3BUTUS Moga,
OTEYHbIW CMHAPOM. Y TpeTbero Masbllla HacTynua netasnib-
HbI UCXOA B paHHeM Bo3pacTte. Kak nokasanu HabnogeHus,
aetn ¢ MINC otctaBanu B GU3NYECKOM Pa3BUTUM MO AJIMHE
(y 100% 60nbHbIX) U Macce Tena (y 66,7%). bbina BbisiBneHa
renatomeranusa B 66,7% cny4aeB (y 2 AeTen), rMnepTpu-
X03 — B 66,7%, crnbatenbHasa v pasrnbatenbHas KOHTpakK-
Typbl KOMIEHHbIX CyCTaBOB — B 66,7%, gedopmauus rpya-
HOM KNEeTKM — B 66,7%, HapyleHue ablxaHus — B 66,7%,
3ajepKKa peyeBoro pasButna — 33,3%, runotpodus
MblLLILL, BEPXHUX U HUKHKX KOHe4yHocTen — 33,3%. Y oaHoro

60/M1bHOIO0 OTMEeYann MaKpOIJ0CCUIO, IMUKAHT W MIOCKYIO
nepeHocuLy.

Takum 06pas3oM, HaMu BbISIBAEH pPsij 3aKOHOMEPHOCTEN,
KOTOpble MOMOryT Bpauyy-neauvatpy B npoBeaeHwun andde-
pPEHLMANbHON AUArHOCTUKM MPeAcTaBNEeHHbIX FreHETUYECKUX
3a60neBaHWIN Ha 3Tane okasaHWs amBynaTOPHO-MONUKINHK-
YecKow nomolun aetam (taén. 2).

BbIBOJbl

1. CuHApPOM uuTonm3sa obHapyxmeaetcs y 100% 601bHbIX
C nporpeccupylolen mbleyHon guctpoduen [oweHHa —
bekkepa u Habnogaetcs y 60% aeten C MMKOreHo3amu.
Y naunenToB ¢ MIMC agnarHoCTUYECKM 3HAYMMOTO NOBLILLEHUS
YPOBHS TPaHCaMmWHa3 He oTMeYyaeTcs.

2. Mpu muoguctpodum [ioweHHa — bekkepa ycra-
HOBJIeHa NpsiMas Koppenauusa Mexay runepbepmeHTemuen
M aKTMBHOCTbIO KPK, 4TO MMEET AMAarHOCTUYECKYID 3HA4u-
MOCTb, MOCKO/IbKY MPUYMHON YNOPHOro LUTONMN3a ABASETCH
HapyLleHWe CTPYKTYPbl MblLLEYHbIX BOJIOKOH.

3. MNpu rMrUKoreHo3ax CUHAPOM LMTONU3a U renatomera-
Ma 06HapYXMBAIOTCS 4acTo, a MoKalaTeNnu TpaHCaMWHas

Ta6nuua 2. lnddepeHunanbHas AMarHoCTMKa reHeTUYeCKnx 3aboneBaHni No KIMHUKO-NabopaToOPHbIM KPUTEPUSM
Table 2. Differential diagnosis of genetic diseases according to clinical and laboratory criteria

Mpu3Haku MM QoweHHa MUKoreHosbl Mykononucaxapupaosbl
Broxnumunyeckune nokasarenu
ANT *okok ook ok Hopma
ACT $okokok *%ok Hopma
rrTn Hopma *ok ok Hopma
KPK *okokok *okok Hopma
o Hopma Hokok ok Hopwma
3dupbl xonectepuHa Hopma Hkok Hopwma
KnunHuyeckne npusHaku

[enatomeranusa *ok * KKk ok
3aTaKHasA wentyxa *ok Fokokk Het
«KyKosbHOE NnLo» Hert oKk Het
AcTeHus * kK Her
3anax aLeToHa 130 pTa Het *%k Her
3anop HeT * %k Her
TowHoTa, pBoTa Het ®kok Het
C TpyZOM NOAHMMAETCS MO NEeCTHULE Fokokok Het *k
MoTopHast HeNOBKOCTb *ok ok HeTt .
Onddy3Hasa MbleyHas rMnoToHUS *okok Kok Het
MpoKcnmanbHas MbllledHas rMnoTOHNUS o Het Het
MblweyHasa cuna, CHUxKeHne Hkok $ok ok sk
MwuonaTuyeckune npuembl Kok Her Het
MuonaTuyecKkas noxoaka Hokok Hkk Her
Mnepnopaos NosiCHULbI Hokok Het *
MceBporunepTpodus roneHen *kokk Het Het
MnepTpmxos Het Het *kk
Mnotpodus * * %k
MwuKpoaHoManmMn pa3BuTUs Het * *ok Kk

lMpumeyanue. MM, — nporpeccupytolian MbllweyHas auctpoodus, AJIT — anaHnHamuHoTpaHcdepasa, ACT — acnaptatamuMHoTpaHcdepasa,
[TTN — ramma-rnotamuntpaHcnentuaasa, KOK — kpeatuHoochokmHasza, LLP — wenoyHas docdatasa.

Note. PMD — progressive muscular dystrophy, AST — aspartate aminotransferase, ALT — alanine aminotransferase, GGT — gamma-glutamyl
transpeptidase, CPK — creatine phosphokinase, ALP — alkaline phosphatase.



CWNbHO KOPPENUPYIOT C BBICOKMM YPOBHEM LiEN0YHOW doc-
daTtasbl. [pn aTomM y NauneHToB HabnogaeTcss HU3KOPOC-
JIOCTb W XapaKTepHoe MnposiBieHve 3aboneBaHus B BUAe
«KYKONbHOr0 NnLa».

4. Tpu MIC Ha $poHe BbISIBNEHHON renatomeranuu u Auc-
NenTUYEeCKOro CMHAPOMa He OTMEeYaeTCa CUHAPOM LIMTONN3a.

5. B aHamMHe3e y AeTen, KOTopbiM B MOCAEeAyOLIEM AMa-
rHoctupoBanu MM/ AdoweHHa — Bbekkepa Wau rnukore-
HOBYIO 60/1€3Hb, AOCTOBEPHO Yalle perncTpupoBanu 3mnu-
30[bl 3aTAXHOM XENTyXn U LMTONM3a HeonpeaeneHHou
3TMOJNIOTMKW B NEPUOAE HOBOPOXKAEHHOCTU U B MEPBbIE MECSLLbI
KU3HM.

3AK/TIOYEHUE

B HacTtoswen paboTe NpeuMMyLlleCTBEHHO NpeacTaBie-
Ha onucaTenbHasl CTaTUCTMKAa HacleACTBEHHO O6YCNOB/EH-
HbIX 3a60/eBaHUN, NPOTEKaOWMUX C CUHAPOMOM LIMTONM3a
W renaToMeranunen, Kotopasi NO3BONASET BbIABUTb psjg OT/K-
YUK KX OT Kaccu4ecKkunx renatutoB. Ha ¢oHe nporpeccupyto-
Len MblweyHon anctpodun oweHHa — bekkepa cuHapom
LMTONM3a 06HaPYKMBAETCH Yy KaXA0ro naumneHTa MyKCKOro
nona, a runepdepmeHTEMNS KOPPENNPYET C BbICOKUM YPOB-
HeM KO®K. lMpu rankoreHosax CMHAPOM LMTONM3a Habnto-
[JaeTcs He y BCeX MNalMEeHTOB, HO MOBbIWEHHbIA YPOBEHb
TpaHCamMuHa3 perncTpmpyeTcs Ha GoHe TaKMX KNacCUYEeCKUX
NposiBNEHUI 60/1e3HU, KaK (PEHOMEH «KYKOJIbHOMo NinLa».
Mpu MIMC Mbl He 06HapyX1BaeM NOBbILLEHHOW aKTUBHOCTH
TpaHcamuHas, HO GUKCHMpPYEeM YyBEIMYHEHUE Pa3MepOoB neve-
HU. Tpn gAnTeNnbHOM HeonpeaeneHHOM CUHAPOME LMTO-
NiM3a Bpay-neguatp o6s3aH HanpaBWUTb AWMArHOCTUYECKUM
NMOUCK Ha BbIIBNIEHME MO0 WUCK/IIOYEHWE HACNEeACTBEHHbIX
3a6oneBaHni y pebeHka. lpeactaBneHHble B Tabn. 2 npu-
3HaKM NO3BOSAIOT 0603HAYNTL CNEKTP KIMHWKO-TabopaTop-
HbIX KPUTEPWMEB NS NPOBEAEHMA NEPBUYHOrO 3tana And-
depeHuManbHON AMarHOCTUKM FeHETUYEeCKUX 3aboneBaHun
y AeTen.

WH®OPMUPOBAHHOE COINNTIACUE

MHdopmMpoBaHHOE cornacue poauTenen NaumeHToB Ha
06paboTKy AaHHbIX NOSTy4YEHO.
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MeTabonnyecKkaa aKTUBHOCTb
KULWWEeYHON MUKPOOUOTDbI YV AeTeH
nepBoro roaa uU3Hu, nepeHecLlIunx
pe3eKLUMUIo HaCcTU KULWLEeYHUKa

ABTOp, OTBETCTBEHHbIW 3a NEPEnuUCKy:
®degotoBa lannHa BukTtopoBHa, acnvpaHT Kadeapbl rocnutansHon neguatpum Grb0Y BO «YpanbCKui rocyaapCTBEHHbBIN MEANLMHCKUIA
yHuBepcuteT™ MuHsgpaBa Poccun, 620028, Poccus, Ekatepun6bypr, yn. PenuHa, 4. 3, tichcovagala@yandex.ru, +7 (343) 272-91-05

AHHOTaLMA.

0O6ocHOBaHHe. M3ydeHne MeTaboIMYeCKON aKTMBHOCTU MUKPOOUOTHI KULIEYHUKE UMEET AMarHOCTUYECKOE 3HadYeHue s
onpejaeseHnsi CTeNeHN ee HapylLLeHUs, YTO SIBASETCS BaxKHbIM roKasatenem (QyHKUMOHUPOBaHUS NULLEBapPUTE/IbHOIO TPaK-
Ta rocse orepatMBHoro BMmeluaTtesibcTBa. Llenb uccnepoBaHMss — U3Y4nTb METaBO/IMYECKYIO aKTMBHOCTb MUKPOOMOTHI
KULLIEYHMKa y ieTeV MEPBOro rofa »K13Hu, MEPEHECLUMX PE3EKLMI0 YaCcTh KulueYHuKa. MeToabl. [TpoBeAeHb! OLiEHKa CreKTpa
KOpOTKOLIeno4eyHbIX XUPHbIX KucaoT (KXKK) B Kane MeTofoM ras3oxuaKocTHOM xpomatorpadumn (IKX) v cpaBHUTEbHbIN
K/IMHUKO-aHaMHECTUHECKNI aHanna y AeTei NepBoro rofa X1M3Hu, MNePeHeCLUMX Pe3eKUMI0 KULLIEYHNKA, U YCI0BHO-30PO0BbIX
aeten. Pe3ynbtatbl. [1py NpoBEAEHUN AMHAMMYECKOro HaboAeHUS y AeTEN, NepPEeHeCLLIMNX onepaTMBHoe BMeLLaTeIbCTBO Ha
KULIEYHNKE, BbISBJIEHO CHMKEHNE COAepIKaHMs YKCyCcHOMU KucoTel (C,) npu HapactaHuu ypoBHeH npornnoHoBo# (C3) n macs-
Ho#t (C,) KMCTIOT K KOHLY NepBOro roAa *mn3Hu. CpaBHUTE/bHbIA aHaIn3 B 3aBUCMMOCTH OT BO3pacTa MoKasasl, YTo MapKepb!
aHaspobHoW ¢a0pbl, B 4YAaCTHOCTU YPOBEHb MPOMMOHOBOM KMUC/IOThI, TaKXe UMEIT 60siee BbICOKME 3Ha4yeHWsl B Bo3pacTe
7-12 mec »u3Hu. [pu npoBeseHn cPaBHUTEILHOIO aHann3a MeTaboIMY4eCKON aKTMBHOCTH y IETEH, NePEeHECLLINX PE3EKLIUIO
KULLEYHMKa, Obl/IM BbISIBIEHbI 60/1€€ HU3KUE MOKa3aTesIn ypOBHS MacsiHOM KUC/OTbI B Kasle 1 60/1ee BbICOKME oKa3aTein CyM-
MapHOIro cofiepKaHus KUCJI0T B CPaBHEHWUM CO 3[0POBbIMU AeTbMU. 3aKmoyeHue. [JeTn, nepeHeclune pe3eKUmIo KULLEYHUKa,
K KOHLLY NepBOoro roga *x1M3Hu UMeroT 60J1ee BbICOKUE M0Ka3aTes/IM aHaspobHOM U CHUKEHME aspOOHON aKTMBHOCTU MUKPO®JIO-
pbl. CpaBHUTE/IbHBIN aHa/InM3 MeTaboMYeCKON aKTMBHOCTU Y eTel, NepeHecLunx onepaTMBHoe nedeHune, n geten | v Il rpynn
3/10pOBbS MOKa3as OTCYTCTBUE [JOCTOBEPHbLIX pas/inini 1o rnokasarensam obauratHoi (C,) n aHasapobHoi (C;, AM) @ropsbl. Ho
y AeTel, nepeHeclunx ornepaTtuBHoe e4eHne, BO 2-M oJyrogmn u3Hu BbisiBlieHO 6o/iee Hu3Koe 3HayeHue C, B Kase, 4To
MOXET CBUETEILCTBOBATL O MMEPCUCTUPYIOLLEM BOCNAIUTENbHOM rpoLecce B KuleyHuKe. CyMMapHoe cofepyKaHne KUCIoT
B KaJle Ha NpOoTSKEeHUW BCero rnepuoga HaboaeHns 6bl10 Bbille y eTel, NepeHecLlnx pe3eKLUMIo KUILEYHMKE, YTO ABNISeTCS
oTO6PaXKeHNeM aKTMBMU3aLMU KNLIEYHOH MUKPOBMOTbI, XapaKTePH3YIOLLEHCs BUAOBLIM Pa3Ho0bpa3mnem.

KnioyeBble cnoBa: KOPOTKOLIENOYEYHbIE MPHbBIE KUCNOTbl, MUKPOOUOTa KULIEYHUKA, AETU, MepeHecline pe3eKuuio
KMLWEYHNKa

BnarogapHocTb: ABTOPbI BblpaxkaloT 61aroAapHOCTb KOMEKTUBY nabopaTopuu KIIMHUYECKOW MuKpobuonorum FAY3 CO
«OKB» r. EkaTepuH6ypr, B 4acTHocTM CamaTtoBor E.B., KocmadeBon M.M., MotemkuHy M.E., 3a cogencTeme B NpoBeaeHn
MKX-aHanu3a Kana ans uayvyeHust MetabosIM4eCcKom akTMBHOCTU MUKPOBUOTbI KULLIEYHUKA Y AeTEN.

Ana untnpoBanmsa: Baxnosa W.B., ®epotoBa I.B., bopoHuHa JI.I. MeTabonmyeckas aKTMBHOCTb KWLLIEYHOW MUKPOOBMO-
Tbl Y AETeV NEepBOro roga XW3HW, NEepeHEecIUMX Pe3eKLUMI0 4acTh KuUleYHWKa. POCCHMICKUI neauaTpUYeCcKui ypHall.
2020;1(4):25-35. doi: 10.15690/rpj.v1i4.2196

OBOCHOBAHUE noYeyHbIX XUPHbIX KucnoT (KXKK) B kane B cpaBHeHMU CO

Ha coBpeMeHHOM aTane oka3aHWs MeAULMHCKON NOMO-
WM yAydylleHWe KayeCTBa BbIXaXKMBaHUSA XUPYPTrUYECKUX
60/bHbIX C MOPOKaMW Pa3BUTUA MKENYAOYHO-KULLIEYHOro
TpaKTa U OCNOXHEHUAMU HEKPOTUYECKOrO 3HTEPOKONUTA
No3BOJIAET CHU3UTb MOCNeonepaLnoHHyo netanbHOCTb [1].
B cBS131 C 3TUM aKTyanbHbIMK CTAHOBSATCS BOMPOCHI MO Aasb-
HeWwen TaKTUKe BedeHUs Takux nauueHToB. o MHeHuio
Ra S.C. u konner, oAHUM M3 MNOCNEACTBUIA NEPEHECEHHON
pe3eKLMM 4acTu KULLEYHUKa Y AeTen ABNAETCS HapylleHune
MWKpOBUOTBI ¢ aeduumtom Bifidobacteria v Bacteroides,
NOBbILWEHHOM pacnpocTpaHeHHocTblo Escherichia, Shigella
n Pseudomonas, a TaKXe HW3KWK ypoBEHb KOPOTKOLIEe-

300POBbIMK AETbMHU [2]. ITO MOXKET cnoco6CTBOBATL Hapy-
WeHUAM GYHKLMOHUPOBAHUSA CUCTEMbI OpraHoB MulleBa-
peHus, aCCUMUNALMKN NUTaTENbHBIX BELLECTB, ONTUMasbHbIX
NpoLLeCCOB pocTa U pa3BuUTUS pebeHKa B Luenom. M3BecTHO,
YTO Ha «CTapTOBYIO» MMKPOOGMOTY HOBOPOXKAEHHOIO BAUSET
MHOXeCTBO ¢aKTopoB [3, 4]. K HUM OTHOCATCSH MPOAOIKHU-
TeNbHOCTb 6EPEMEHHOCTM Yy MaTepu, crnocob pogopaspe-
LIEHWS, XxapaKTep BCKapM/IMBaHUsA, 0COGEHHOCTU BBELEHMS
npuKopma, NepeHeceHHble 3a6oNeBaHUs, UCMONb30BaHWe
aHTMGaKTepuanbHbIx cpeacTB [5—7]. CnegoBaTenbHoO, AETH,
nepeHecLUne pe3eKLUMio KULLIEeYHUKa Ha MEPBOM roy *KU3HMU,
ABMIAIOTCA YrpoXaeMbiMU MO Pa3BUTUIO AUCOUOTUHECKMUX
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HapyLeHUW, TaK KaK NNWEHbl TPYAHOr0 MOJIOKa B NepBble
yacbl XW3HW, HE UMEIOT afEeKBATHOIO KOHTaKTa «KoXa —
MaTb», OMTEIbHO HaxOoAATCs Ha MapeHTepasbHOM nuTa-
HUKW WM NONyYatoT MHOTOKpPaTHbIE KypCbl aHTMOaKTEpPUabHbIX
npenapatoB [8-10]. B 10 e BpeMsi UMEHHO HopMmalsib-
HOW KMLIEYHON MUKPOBHOTE OTBOAMUTCS CYLLECTBEHHAS POJib
B CTAHOB/IEHWM COBCTBEHHOrO MMMYHWUTETA M 06ecrnevYeHnn
KO/IOHW3aLUMOHHON PE3UCTEHTHOCTU OpraHn3Ma K pasnuy-
HbiM BO36yauTensam [11]. C aTUX NO3ULMK BaXHbIMW ANS
KJIMHUYECKOW NMPaKTUKKU ABNSIOTCA CBOEBPEMEHHAs AnarHo-
CTUKa HapyleHMs MUKPOBUOTLI KULLIEYHUKA U ee KOppeKLUs
y AAHHOWM KaTeropuun nauueHToB.

B coBpeMeHHOW AOCTYMHOM OTEYECTBEHHOM U 3apybex-
HOW IUTepaType UMEeTCA AaHHble, MOCBALWEHHbIE U3YYEHMIO
MeTab0/IM4ECKON aKTUBHOCTU KULLIEYHWKA Y HOBOPOMKIEH-
HbIX AETEW, Y AeTeV paHHero Bo3pacTta npu GyHKLMOHabHbIX
HapyLEeHUsX KULLEYHMKa B 3aBUCUMOCTHM OT BU1a BCKapMJIu-
BaHMWS, HO AaHHbIX O METaboNMYECKON aKTMBHOCTU Y AETEN,
NepeHecLLnX pe3eKUMIo KUWEeYHMKa Ha MEePBOM rOAY KU3HH,
HaM He BcTpeTunocs [2, 12, 13].

Llenb uccnegoBaHusa

N3y4ynTb MeTaboSIMYECKYID aKTUBHOCTb MMKPOOGUOTHI
KULEYHMKa Y [eTel, MepeHeclnX pPe3eKUMi0 KUWeYHWKa
Ha NepBOM rOAy XU3HMU.

METObl

[Aun3aiiH uccnegoBaHusa

B wuccnepoBaHuM npuHanu ydactne 112 pgeten nepso-
ro roga »u3Hu. OCHOBHyK rpynny coctaBunu 37 peten,
nepeHeclWwrx onepaTMBHOE JIeYEHNE Ha KULLIEYHUKE B CPOKe

Irina V. Vakhlova, Galina V. Fedotova, Lyubov G. Boronina

[0 4 MeC M3HU. KOHTPOMbHYO rpynny cocTaBuau 75 ycnos-
HO-310p0oBbIX AeTeln (I u |l rpynn 34opoBba) B Bo3pacTe oT 1 Ao
12 mec *n3Hu. Bcem geTsMm ¢ MOMEHTa BKIOYEHUSA B UCCe-
foBaHWe NPoBOAUIUCE OLEHKa aHTe-, Nepu-, MoCTHaTalbHOro
aHaMHe3a, OleHKa GU3MYECKOro pasBuTUS U UccnefoBaHne
KXK B Kane. UccnegoBarve KXKK B Kane y getein oCHOBHOWM
rpynnbl NMPOBOAWMIOCH HE paHee 4yeM 4epe3 1 mMec nocne
3aBepleHna aHTub6akTepuanbHon Tepanuu (ABT), B rpynne
KOHTPONIA — Ha MOMEHT BKJIIOYEHUS B UCCNeoBaHueE.

OcHoBHag rpynna 6bina pasfefnieHa Ha 3 noArpynnbl:
1-10 MoArpynny coctaBuau 9 4YenoBeK, KOTOPbIM MUccle-
[JOBaHWe Kana MEeTOAOM ra30XWAKOCTHOW xpomaTtorpaduu
(FXX) npoBoagunocb B Bo3pacte 1-3, 4-6, 7-12 mec
U3HU; 2-10 NOArpynny coctaBunn 13 4YenoBeK, KOTOpbIM
nceneposatme KXK B Kane npoBoavnoch B Bo3pacTte 4—-6
n 7-12 mec; 3-10 noarpynny coctaBuan 15 yenosek, KoTo-
pbiM MccnegoBaHue ypoBHSA KKK B Kane 6bi10 npoBeaeHo
B BOo3pacTe 7-12 Mec ¥n3Hu. CpoKn npoBeaeHus 3abopa
mMaTepuana ans uccnegosanua KKK B Kane onpegensnuco
anvtensHocTbio ABT.

Takum 06pa3om, B OCHOBHOW rpynne y 37 aetew 6bi10
npoBeaeHo 68 wuccnegoBaHuit KK B Kane: 9 wccneno-
BaHun — B 1-3 Mec, 22 uccnegoBaHua — B 4—-6 Mec,
37 uccnepoBaHnn — B 7—12 mec. [1eTsiM KOHTPObHOW rpyn-
nbl uccneposaHme KXK B Kane nposoaunocb B 1-3 mec
y 10 peten, B 4-6 mec — y 30 peten, B 7-12 mec —
y 35 pgetew (tabn. 1).

YcnoBusa npoBeeHUs UccnefoBaHus
MccnepgoBaHne nposoaunocb B nepuod ¢ 2016 no
2019 r. Ha 6a3e AY3 CO O6nacTHas feTcKas KMHM4YecKas

Ural State Medical University of the Ministry of Health of Russia, Yekaterinburg, Russian Federation

Metabolic activity of gut microbiota in children during their first
year of life which had undergone partial bowel resection

Abstract.

Background. Studying the metabolic activity of gut microbiota has diagnostic value as it allows determination of the extent of micro-
biota perturbation, which is an important indicator of the post-operative gastrointestinal tract function. Objective. The study aimed
at investigating the metabolic activity of gut microbiota in children during their first year of life which had undergone partial bowel
resection. Methods. The spectrum of fecal short chain fatty acids (SCFA) was assessed using gas-liquid chromatography (GLC). Also,
a comparative analysis of clinical and anamnestic data in children of the first year of life which had undergone partial bowel resection
versus apparently healthy children was carried out. Results. Dynamic follow-up of children which had undergone bowel surgery revealed
a reduction in acetic acid (C,) fecal level and increased propionic acid (C3) and oleic acid (C,) levels by the end of the first year of life.
An age-adjusted comparative estimate has shown that the markers of anaerobic microflora, specifically, the level of propionic acid, are
also high at the age of 7-12 months. A comparative analysis of metabolic activity of gut microbiota in children which had undergone
bowel resection revealed lower fecal levels of oleic acid and higher total fatty acid content as compared to healthy children. Conclusion.
Children which had undergone bowel resection, by the end of first year of life, have higher anaerobic and lower aerobic activity of gut
microflora. A comparative analysis of metabolic activity of gut microflora in children which had undergone surgical treatment versus chil-
dren of health groups | and Il demonstrated the absence of significant differences between obligate (C,) and anaerobic (C3, anaerobic
index [Al]) bacteria. However, lower fecal C, values have been found in post-operative children during their second half-year of life, which
may attest to persistent inflammation of the gut. Total fecal acid content throughout the entire follow-up period was higher in children
which had undergone bowel resection, which reflects the activation of gut microbiota characterized by its species diversity.

Keywords: short-chain fatty acids, gut microbiota, large bowel resection, children
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Ta6nuua 1. [pynnbl UccnegoBaHus
Table 1. Study groups

CpoK uccnegoBaHus,

mec Moarpynna 1, Moarpynna 2,
n=9 n=13
13 9 -
4-6 9 13
7-12 9 13

Bcero uccnepoBaHui

60nbHULAx»: oTAeneHne xupyprun N2 3 (oTaeneHue Xupypruu
HOBOPOXAEHHbIX), KOHCYNbTAaTUBHO-AMArHOCTUYECKAs MOSU-
K/IMHWKA. B KOHTpONbHYIO rpynny BKAYanu geten, Habnio-
naBlumxcs B [1eTCKOW rOpPOJCKOW KIMHWMYECKOM 60fibHULE
N2 11, NoNMKANHUYECKOM oTaeneHumn N2 6.

Kputepum cootBeTcTBUA

Kputepusimu BKIOYEHUS B OCHOBHYIO rpynny uccnegosa-
HUSA ABNSSIUCE: XMPYPruYecKas pe3eKLns 4acTu KUWeYHUKa
B NnepBble 4 MeC }W3HU, BO3pacT oT 1 A0 12 MeC KM3HM,
oTmeHa ABT He meHee 4yeM 3a 1 mMec A0 Havyana 3abopa
MaTtepuana Ha uccnegoBaHne KXKK, cornacue poautenew
nauMeHTa Ha yjacTue B uccnegoBaHum. Kputepmem HEBKIO-
YeHUS B OCHOBHYIO Tpynny siBASACA CUHAPOM KOPOTKOM
KWULWKW, PasBMBLUMICA Y MaUMEHTOB Mocfie onepaTuBHOIO
nievyeHuns.

Kputepusimm BKIKOYEHUS B KOHTPOSbHYIO Fpynny sBAs-
NMcbk: Bo3pacT oT 1 Ao 12 mec, | 1 Il rpynna 3a0poBbs (yenoBs-
HO-340pOBble AeTH), oTcyTcTBUE ABT 1 NpUMEHEHUST NPOBU-
OTMYECKMX NpenapaToB 3a 3 Mec A0 Havana uccneaoBaHus.

LieneBble noKa3arenu uccnegoBaHus

OCHOBHOM NnoKa3saTteJ/lb UCC/1Ie40BaHNS

CopepxaHne KKK (C,—C,, cymmMa KMCNOT, aHaapo6HbIH
nHaekc (AW)) B Kane y feTer NepBoro rofia Xu3Hu, nepeHec-
LWMX PE3EKLMI0 YaCTh KULIEYHMKA.

[ononHuTenbHble NoKasaTenn UCCnefoBaHus:

cofepaHne KKK (C,—-C4, cymma Kucnot, AW) B Kane

y AeTen NepBoro rofda *usuu |, Il rpynn 340poBbs B BO3-

pacTHble nepuoabl 1-3, 4—6, 7—12 MeC *XU3HH;

cpaBHUTeNbHOe uccnegoBaHue copepxanuna KK (C,—

C,, cymma Kucnot, AW) B Kane y aeTen nepsoro roga

YKWU3HW, NEPEHECLUNX PE3EKLMIO KUILEYHUKA, U Y AeTen

nepBoro roga xusuu |, Il rpynn 340poBbs B OTAESbHbIE
BO3pacTHble Nnepuoabl nepsoro roga — 1-3,4-6, 7-12
MEC;

CpaBHWTENbHOE WUCCNeAoBaHWe aHTe- U NepuHaTaibHOro
aHamMHe3a, GM3MYECKOro pasBuUTUS Y AeTerl OCHOBHOM
M KOHTPO/bHOM rpynmn.

MeToabl u3MepeHHUs Lie/ieBbIX NoKa3aTesen

CopeprkaHne KXKK B Kane ougeHuBanu ¢ Nomollbio MeTo-
fa KX, AHanu3 npoBOoAMAM MO METOAMKE, MPEANOMEH-
Hon M.A. Apaatckon, H.C. MKoHHMKOBbLIM, O.H. MUHYLWKK-
Hbim [14].

3abop 6uonornyeckoro matepuana (Kan) ana nposeae-
Husa MKX-aHanu3a npoBoauncsa B cpokn 1-3, 4-6, 7-12
MEC }M3HU. 3abop maTepuana y aeten, nepeHeclunx onepa-
TUBHOE NleYeHne, OCYLLECTBANCS He paHee YeM Yyepe3 1 Mec
nocne otMeHbl ABT. B cTepuibHyl0 0HOPa30BYlD €MKOCTb
co6upanu He MeHee 1 I CBeMXero Kana W AOCTaBASIM
B nabopaTopuio B TeyeHre 2 4 OT MOMeHTa c6opa. Bece npo-

OcHoBHas rpynna, n = 37

Bcero geteii, n =112

KoHTponbHan
I10p.;p=y:ga 3, Uroro r::y:;g,
- 9 10
- 22 30
15 37 35
68 75

6bl OblIM NpPOaHaNM3MPOBaHbl Ha ra3oBOM XpomaTorpade
Agilent Technologies (Moaenb 6890; Hewlett Packard, CLUA).

Onpegenanu cnegytowne npoayKTbl MUKPOGHOro meTabo-
nuama: C, — yKcycHas Kucnota; C; — nponuoHoBas KUcso-
Ta; iC, — mM3omacnaHas kucnota; C, — mMacnsaHas Kucnora;
iCs — m3oBanepnaHoBas Kucnota; C; — BasepuaHoBas
Kucnorta; iCq — M3oKanpoHoBas Kucnota; Cg — KanpoHoBas
KuUcnota, UX CyMmapHoe cofepxanue, AU.

Mapkepamu, BblAensgeMbiMU as3poBbHbIMU MHUKpOOpra-
HU3MamMu (a3pobHbIMKU U baKyNbTaTUBHO-aHa3PO6HbIMK),
ABnatoTcA yKeycHas (C,), a aHasapo6HbIMM — MpPONUoHoBas
(C3) 1 macnsHas (C4) KUCNOTDI.

OTHOCHTENbHbIE COAEPXKaHUA YKCYCHOW, MPONUMOHOBOK
1 macnaHon Kncnot (Ogy_y, YCN. ea.) n AU (yen. en.) paccyu-
TbiBanu no cneayownm dopmynam (1-4):

Oco = Koo / (Keo + Kes + Kea); o«
Ocs = Kea / (Koo + Kes + Kea); 2)
Oca = Kea / (Keo + Koz + Kea); 3)

AW = (O¢3 + Ogy) / Ocy, (4)

rae Koo — KOHLEHTPaLMs YKCYCHOM KucnoTbl (C,), MKr/T;
Koz — KOHLUeHTpauus nponuoHoBon Kucnotbl (Cz), MKr/T;
Kcq — KOHLEHTPaLMA MacisHom KUCNoTbl (C4), MKI/T.

[octoBepHOCTb crnoco6a NoATBEPXKAeHa KOHTPOSIbHbIMU
onbITaMU Ha MOJENbHbIX CMecsAX KucnoT. OwnbKa He npe-
Bblwana 2-4%. YyBCTBUTENLHOCTb METOAMKM COCTaBnsna
96 *+ 2%, BOCNpon3BoanIoCh pesynstatoB — 98 + 2% [14].

OueHKa aHTe- M nepuHaTanbHOro aHamHe3a MpoBO-
Aunacb Ha OCHOBaHWW aHanuM3a MepPBUYHON MeEAULIMHCKOM
[IOKYMEHTaLWK: BbINMUCKU W3 POAWIBHOrO [JOMa, UCTOpUK
pa3BuTUa pebeHka — dopma 112y. OueHka dwuaunyecKo-
ro pasBWTUS MPOBOAMNIACH C UCMONb30BaHUEM PErvoHab-
HbIX LEHTUIbHbIX Tabnuy, 1 BKIOYana onpejeneHne ypos-
HA OMONOrMYEeCcKOM 3penoctu n MopPodyHKLMOHANBHOro
ctatyca (M®C). Mpu oLeHKe ypoBHS GMONOTMYECKOW 3pe-
NIOCTU WMCMNOMb30Ba/MCh 3HAYEHUS JMHbI Tena U ee Mnpu-
6aBKM 3a MepBbIN 04 XWU3HU. YPOBEHb GMOOTMYECKOM
3penocT B COOTBETCTBUM C NAcMNOPTHbIM BO3PacTOM onpe-
aensnca no MHAeKcy «4iMHa Tena/Bo3pact. [Ans OuUEeHKu
M®C ucnonb3oBancs MHAEKC «Macca/gnuHa Tena» [15].
N3mepeHue annHbl Tena NPOBOAWIOCH Y AETEN B MONOKEHNUN
nexa. Poct uamepsnca poctoMmepom AETCKUM MEeAULMHCKUM
POM-01, norpewHoctb — 4 mMm. MU3mepeHue Macchl Tena
NPOBOAMNSIOCH C MOMOLLbIO 3/IEKTPOHHbIX BecoB BM3-1-15M
C norpewHocTbio £0,25 1.

CraTucTU4YeCcKue npouegypbl
MpuHYMnbl pacyeTa pa3mepa BbIOOPKH
Pa3mep BbIGOPKM NpeaBapuUTENbHO HE pacCUuTbIBasCS.

CraTucTH4ecKne MeToAbl
AHanun3 JaHHbIX BbIMOJIHEH C MOMOLLbIO NaKeTa CTaTUCTK-
yeckunx nporpamm STATISTICA, Bepcus 10,0 (StatSoft Inc,
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CLUA). Ucnonb3oBanucb METObl ONUCaTENbHOW CTAaTUCTUKM
151 aHanNn3a NepeMeHHbIX C HOpMasbHbIM pacnpeaeneHnem
(cpegHee 3HaveHue M, cTaHAAPTHOE OTKIOHEHWE T, MUHU-
MajlbHOE W MaKCUMaNbHOE 3HayeHus) HenapameTpuye-
CKUX NepeMeHHbIX (MegnaHa Me, npoueHTUNn 25%o; 75%o).
CpaBHUWTENbHbIA aHanM3 Af1a napaMeTpUYeCcKux MnoKasare-
ner NpoBOAMACS C UCMONb30BaHMEM KpuTepus CTblogeHTa,
QNS KaYeCTBEHHbIX AaHHbIX — KpuTepus x2 MupcoHa, Hena-
pPaMEeTPUYECKMX HE3ABUCUMBbIX MEPEMEHHbIX — KpUTEPUS
MaHHa — YWTHM, HenapameTpuyecKux 3aBUCHUMbIX Mepe-
MEHHbIX — KpuTepus BunkokcoHa. Pasnuuusa cyuTanucb
CTaTUCTMYECKM AOCTOBEPHbIMM MpK 3HaveHuun p < 0,05.

3TMyeckas akcnepTU3a

BbinonHeHWe uccneaoBaHus ¢ y4eTOM BCEX HEOBXOANUMbIX
3TUYECKUX MPUHLUMMOB OblI0 NMOATBEPKAEHO JIOKanbHbIM
3TM4Yecknm kommutetom b0y BO YIMY MuHsapaBa Poccun
(npotokon ot 20.12.2019 N? 10).

PE3YJIbTATbI

dopmMmupoBaHue BbIGOPKU UCCNe0BaHUS

dopmMnpoBaHne OCHOBHOW rpynnbl NPOBOANIOCH METO-
[IOM cnnolHoro Habopa: Bcero B wuccnegoBaHue Oblnun
BK/OYEHbl 37 [eTen, NepeHecWnx Pe3eKuMIo KUWeYHUKa
B NnepBble 6 MeC W3HU. MWHUMaNbHbIN BO3pPacCT AETew,
NoABEPriIMXCS ONepaTMBHOMY JIEHEHMIO, COCTaBW NepBble
CYTKM YKU3HWU, MaKCUManbHbll — 120 AHEN KU3HU.

XapaKTepUCTUKHU rpynn ucciepoBaHusa

OcHOBHyto rpynny HabnioaeHus coctaBunun 37 peten,
M3 KoTopbix 23 pebeHKa (62%) Oblin AOHOLEHHBIMM,
14 (38%) — HepoHOWeEHHbIMU. TakMM 06pa3oM, NMpU POXK-
[IEHWUU CPEAHUI CPOK rectaumm coctaBmn 35,86 + 3,92 Hen,
Macca Tena — 2606,59 £+ 951,29 (min 820, max 4100) r,
AnvHa Tena — 47,13 £ 6,42 (min 32, max 57) cM. B ocHoB-
HOWM rpynne Manb4nKoB 6bino 65% (n = 24), neBoyeKk 35%
(n = 13). MNpu NpoBeaeHUn aHann3a ypoBHS ONepaTUBHOIO
BMellaTeNnbCcTBa y AeTeN OCHOBHOM rpymnmbl ONpeaeNieHo, YTo
pes3eKLMsa HacTu TOHKOMO KULWEeYHUKa NpoBeaeHa y 6onbluewn
yactn geten — 60% (n = 22), pe3eKuusa yyacTka TOJICTON
KUWKN — y 40% (n = 15). MpUYnHON onepaTtMBHOIo JIeYeHUs

Ha TOHKOM Knwke y 68% (n = 15) ABUACA BPOXKAEHHbIW MOPOK
pPa3BUTUS KeNyooHHO-KuLle4YHoro TpakTa (BIMP XKT), y 32%
(n = 7) — HeKpoTUMpyoLmn aHTepoKonuT (HIK). B cTpyKTy-
pe BIP 6binu BblgeneHbl cneayloLime NopoKKu: atpesns ToLen
KUWKKN — 27% (n = 4), ractpowwnsunc — 13% (n = 2), 3aBopoT
y4yacTKa NoAB3AO0LWHOM KUWKKU — 20% (n = 3), aM6puoHanb-
Hasl rpbiXKa Nyno4YHoro KaHatmka — 7% (n = 1), atpesusa noa-
B3[OLWHOW KUIWKN — 13% (n = 2), MHOXECTBEHHbIE aTpe3nun
TOHKOM KNWKKU — 27% (n = 4). B 87% (n = 13) cny4aes BIP
HKKT 6611 BbiBNEH NpeHaTanbHO. MpUYMHON pe3eKunn Ton-
cTon Knwku B 100% cnyvaeB fBunach 6one3Hb [MpinpyHra.
B cpeaHeM CpoK onepaTMBHOMO fleYeHns y AeTen OCHOBHOWM
rpynnbl coctaBun 17,7 £ 4,4 gHsa (Tabn. 2).

[eTtn, nepeHecwmne pe3eKumio KulieyHuKa, 6binu pas-
fAeneHbl Ha 3 noArpynnbl: nepByo noarpynny (1) coctaBunu
9 YyenoBeK, HabMOAABLINXCA AMHAMUYECKU Ha MPOTIKEHUM
roga B cpoke 1-3, 4-6, 7—-12 mec; BTOpyto noarpynny (2)
coctaBman 13 yenoBeK, HabnogaBWNUxCca B Bo3pacte 4-6
MeC 1 B nepuog 7—-12 mec; B TpeTbio noarpynny (3) sownu
15 neten B Bo3pacTe OT 7 A0 12 mMec *Kn3Hu. OnepaTtnBHoe
le4yeHne Ha TOHKOW KULLKe B noarpynne 1 nepeHecnu Tpetb
neten (33%) geten, Ha TONCTOM KUILIKe — ABe TpeTu (67%).
B noarpynne 2 HecKkonbkuM 6osiee NonoBuHbI (62%) aeTewn
6blIM NPOONEPUPOBaHbl Ha TOHKOM KuULWKe. B noarpynne 3
y 60nblWMHCTBa Aeten (73%) Gbina npoBedeHa pe3eKuus
TOHKOWN KULWKKM (Tabn. 3).

CpoKkM onepaTMBHOrO BMellaTenbCTBa B MoArpynnax
3HAYMMO Mexay cobon He pasnunyanuch (Tabn. 4). CpeaHsas
npogomkutenbHocte ABT HaumeHee pnuTenbHon 6bila
B nogrpynne 1 — Me (25%0 — 75%0 = 27,0 (21,0-34,0)
OHEN, 4YTO [JOCTOBEPHO OTIMYano e€e OT MPOAOSIKUTENb-
HocTn ABT B noarpynne 2 — Me (25%0 — 75%o0) = 37,0
(27,0-43,0) gHen n noarpynne 3 — Me (25%o0 — 75%o0) = 42,0
(34,0-53,0) gHa (Tabn. 4). BepositHo, 6onee anutenbHble
Kypcbl ABT 6111 06YCNOBEHbI O6LIMPHBIM Y4aCTKOM pe3ekK-
MU 4acCTU KULIKU U ONUTENbHOCTbIO BOCCTAHOBUTENbHOIO
nocneonepaunoHHOro nepuoza.

KoHTponbHylo rpynny coctaBunu 75 geten B Bo3pacTe
1-12 mec ¥n3Hu, oTHocswmxes K |, Il rpynnam 340poBbS.
[JOHOLWEHHbIX AeTen B rpynne KoHTpons 6bi1o 68 (91%),
He[JOHOWEHHbIX — 7 (9%). Y feTen rpynnbl KOHTPONS CPOK

Ta6auua 2. MNMpuynHbl 1 CPOKKU ONEepaTUBHONO leYeHUs AeTein OCHOBHOWM rpynnbl
Table 2. Causes and time of surgical treatment in children of the main group

Mpuy4mHbI
n (%)
Pe3eKumna TOHKON KULLKHK: 22 (60)
BMP KT 15 (41)
H3K 7(19)
PeseKuus TONCTOM KUWKKM (60ne3Hb MMpLinpyHra) 15 (40)

OcHoBHas rpynna, n = 37

CpeiH1MA CPOK onepaTuBHOro nevyenus, Me [25-75%o],
(min; max) gHun
1,0[1,0-2,0],(1; 30)
1,0[1,0-1,01,(1; 2)
7,0[1,0-10,0]1,(1; 30)

30,0[3,0-30,0], (2;120)

Ta6nuua 3. [puyrHbI M YPOBHM pe3eKuunn y Habnogaemblx geten (n = 37)
Table 3. Causes and levels of bowel resection in children kept under observation (n = 37)

ToHkas kuwkKa (BMP + H3K), n = 22

[eTtn, nepeHeclune

Toncras Kuiuka, 6onesHb
Mpwnpysdra, n = 15

pe3eKuu1Io KUlle4yHUuKa BNP,n =15 H3K,n=7 Bcero, n =22 .

n % n % n % : *
MNogrpynnal,n=9 2 22 1 11 3 33 6 67
Mogrpynna 2,n =13 5 39 3 23 8 62 5 38
Mogrpynna 3,n =15 8 53 3 20 11 73 4 27



rectauuu, Macca v afivHa Tena npu poxkaeHuu 6binm JOCTo-
BEPHO BblIlle, YeM B OCHOBHOM rpynne (Tabn. 5).

AHanuM3 aHTe- M nepuHaTanbHOro aHamHesa [JeTen
BbIIBUJT OTCYTCTBME [JOCTOBEPHbLIX Pa3fnynii Mexy OCHOB-
HOW M KOHTPOJIbHOM rpyrnnamMu no naputety 6epemMeHHoCTen
y MaTtepen: oT nepBori 6epemMeHHOCTU POAMSIUCH COOTBET-
CcTBEeHHO 35% (n = 13) n 40% (n = 30) aeten; oT BTOpou 6epe-
MEHHOCTU — COOTBETCTBEHHO 38% (N = 14) n 25% (n = 19);
OT TpeTben n 6onee 6epeMeHHOCTEN — COOTBETCTBEHHO 27 %
(n = 10) n 35% (n = 26) peten. Mo KONMYECTBEHHON XapaK-
TEPUCTMKE POAOB AOCTOBEPHBIX Pa3NMyuUi B rpynnax Takxe
He OTMeYanochb: OT NEPBbIX POAOB B OCHOBHOW rpynne poau-
nmeb 49% (n = 18) aeten, B KOHTponbHOM — 59% (n = 44),
OT BTOPbIX POAOB — COOTBETCTBEHHO 38% (n = 14) n 36%
(n = 27) peten. ObpalLaeT Ha cebs BHUMaHWe, 4To y MaTe-
pen OCHOBHOW rpynnbl 6epeMeHHOCTb Yalle NpoTeKana Ha
doHe rectosa (97,2%, n = 36 n 81,3%, n = 61, p < 0,020)
M XpOHMYECKOW deTonnaleHTapHon HegocTtaTodHoCTH (38%,
n=14un17%, n = 13, p < 0,018), yem y maTtepew rpynnbi
KoHTponsa. OcTafbHble NaToNOrMYecKue COCTOAHUS y Gepe-
MEHHbIX XEHLLMH OCHOBHOM M KOHTPO/IbHOW rpynn — aHeMus
(43 n 45%), naTtonorus yporeHMTanbHOro TpaKkra (KOMbMuT,
nuenoHedput — 46 n 55%), rectalUMOHHbIN caxapHbIi Ana-
6eT (13,5 1 17,3%), OPBU (48,6 1 45,3%) — BCTpevanuchb
NpaKTUY4eCKn € ofMHaKoBOW 4acToToW. lyTem KecapeBsa
ceyeHus yale 6bin PoXKAEHbl 4ETU OCHOBHOWM IPyMMbl, YeM
rpynnbl KOHTpons (73 1 28%, p < 0,001).

OueHKa GU3MYeCcKoro pa3B1UTUS BbISBWUAA, HYTO MO YPOB-
HIO 6GWONIOrMYECKON 3pesnocTM B Bo3pacte 3 Mec [AeTu
OCHOBHOW W KOHTPOJIbHOW Tpynn He pasnnyanucb. B BO3-
pacte 6 Mec feTel, COOTBETCTBYIOWMX MO YPOBHKO 6MO-
JIOTMYECKOW 3PenocTn MacrnopTHOMY BO3pacTy, 3HAYMMO

6onblue Hab6nwAanocb B rpynmne KOHTPOAS, M HanpoTuB,
[eTen ¢ OTCTaBaHMEM OT MacnopTHOro Bo3pacTa 6bl1o
6onblle B OCHOBHOM rpynne. K KOHLY MepBOro roaa »us-
HWU COXpaHAIUCb pasnnyuMa Mo OTCTaBaHUIO B Pa3BUTUM
(p £0,040) (Tabn. 6).

Jlnwb nonoBuHa AeTen, NepeHecx Pe3eKLMIo KULey-
HUKa (60%), nmenu rapmMoHuyHbin M®PC K nepsomy roay
YWU3HU. [JMCrapMOHMYHbIA CTaTyCc 3a cyeT gedpuumTa maccol
COXpaHanCcad Ha BCEM MNPOTAXEHWW MEepPBOro rofja MW3HU
B CpPaBHEHUW C [EeTbMW Tpynnbl KOHTPONdA. [paKTU4ecku
NoSIOBMHA AeTel OCHOBHOW rpynnbl K 12 mec umena auc-
rapMoHUYHOCTb (41%) — B GONbUWIMHCTBE C/lyYaeB 3a CYeT
nedunumnta maccol (32%). lapMoHUYHbIN MDC y Bcex geten
B Bo3pacTe 3 U 12 MeC He umen AOCTOBEPHbIX Pa3/ivyuni,
a B 6 MeC 3Ha4yMMO Yalle BCTpeyancsa y feten rpynnbl KOH-
Tpong (tabn. 7).

OCHOBHbI€e pe3ynbTaThbl

CornacHo au3ailHy uccnefoBaHWsl aHanu3 CoAepXKaHus
KXK B Kane y feten oCHOBHOW rpynnbl npegnonaran uayye-
Hue avHamukn KXKK Ha npotskeHun roga: B noarpynne 1
(n = 9) BbIIBNIEH OTHOCUTENLHO CTAabWUbHbIN YPOBEHb 3HAYe-
HUM KKK HaumHasa ¢ 1—3 Mec U K KOHLy NepBoro roga; otMme-
YyeHa N1Llb HeKOoTopas TeHAEHLMS K MOBbLIWEHWIO COAepKa-
Hua C, BO BTOPOM MOMYrofnu 3n3uun. B noarpynne 2 (n = 13)
nccnepgosarve KXK ¢ 4—-6 mec o roa BbIIBUIO 3Ha4YMMoe
CHWXeHue ypoBHS C, B Kane BO BTOPOM TMOSTYrOAUN MU3HU
npu OAHOBPEMEHHOM HapacTaHun ypoBHa Cs (p < 0,005)
W, COOTBETCTBEHHO, 3Ha4YeHns AW. [laHHas AMHaMUKa aBNs-
eTCcsl OTpa)keHWem MpoLeccoB «aHaspobusauun» meTabo-
JIMYECKON aKTUMBHOCTM Ha (dOHE CHUXKEHWS MoKazaTenew
Hopmoddnopbl (Tabn. 8).

Ta6nuua 4. CpoKku onepaTtuBHOIO IeYeHUS U NPOLOIMKUTENBHOCTU aHTUOaKTEpHanbHOM Tepanun y Aetei 0OCHOBHOM rpynnbl (n = 37)
Table 4. Time of surgical treatment and duration of antibacterial therapy in children of the main group (n = 37)

Moarpynna 1 (n =9)

Moarpynna 2 (n = 13)

Moprpynna 3 (n = 15)

p
1 2 3
CpOKVI OornepaTtnuBHOro Jie4eHnd, AHU
Me 30 2 3
25%o~75%o0 14-30 1-30 1-10 1,2<0,270;
) 1,3<0,095;
min 1 1 1 2,3<0,835
max 60 90 120
MpoponxkutenbHocTb ABT, oHM
Me 27 37 42
25%0—75%o0 21-34 27-43 34-53 1,2<0,030;
1,3<0,002;
min 18 20 21 2,3 < 0,166
max 36 51 61

Ta6nuua 5. CpoK rectaymm n aHTPONOMETPUYECKUE NOoKasaTenu npu

POXAEHUMW y AETEN Py HabogeHUs

Table 5. Gestational age and anthropometric parameters at birth in children of study groups

NokasaTtennb

M * g, (min, max)

p
OcHoBHasg rpynna, n = 37 KoHTponbHasa rpynna, n =75
Macea Nbv DOSKIEHUH. - 2606,59 + 951,29 3242,3+412,24 <0.001
P porACHAA, (min 820, max 4100) (min 2400, max 4480) =
47,13 +6,42 51,30+2,13
[nvHa Tena npu poXaeHuu, cM (min 32, max 57) (min 46, max 57) <0,001
CpoK recrauuu npu poXxxaeHuu, Heg 35,86+ 3,92 38,20 £0,789 <0,005

(min 25, max 40)

(min 36, max 40)
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Ta6nuua 6. Pusnyeckoe pas3BuTHe y HabOAAEMbIX JeTew Mo YPOBHIO GMONOTMYECKON 3PENIOCTH (A/IMHa Tena)
Table 6. Physical development of children kept under observation which were assessed for level of biological maturation (body length)

®dusnyecKoe passurtue 3 mec 6 mec 12 mec
OcHoBHas rpynna, n = 37
n=9 n=22 n=37
n (%) n (%) n (%)
CooTBeTCTBYET NAacnopTHOMY BO3pacTy 4 (44) 6 (*27) 17 (46)
OTcTaeT OT NacnopTHOro Bo3pacta 4 (44) 11 (**50) 17 (*46)
OnepexaeT NacnopTHbIM BO3pacT 1(11) 5(23) 3(8)
KoHTponbHas rpynna, n = 75
n=10 n=30 n=235
n (%) n (%) n (%)
CooTBETCTBYET NacnopTHOMY BO3pacTy 5 (50) 18 (*60) 24 (67)
OTCTaeT oT NacnopTHOro Bo3pacta 2 (20) 6 (**20) 8 (*23)
OnepexaeT nacnopTHbIM Bo3pacT 3(30) 6 (20) 3(9,0)
p< - *0,039; ¥*0,023 *0,040

lpumeyaHue. * — 3Ha4YeHue p y AeTer OCHOBHOM U KOHTPOJIbHOM rpynn No ypoBHIO 6MON0rMY4ECKON 3pENOCTH, COOTBETCTBYIOLLEN NAaCNOPTHOMY
BO3pacTy. ** — 3HayeHne p y AeTel OCHOBHOW M KOHTPONAbHOM rpynn No YPOBHIO GMONOrMHECKOM 3penocTH ¢ OTCTaBaHWEM OT MacnopTHOro
BO3pacrTa.

Note. * — p value for children of the main and control groups with the level of biological maturation which corresponded to the chronological
age. ** — p value for children of the main and control groups which level of biological maturation was behind their chronological age.

Ta6auua 7. MopdodyHKLMOHANbHbIV CTaTyC Y HabnogaeMblx JeTein (COOTBETCTBUE MacChl Tena AnuHe Tena)
Table 7. Morphofunctional status of children kept under observation (assessment of whether body weight corresponds with body length)

MopdodyHKLMOHaNbHBINA CTAaTyC 3 mec 6 mec 12 mec
OcHoBHas rpynna, n = 37
n=9 n=22 =R
n (%) n (%) n (%)
[apMOHWUYHBIN 5(56) 9 (**41) 22 (60)
[McrapMoHWUYHbIN 4 (44) 13 (52) 15 (41)
3a cyeT geduumuta macchbl 3(*33) 3(*14) 7(*19)
3a cyeT pe3Koro feduumuta macchbl 1(11) 3(14) 5(145)
3a cyeT U36bITKa macchbl - 7(32) 3(8)
KoHTponbHas rpynna, n = 75
n=10 n=30 n=35
n (%) n (%) n (%)
[apMOHWUYHbIN 7(70) 22 (¥*73) 25(71)
OncrapMoHUYHbIV 3(30) 8(27) 10(29)
3a cyet geduunta macchl 1 (*10) 2 (*7) 3(*9)
3a cyeT pe3koro geduumuta macchbl - - -
3a cYeT U36bITKa Maccbl 2 (20) 6(20) 7(20)
p= *0,089 **(0.03856; *0,042 *0,013

Mpumedarue. ¥ — MopdOdYHKLIMOHANbHbBIN CTAaTyC AUCTapPMOHUYHbIN 3a cHeT AedurLMTa Macchl y AeTEN OCHOBHOM U KOHTPOJIbHOM rpynn (3Ha-
yeHue p). ¥* — MopHODYHKLMOHANBHBIN CTaTyC rapPMOHUYHBIN Y AETEN OCHOBHOM M KOHTPO/LHOW rpynn (3HayeHue p).

Note. * — morphofunctional status is disharmonious owing to underweight in children of the main and control groups (p value). ** —
morphofunctional status is harmonious in children of the main and control groups (p value).

CpaBHUTENbHOE cogepxaHue KXKK B Kane y peten
OCHOBHOW rpynmnbl B 3aBUCHMOCTM OT BO3pacTa Ha NepBoMm
roay XW3HW («NomnepeyHble Cpe3bl») BbISBUIO pasfivyune
TOMbKO MO ypoBHIO C;, 3aK/ilovaBlieecd B 60/iee BbICO-
KOM €ro 3HayeHuu y AeTel BTOPOro MoNyrofust KU3HMW.
OTmMedyanacb TeHAeHUMs K HapacTaHuio AU K KOHLY NepBoro
roAa *M3HW. MOXKHO NPeanonoXKUTb, YTO AaHHbIN GaKT aBNS-
eTCs OTpaXkeHnem NpoLeccoB «aHaapobusaLmmn» Metabonu-
4eCKOM aKTMBHOCTU KULLIEYHON MUKPOOBKOTHLI Y AeTen nocne

anutenbHoro Kypca ABT B nocrneonepauuoHHOM nepuoje
(Tabn. 9).

CpaBHUTENbHOE M3yYeHe MeTab0oIMYECKOW aKTMBHOCTH
KULWEYHON MMKPOOBKOTbI Y AeTe OCHOBHOW rpynnbl B 3aBU-
CMMOCTU OT YPOBHSA PE3EKLIUM KULLKK NPOBOAUSIOCH BO BTO-
pPOM MONYrOAMKU MU3HU Kak MUHUMYM Yepes3 Mecsl, nocne
3aBepleHns ABT. AHanM3 He BbIIBU 3HA4YUMbIX Pa3Uynn
B cogepaHun KXK B Kane; oTmeuyeHa Nvib TeHAEHLMSA
K 6onee HW3KMM 3HadeHnsam C, n 6onee BbICOKUM 3Haye-



Ta6nunua 8. CopepkaHne KKK B Kane y fetew, nepeHecLUnX pe3eKLMIo KULLEYHWKA, B AMHAMUKe NepBoro roga *u3Hu, Me [25%o—75%o)
Table 8. Fecal SCFA content in children which had undergone bowel resection, dynamic changes in the first year of life, Me [25%o0—75%o]

Me 1-3 mec 4-6 mec 7-12 mec
[25%o75%o] 1 2 3 &
Moarpynnal,n=9
Co it 0,844 0,875 0,704 i; f 8’2?2
2 _ _ _ =<0,
[0,809-0,974] [0,757-0,889] [0,638-0,865] 230173
o 0125 0,049 0133 ig : gégg
3 _ _ _ y - y
[0,056-0,142] [0,029-0,085] [0,017-0,254] 230173
oo 0,018 0,079 0,105 ig s 8’222
41 _ _ _ O S U,
[0,013-0,064] [0,059-0,120] [0,050-0,122] 2320052
1,2<0,514
15,348 21,470 28,732 e
CyMMma KuenoT, mr/r ’ ’ ’ 1,3<0,213
[3,038-41,725] [16,281-36,606] [24,101-33,364] 320,052
A 0,184 0,146 0,419 15 i 8223
[0,081-0,234] [0,124-0,319] [0,154-0,567] 2320173
Moarpynna 2, n =13
0,769 0,622
Ca, mr/ - [0,746-0,9790] [0,599-0,728] 2:3<0,039
0,085 0,304
Cq Mr/r - [0,009-0,145] [0,206-0,344] 23<0005
0,089 0,067
Cqy mar/ - [0,014-0,122] [0,059-0,086] 2:3<0,463
12,045 14,413
CymMa Kuenort, mr/r - [4,391-28,083] [11,586-23,242] 2,3<0,916
0,299 0,605
A=) B [0,021-0,339] [0,373-0,666] 2:3<0033
MNoarpynna 3,n =15
0,876
C,, Mr/t - - [0,773-0,942] N
0,078
Cg, Mr/r - - [0,051-0,112] N
0,032
Cy, mr/r - - [0,003-0,0600] N
CymMma Kuenot, mr/r - - 16,943 -
Y ’ [2,512-7,623]
0,141
A=) - - [0,060-0,292] -

HuaM C; B Kane y [ieTei C pe3eKuunen TONCTON KULIKK, YTO
KOCBEHHO MOXET 03Ha4yaTb Halnyue TEHAEHLMU K CHUKe-
HUI0O MeTaboNMYECKON aKTMBHOCTM OGMMraTHOM KULLEYHOM
MUKPO®Opbl C napanienbHbiM YBENUYEHUMEM aKTUBHOCTU
aHaapo6Hon dnopbl (Tabn. 10).

[lononHuTeNbHbIE pe3ynbTaTbl UCCIeAOBaHUSA

Mpu aHann3e MeTaboNMyeCcKOn aKTUBHOCTU MUKPOBUOTbI
KULIEYHMKa 3[0POBbIX AeTei yCTaHOBNEHO, YTO ypoBeHb C,
B Kane [oCTuran MaKCMMasbHblX 3Ha4YeHw B BO3pacTe
1-3 MeC ¥ CTaTUCTUYECKMU 3HAYUMO CHUXKANCH K KOHLY nep-
BOrO rojja XusHu. YposeHb C5 MMeN TEHAEHUMIO K HapacTa-
HUIO K rofly. YpoBeHb C, UMes CTaTUCTUYECKHU 3HAYUMbIA POCT
C NepBbIX MecALEB XU3HN K 12 Mmec, AV TaKKe yBenMyinBan-
€S C NepBOro Ko BTOPOMY nosnyroauto. B uenom cymmapHoe
COAEPXKaHUE KUCNOT B Kase y ileTei rpynnbl KOHTPONS cylle-
CTBEHHO HE MEHSNIOCb Ha MPOTSXKEHMU BCErO rofa XKU3HU
(tabn. 11).

CpaBHUTeNbHOE uccnegoBaHue ypoBHen KK B Kane
y AeTell OCHOBHOM WM KOHTPONIbHOW FPymnmn BbISBWUIO OTCYT-
cTBMEe pasnnyunii B cofepxanun C, C; n AW y peten
Ha MPOTSXKEHUM BCEro MepBoro roga Xusum — 1-3, 4-6,
7-12 mec. YCTaHOBNEHO CTaTUCTUHECKU 3HAYMMOE CHUXKe-
Hue C, y fiIeTel, NepeHeclnx Pe3eKLMI0 KULIeYHKa, B cpaB-
HEHWW CO 340POBbLIMMU AETbMMW BO BTOPOM MOJSTYrOANU KUIHMU.
Mpn 3TOM CyMMapHoe coepaHue KUCIOT B Kasie 40CTOBep-
HO npeo6nafgano y AeTel OCHOBHOW rpynnbl B CPaBHEHWUM
C AeTbMM TPYyNMnbl KOHTPOAS B BO3pacTte 1—3 Mec u BO BTO-
POM MONYrOANN KU3HU (Tabn. 12).

OBCYXAEHUE

Pe3lomMe 0CHOBHOIO pe3ynbraTta UcciiejoBaHUsl

McenepoBaHMe MeTaboMY4eCKOM aKTMBHOCTU MMKPO-
6MOTbl KMLIEYHWKA Y AeTel, NepeHecLlIMX Pe3eKLMio YacTu
KWLWWEYHMKa, BbIIBUIO OTHOCWUTENBHO CTabW/bHbLIM YPOBEHb
nokasatenen KXK B guMHamuKe K KOHLY MepBOro roga
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Ta6nuua 9. CpaBHuTenbHoe cogepxkaHne KK B kane y aeteit OCHOBHOM rpynnbl B 3aBMCMMOCTM OT BO3pacTa

Table 9. Comparative fecal SCFA content in children of the main group as a function of age

Me 1-3 mec,n=9 4-6 mec, n =22 7-12 mec, n = 37
[25%0—75%o] 1 2 3 &
1,2<0,969
Gz, M/ [0 8(%)8—%4924] [0 74?67—%6905] [0 63C)é7—6<>7876] 1.3<0.265
, : : : ; : 2,3<0,103
1,2<0,167
Cqy mr/r [0 0361-206142] [0 oc?é(f)ll%] [0 ogél-loszse] 1,3<0,393
, : : : : : 2,3<0,006
1,2<0,078
Cqy mar/r [0 Ofé(ij(-)9064] [0 05%9%3122] [0 ogé?%logs] 1,3<0,276
, : : : : : 2,3<0,132
1,2 <0,454
15,348 17,739 18,386 e =h,
CymMa K1enot, mr/r B N o 1,3<0,506
[3,038-41,725] [7,702-36,606] [11,586-28,723] 232061
MO 0,185 0273 0,303 p2soIst
[0,081-0,234] [0,104-0,339] [0,141-0,567] 2320055

Ta6nuua 10. CpaBHuTenbHoe coaeparnve KK B Kane y feTeit OCHOBHOW rpynmnbl B 3aBUCMMOCTH OT YPOBHSA pe3eKumn (n = 37)

Table 10. Comparative fecal SCFA content in children of the main group as a function of level of bowel resection (n = 37)

[25%1\1&75%01 Pe3eKunsa TOHKOM KUIWKKU, n =22 = Pe3eKuus TONCTON KUWKK, n = 15 p
0,841 0,670
Care/t [0,680-0,903] [0,599-0,865] <0,099
0,100 0,254
G/t [0,051-0,225] [0,066-0,332] <0,097
0,049 0,066
Gt/ [0,011-0,086] [0,057-0,105] <0565
16,977 19,310
CymMma Kuenor, mr/r (8.992. 27,623] (11769 61.808] <0186
0,188 0,492
Mo [0,407-0,469] [0,154-0,666] <0,105
Ta6nuua 11. CpasHuTebHoe coaepaHne KKK B Kane y eTei KOHTPOIbHOM rpynmbl B 3aBUCHMOCTH OT BO3pacTa
Table 11. Comparative fecal SCFA content in children of the control group as a function of age
Me 1-3 mec,n=10 4-6 mec, n = 30 7-12 mec, n = 35
[25%0~75%o] 1 2 5 p
Cy, mr/r 0,878 0,837 0,728 1; i 8,8?23
¥ - - — D =,
[0,777-0,936] [0,710-0,935] [0,655-0,809] 320,005
Cs, Mr/r 0,076 0,094 0,139 1; s 8?2‘73
¥ - - — 2 =Y,
[0,019-0,123] [0,043-0,158] [0,079-0,190] 2320063
Cy, mr/r 0,033 0,049 0,089 15 s 8622
4 _ _ _ oSV,
[0,015-0,071] [0,014-0,149] [0,050-0,157] 230071
CymMMa KUCNoT, Mr/r 7,179 3,197 8,732 12 i gggg
[2,868-14,686] [1,394-11,557] [3,433-18,717] 23204890
[0,067-0,286] [0,068-0,406] [0,235-0,502] 350018

*M3HW. O6palyaeT Ha ce6s BHUMaHWE TEHAEHLMSA K MOBbI-
WweHuto coaepxkanns C, KO BTOPOMY MONYroAUI0 XMU3HK, YTO
MOET CBWAETENbCTBOBATL O MOCTENEHHOM BOCCTaHOBE-
HUM GapbepHbIX QYHKLMA KULEYHWKa Yy OMNepupoBaHHbIX
ageten [16]) (cm. Tabn. 8). Ho npu 3TOM B CpaBHEHMMU CO 30-

POBbLIMU ETbMU K KOHLLY rofa 13+ yposeHb C, 6bin JOCTO-
BEPHO 60siee HW3KKUM, YTO MOXKET FrOBOPUTb O MEPCUCTEH-
MM BOCManuTeNbHOro npouecca [16]. Y 4yactM nauueHToB
(moarpynna 2) 0OCHOBHOM rpynnbl B AMHAMUKe HabntoaeHus
MMEeNo MeCTO JOCTOBEPHO 3HA4YMMOE CHUMKeHWe ypoBHa C,



Ta6nuua 12. CpaBHuUTeNnbHOe cofepanmne KKK B Kane y aeTteit OCHOBHOM M KOHTPO/IbHOM rpynn B Bo3pacTte oT 1 Ao 12 Mec XnU3HK
Table 12. Comparative fecal SCFA content in children of the main and control groups aged between 1 and 12 months

1-3 mec 4-6 mec 7-12 mec
OcHoBHasn KoHTponbHan OcHoBHan KoHTponbHasa OcHoBHan KoHTponbHan
rpynna,n=9 rpynna,n=10 rpynna,n=22 rpynna,n=30 rpynna,n=37 | rpynna,n=35 p
1 2 3 4 5 6
C,, mMr/r
Me 0,844 0,878 0,786 0,837 0,767 0,728
[25%0—75%0] | [0,809-0,924] [0,777-0,936]  [0,746-0,905] | [0,710-0,935] | [0,638-0,876] @ [0,655-0,809] 1,2<0,142
. 3,4<0,713
min 0,500 0,001 0,672 0,584 0,468 0,344 56<0.358
max 0,990 0,998 0,995 0,996 0,999 0,993
Cs, Mr/r
Me 0,126 0,076 0,061 0,094 0,113 0,139
[25%0—75%0] | [0,056-0,142]  [0,019-0,123] ' [0,009-0,145]  [0,043-0,158] @ [0,066-0,286] | [0,079-0,190] | 1,2<0,803
) 3,4<0,218
min 0,005 0,001 0,001 0,001 0,001 0,001 56<0.309
max 0,325 0,999 0,206 0,349 0,425 0,353
Cy, Mr/r
Me 0,019 0,033 0,083 0,049 0,061 0,089
[25%0—75%0] | [0,013-0,064] [0,015-0,071]  [0,037-0,122] | [0,014-0,149] | [0,032-0,093] | [0,050-0,157] 1,2<0,612
. 3,4<0,456
min 0,003 0,001 0,002 0,002 0,001 0,002 56<0.001
max 0,175 0,998 0,243 0,290 0,259 0,655
CyMmapHOe cofepyaHue KUCnoT, Mr/r
Me 15,348 7,179 17,739 3,197 18,386 8,732
[25%0—75%0] | [3,038-41,725] [2,868-14,686] [7,702-36,606] | [1,394-11,557] |[11,586-28,723] [3,433-18,717] 1,2<0,002
. 3,4<0,092
min 0,408 1,282 0,222 0,122 0,401 1,314 56 <0002
max 59,725 61,754 640,051 114,846 158,453 56,357
AU (-)
Me 0,185 0,138 0,273 0,195 0,303 0,374
[25%0—75%0] | [0,081-0,234] [0,067-0,286] [0,104-0,339] | [0,068-0,406] | [0,141-0,567] @ [0,235-0,502] 1,2<0,999
. 3,4<0,625
min 0,001 0,001 0,005 0,004 0,001 0,006 56<0.606
max 0,999 1,937 0,487 0,710 1,139 1,899

B KaJie BO BTOPOM MONYroAnN W3HU Npu OAHOBPEMEHHOM
HapacTaHun ypoBHS C5 U, COOTBETCTBEHHO, 3HayeHus AW.
CpaBHuTenbHoe coaepxaHne KXKK B Kane y onepupoBaH-
HbIX AETEN B 3aBMCMMOCTM OT BO3pacTa Ha NepBOM roay Tak-
e noKasasno 6onee BbiCOKMe 3HaveHns C; n AU K rogy »us-
HU. [laHHas AWHaMWKa SBNSETCA OTParKeHWeM MpoLeccoB
«@Ha’pobu3aLnmn» MeTaboNMYEeCKOM aKTUBHOCTU Ha ¢bOoHe
CHWXXEHUs MnoKazaTenen Hopmobdnopbl M pocTa YCMOBHO-
naToreHHom Gaopbl Nocne AnunTenbHoro Kypca AbT.

Mpn U3y4eHUU MeTabOoNIMYECKON aKTUBHOCTU KULLEYHOM
MWKPOOUOTBLI Yy AeTeEN B 3aBUCUMOCTU OT YPOBHS PE3EKLIUK
He BbISIBIEHO CTaTUCTUYECKM 3HAYMMbIX Pa3/IMyuii No ypoB-
HIO OTAENbHbIX KMUCNOT, CYMMapPHOro ux cofaepxaHusa n AW.
OTmMeYeHa b TeHAEHLMA K 605ee HU3KUM 3HavyeHnsam C,
1 6onee BbICOKMM 3Ha4eHnaM C; B Kase y leTei C pe3eKLu-
€M TOSICTOM KULWKK, YTO MOXKET OblTb 06YCIOBNEHO aKTUBHO-
CTbO aHa3pPO6HOM GIopPbI B TOJICTOM KULLEYHUKE.

OrpaHu4YeHuUsa UccnefoBaHUA

OfHUM U3 OrpaHWyYeHU OaHHOro UCCNefoBaHUs ABNSA-
eTcsl HeboNbWon 06beM BbIGOPKM OCHOBHOM rpynnbl. MMpu
3TOM cogepxaHune KK B Kane xapakrepu3oBanocb 60/b-
LWKM pa36bpocom 3HayveHun. CnegoBaTtenbHO, ANs NoayYeHus
pe3ynbraToB, «NpeTeHaylLlmx» Ha GOPMUPOBaAHUE 3aKOHO-
MEPHOCTEN M CMOCOOHBLIX XapaKTepPU30BaTb reHepasbHyt
COBOKYMHOCTb TaKUX NaLMeHTOB, TpebyeTcs 601bLNK 06BHEM
BbIGOPKM AnA uccnefoBaHus. Kpome Toro, npu cpaBHe-
HUKM 3HavyeHuin KK B Kane y 60nbHbIX U 340POBbLIX AeTen

He npeacTaBnseTcsd BO3MOXHbIM MOMYyYUTb UCTUHHbIE pas-
JINYUSA, TaK KaK Takue KoHdayHzepbl, Kak ABT, npumeHe-
HUEe NPOBMOTUYECKUX NMpenapaTtoB M cneunann3MpoBaHHbIX
neyvyebHbIX cmecer B nocneonepaLnmoHHOM nepunoae, Cnocoob-
Hble WU3MEHWUTb MOKazaTenn MeTaboSIMYECKOW aKTUBHOCTH
KULWEYHWKa, MPUCYTCTBYIOT B OCHOBHOM Ipynmne u oTCyTCTBY-
10T B KOHTPO/IbHOW.

UHTepnpeTauusa pe3ynbTaToB UCC/Ie0BaHUA

[leTn, nepeHecliMe pe3eKkumio KUWEYHUKa, cTaTucTuye-
CKM 3HAYMMO Yalle UMeNn OTATOLLEHHOEe TeYeHue aHTe-
HaTanbHOro nepuoga (recto3 v XPIMH y matepen); yvawe
poXKaanucb MyTemM KecapeBa CevyeHus; umenn 6onee HU3-
KWW recTauMoHHbIA CPOK NPU POXAEHWUU U, COOTBETCTBEHHO,
6onee HU3KME NoKazaTenn Macchl U [/IMHbI Tena npu poxkae-
HWK, YeM 340poBble AeTU. Hanbonee 4yacton NPUYMHOM one-
pPaTMBHOro BMellaTeNbCTBa Ha TOHKOM KuliKe sBunca BIIP
(41%). et ¢ pe3eKuMen KMUWeYHMKa COXPaHAIn Ha NpoTs-
YKEHMU BCEro NepBoro rofa *M3HW CHUKEHHbIE NoKa3aTenu
pocta — 370 06YC/MOBAMBANO OTCTaBaHME OT MacnopTHOro
Bo3pacTtay 46% u geduunt macchl Tena 'y 32% aeten K KoHLy
NepBOro roAa W3HW, YTO cornacyetcs C AaHHbIMU APYrux
vcecnegoBaTenen, CBUAETENbCTBYOWMX O pa3Butun y 40%
onepupyeMbiXx HOBOPOMKAEHHbIX GEIKOBO-3HEPreTUHEeCKOon
HepocTaTto4HOCTH [1, 17]. BbiiBneHHble 0CO6EHHOCTH AMHA-
MUKW OU3UYECKOrOo PasBUTUS B OCHOBHOM rpyrnne MOMHO
06bSACHUTb KOMMIEKCOM MPUYUH: BO-NEPBbIX, 60bWMHCTBO
Jeten 3TOM rpynnbl MMENW HW3KUE aHTPOMOMETPUYECKUE
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rnokasaTtenu Npu PoXKAeHUU, 06yCnoBEHHbIE HEJOHOLIEHHO-
CTbl0; BO-BTOpPbIX, caM aKT onepaTMBHOrO BMeLlaTenbCcTBa
Ha TOHKOM KWLWKe W ANUTENbHOCTb NOCNeonepaLmuoHHOro
nepuoga HeuM36eXHO COMPOBOXAAIOTCA HapylleHuem npo-
LLeCCOB BCAaCbiBaHUS W YCBOEHWUS HYTPUEHTOB; B-TPETbUX,
ABT, 3ayacTyto KOMOGWHUPOBaHHas, BAUSA Ha MUKPOOUOTY
KULLEYHWKa, HeraTuBHbIM 06pa30M CKa3blBaeTCS Ha NpoLiec-
cax acCUMUAALUK NUTaTeNbHbIX BeWecTB. 1o nnTepaTypHbIM
[aHHbIM, HOBOPOXAEHHbIE [eTW, MepeHeclne pe3eKLumto
KULWWeYHWKa, UmeloT 6o/nee HU3KWE MoKasaTtesin ypoBHeW
KXK B kane [2]. Pe3ynbraTtbl JaHHOMO MccnefoBaHUs MeTa-
60/IM4ECKON aKTUBHOCTM MWMKPOOBMOTbI KUILIEYHUKA Y [eTen,
nepeHecLmx onepaTMBHOE BMeLWATENbCTBO, NPOAEMOHCTPU-
poBasn OTCYTCTBME BbIPAXXEHHbIX PasfiMyMi Mo YPOBHAM,
OTPpa<aloWnM aKTMBHOCTb obnuratHon ¢nopbl (C,), Moka-
3aTensam «aHaspobuzauum» MeTaboMYeCKON aKTUBHOCTU
(C5, AM), c neTbmu rpynmbl KOHTPONS. HanpoTus, yposeHb C,
B Kane y [eTe’d OCHOBHOW rpynnbl BO BTOPOM MOMAYrognu
W3HW ObiN JOCTOBEPHO HUXKE B CPaBHEHWW CO 340POBbI-
MU AeTbMWU. 3TO MOXET CBUAETENbCTBOBATL O COXPaHEHUU
BOCMa/MTENBHOIO MpoLecca B KUIIEYHUKE, TaK KaK BOC-
nanuTenbHble MPOLECCHl B CM3UCTON 060/I0YKE MPUBOASAT
K CyLLEECTBEHHOMY CHUKEHMIO KoHLeHTpaLun C, [16]. Cneayet
OTMETUTb, YTO CyMMa KUC/IOT B Kane Ha MpOoTSXKEeHWU BCEro
NnepBoOro rofja *M3HW Oblla CTaTUCTUYECKU 3HAYMMO Bbllle
y AeTe’ OCHOBHOW rpynnbl. bonee BbICOKME MNOKazaTenu
CYMMbl KWUCOT, CBUAETENLCTBYIOWME O BbICOKOW MeTabo-
IMY4ECKOM aKTUBHOCTU MUKPOOWOTbI Yy AETEW, MEpeHecLInx
pe3eKuMIio KULEeYHMKa, CKopee BCero, CBSA3aHbl ¢ 60/bWWUM
BUOBbIM pa3HOO6pa3nem LTaMMOB MUKPOOPraHM3MOB, YTO
MOXET ObITb OTPaXXEHUEM B TOM 4UC/e U 60pbObI «POSHOM»
®nopbl ¢ BHYTPUOONbHUYHBIMU WITAMMaMU. TaKKe 3TO MOXKeT
6bITb 06YCNOBAEHO: TWATENbHOCTHI0 MOHUTOPUHIA COCTOSIHMS
MUKPOOGUOTbI KULWEYHUKA Ha MPOTAXKEHWW BCEro MnepsBoro
rofa HabnaeHus (4eTu nonyyanu neyebHole CMECU Ha OCHO-
B€ MNOJIHOIO rmaponu3a 6enka, oboralleHHble Npo- 1 npebuo-
TUYECKMM KOMTIEKCOM); KOPPEKLIMEN Ha NMPOTSIKEHUN BCEMO
nocneonepaLmoHHOro BOCCTaHOBUTENIbHOI0 nepuoaa npobu-
OTUYECKMMM NpenapaTaMu; BBEAEHNEM NPUKOPMOB M0 UHAK-
BUAyanbHOMY NnaHy Afia Kaxgoro pebeHKka B 3aBUCUMOCTH OT
}YHKLIMOHaNbHOro COCTOSIHMS KMWeYHMKa. Bee aTn dakTopsl
MOT/IM BUSATb Ha GOPMMUPOBAHWE MUKPOOMOTBI KULLEYHUKA,
MeTabonnyeckass akTMBHOCTb KOTOPOW Oblia comnocTtaBuMMa
C aKTMBHOCTbIO MMKPOOWOTHI KULIEYHWKA 340POBLIX AeTen
[18]. Mpwu npoBeAeHUN AUHAMUYECKOrO HAbNOAEHUS Y AETEN,
nepeHecLl X onepaTMBHOE NIeYEHME, K KOHLYY MepBoro roaa
JKM3HU OTMEeYaNioCb CHWXKEHWEe YPOBHS MoKasaTenen 06/u-
ratHon ¢nopbl (C,) Mpu HapacTaHuu MNoKasarenen, oTpa-
XaloLWmMX aKTMBHOCTL aHaspobHon ¢snopbl (C;, AU). Takke
BbiiB/IeHa TEHAEHUMA K yBEeMYeHUI0 ypoBHA C, Kak MapKe-
pa aKTUBHOCTU BOCNaNIUTENIbHbIX MPOLLECCOB B KULLIEYHUKE.
AHann3 MeTabonM4eCKON aKTUBHOCTU KUWEYHOU MUKPOBMO-
Tbl B 3@aBMCMMOCTHM OT YPOBHS pe3eKuun nokasasn ullb TeH-
AEHUMIO K CHWMXEHWIO aKTMBHOCTM obnuratHoi ¢siopbl (C,)
Npu HapacTaHUM aKTMBHOCTM aHa3pPO6HOWM MUKPOGUOTHI (Cj)
y AeTeN C pe3eKLumen YacTu TONCTOM KULWKK.

3AK/TIOYEHUE

[eTn, nepeHecline pe3eKLUmIo KNWeYHrKa, MetoT 6onee
HU3KME TeMnbl GU3MYECKOTO Pa3BUTUS Ha MPOTSAKEHUU
NnepBOro rola *M3HW B CPaBHEHWW C YCIIOBHO-340POBbLIMU
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Te3ucobl y4acTHUKOB X BcepocCUUCKOH
Hay4YHO-NMPAaKTUYECKOMU CTYleHYEeCKOM
KoOHPepeHUuun <Ma3ypuHCKUE YHTEHUSRA».

YacTtb 2

OT pegakuum: 26 Hosi6ps B PHUMY um. H.U. Muporosa npowna exerogHasa X BcepoccuncKas Hay4yHO-NpaKTMyecKas
CTyfeH4yecKasn KoHbepeHLMs NamMATh 3aBeytoLlero Kabeapon nponefeBTUKM AETCKUX 60/1IE3HEN NenaTPUYECKOro dGaKynb-
TeTa AHapes BnagumupoBuya MadypuHa — «Ma3ypuUHCKUE HYTEHUS».

OAvarHocTtuka HoBoM GpopMbl ayTOBOCHNA/IMTE/IbHOIO
cuHpapoma: STING-accouMMpoBaHHbI BaCKyauT

(cuHppom SAVI)

ABepoBa A.11.

HayuHble pykoBoauTenu: Kosnoea A.J1., K.M.H.; BypnakoB B.U.

®rAQY BO «Poccuickuin HaumoHanbHbi MccnegoBaTenbckuii MeanumHckuii YHuBepcuTeT um. H.W. Muporosav,

MockBa, Poccuickasn ®egepaums

drbY HMUL, geTckow rematonornumn, OHKONOrMn, UMMyHoorun um. Amutpus Porayesa, MockBa, Poccuiickas

depepauns

Llenb. MpeseHTauma KIMHWYECKOro cryvyas naumeHTa
C peakum aytoBocnanuTenbHbiM cuHApoMoM — STING-
accoLMMpPOBaAHHbIM BACKY/IMTOM.

AKTyanbHOCTb. l/cnonb3oBaHWe COBPEMEHHbIX Mone-
KYNSIPHO-TEHETUYECKMUX METOAO0B WCCedoBaHus C Lefblo
NMOCTaHOBKM AMarHo3a v CBOEBPEMEHHOro Havyana MeavKka-
MEHTO3HOW Tepanuu.

Martepuanbl U MeToabl uccnepoBaHua. O6bLEKTUBHOE
o6cnegoBaHue nauneHTa Ha 6ase HMUL AFOU um. AmuTpus
PorayeBa, nsyvyeHue uctopmu 60ne3Hu, AaHHblX 1abopaTtop-
HbIX U UHCTPYMEHTaIbHbIX METOLOB UCCNeA0BaHUs, aHann3
nutepatypbl. MONeKynspHO-reHETUYECKUI aHanu3 MeTo-
[IOM BbICOKOMNPON3BOANTENLHOIO CEKBEHMPOBAHMSA HOBOrO
nokoneHus (NGS).

BBepeHune. CuHgpom SAVI (STING-Associated
Vasculopathy with onset in Infancy) — ayTocOMHO-gOMM-
HaHTHOe 3ab6oneBaHue U3 rpynnbl HACNEACTBEHHbIX ayTOBO-
crnanuTenbHbIX CMHAPOMOB, pa3BMTUE KOTOPOro obycnoBne-
HO HaNM4YMeM MyTauuih ¢ NnpuobpeTeHneM QYHKLMUKU B reHe
TMEMZ173 (STING1), kogupytowem 6enok STING (ctumynsi-
TOp reHoB WHTepdepoHa), YTO NPUBOAUT K aHOMasibHOMY
YCUNIEHUIO aKTMBHOCTM 6efika U runepnpoaykuun IFN (.
STING — Ko4YeBOW aganTepHbid 6enoK B 3HAoMIa3ma-
TUHECKOW CETU, KOTOPbIM HEOBXOAMM ANna UHAyKummn IFN B.
CornacHo gaHHbIM MUPOBOWM IUTEPATYPbl, OCHOBHOE KINHU-
yecKoe nposiBneHune cnuHgpoma SAVI — 310 Te4yeHne cuctem-
HOro BacKyfnWTa, Bblparkaloleecs B pa3BUTUM 3pUTEMATO3-
HOM CbIMM Ha KOXe, WMHTepCTULMaNbHON 6GONEe3HWU NErkux,
apTpanrumn, IMXopafKu, Cyxmx raHrpeH nanbLEB U HEKPO3OB
TKaHen B Ucxoae BacKyuTa.

KnuHuyeckun cnyyai. lMauneHtka A, 1 rog 6 Mec.
Pe6eHOK OT 4-i1 6epeMeHHOCTH, 2-X pPoAoB (2 BbIKMAbILA
Ha cpoke 5-6 Hepd), ManbyuK OT 1-Wi 6epeMeHHOCTU 3[0-
poB. AHAaMHE3 XW3HW OTATOLWEH: POAbl NMPEeXXAEeBPEMEH-
Hble, Ha 34- Hel, Macca Tena npu poxaenmn — 2380 T,
OnMHa Tena — 46 cMm, oueHKa no wkane APGAR — 8/8

6annoB. B nocTtHaTanbHOM nepuofe: pecnupaTopHbIA AucC-
TPECC-CUHAPOM, AblXxaTeNlbHasi HEeAOCTaTOYHOCTb TSXKENon
CTeNeHu, NPOBOANIACh UCKYCCTBEHHASA BEHTUNALMS JIETKMUX
(MBJ1). Pe6eHOK 60n€eH C poXaeHMs, Koraa BnepBble NOSBU-
JINCb 3pPUTEMATO3HbIE NMATHUCTbIE BbICbIMAHUSA Ha BEPXHUX
N HUKHUX KOHEYHOCTSX, @ TaKXKe Ha nLEe Mo TUMY BaCKyIn-
Ta, nepexofsine B 3KXMMO3bl. B ganbHenwem y AeBOYKM
OTMeYanCb YacTble pecrnupaTopHble UHbEKLMU, KoTopble
NPoABASIUCE PUHOCUHYCUTAMU, NapUHTUTaMK, GPOHXUTaAMMU
1 NMHEBMOHMEN (2 3nNn304a: B HEOHATaNbHOM Nepuoe 1 Ha
NepBOM rofy XU3HH).

B Bo3pacTe 9 Mec pebeHOK HaxoanCs Ha CTaLMOHapHOM
0o6cnefoBaHMM U NIe4EHUN MO MECTY KUTeNbCTBa MO MOBO-
[ly BOCNanUTENbHbLIX BbICbINAHUNA Ha HWXHUX KOHEYHOCTAX
B BUAE OOLUMPHBIX YHaCTKOB 3pUTEMbI C [ajibHENLEN Mpo-
rpeccven B aKxuMo3bl. lpoBefeHa 6uoncusg BocnanuTesb-
HOro 3nemMeHTa, Mo pe3ynbratam NatoMopdOonorMyecKoro
nccnefoBaHUs: ANUAEPMUC C OOUHOYHBIMW MESIKMMK oYara-
MU U3BASBNEHNUIA U COBCTBEHHO KOXa C YMEPEHHO BblPaXKeH-
HbIM OTEKOM, BOKPYI HEKOTOPbLIX COCYAOB Hanu4yue CKyAHOM
WHAOypauun Hentpodunamu. Ha 1-m rogy »um3Hu y pebeHka
0TMEeYaNiocb HECKOMbKO 3M13040B HEMOTUBMPOBAHHOW JINXO-
pagku. MNMauneHTKke 6bin BbiCTaBneH AvarHo3: KOBEHWbHbIN
MaMonaTUYeCKUn apTpuT, CEpPOHeraTMBHbIA, C CUCTEMHbIM
HayasnoM; 3anof03peH ayToBOCNaNUTENbHbIA CUHAPOM.

B ¢espane 2020 r. B Bo3pacTte 1 roga 6 Mec naumneHTKa
rocnutanusunpoBaHa B HMULL AIOU um. Amutpus Poravesa
Ons npoBeAeHns ob6cnefoBaHWs M MOCTAHOBKM AMarHo-
3a. [pn ocmMoTpe BbIIBNEHbI 3pUTEMATO3HbIE BbICbIMaHUA
Ha Tene, 6e360/ne3HEHHblE, UCYe3aloT NpW HajasB/vBa-
HUWU. Ha HUXHUX KOHEYHOCTAX — FUMNEePNUrMeHTUPOBaHHbIe
Yy4aCTKM Ha MeCTe pa3peLlaloLiMxcs 3KXMMO30B, Pa3BHBLLM-
ecs 6e3 npejlecTByolen TpaBmaTnusalumm Ha GoHe apute-
MaTO3HbIX 3/1IEMEHTOB.

Mo gaHHbIM NabopaTopHbIX TECTOB Y NALMEHTKM OTMEYa-
eTcsl wenesogednumnTHaa aHeMus 1- cTeneHn (CHUXEHUe
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remornobvHa — pgo 100 r/n, depputnH — 13,7 MKr/n,
CbIBOPOTOYHOE ¥ene3o — 4,2 MKMOJb//1), BOCNaAnUTENbHbIX
W3MEHEeHUN He BbiiBAeHO. o AaHHbIM UMMYHOPEHOTUMU-
poBaHUs NUMGOLUTOB 3HaAYUMbIX AePUUMTOB MONYNALUA
MMMOOLNTOB He BbisiBNieHO. o pe3ynbratam nccneaoBaHUs
MMMYHOTTO6Y/IMHOB CbIBOPOTKM — 6€3 3HA4YUMbIX OTK/IOHE-
HUI. Mo pe3ynbTatam aHTUHYKJIeapHbIX CKPUHUHIOB ayToaH-
TUTEN He BbisiBNeHO. 1o gaHHbIM KT opraHoB rpyaHOM KNETKK
[IMarHoCTMpoBaHbl UHTEPCTULMANIbHBIE U3MEHEHWUS B BUAE
Y4YaCTKOB YMJIOTHEHUS MO TUMY «MaToBOro CTEKNa» NepubpoH-
XManbHO B 060MX IETKUX U Cy6NNeBpanbHO B 1EBOM JIETKOM.

C uenblo BepudMKaLMM AMarHosa nauMeHTKe O6bl1o
NPOBEAEHO MOJIEKYISIPHO-TEHETUYECKOE WCCneaoBaHne
METOOM BbICOKOMNPOU3BOAUTENIbLHOIO CEKBEHUPOBAHUSA
HoBOro nokoneHus (NGS), no peaynsrataM KoToporo 6bina
BbifiB/leHa MyTauua B reHe TMEM173 ¢.505C > TR169W
(p.Arg169Trp), B retepo3uroTHOM COCTOSIHMM 3aTparusa-
1olLan KoHcepBaTMBHbINM AoMeH aumepusaunn 6enka STING.

Hanuyne pspa OMarHOCTUHECKWUX MPU3HAKOB: pPaHHWUM
fe6toT 3a60neBaHns, BaCKy/IMTHadA CbiMNb, NOParkeHne fbixa-
TENIbHOW CUCTEMbI, OTCYTCTBWME ayTOaHTUTEN W BOCNau-

TeNbHbIX U3MEHEHUIH B KPOBM, MyTauusa B reHe TMEM173
¢.505C>T — MOXKEeT ABNATbCSA OCHOBAHUEM 1 MOCTAHOBKMU
avarHosa «STING-accouuMmMpoBaHHbIM BACKynuT ¢ Ae6loTom
B paHHeM Bo3pacTe».

MauneHTKe MHMLMMPOBaHa NaToreHeTu4yeckas Tepanus
MHIM6UTOPOM Jak-KMHa3bl TodaunTuHM6oM (1 Mr/Kr/cyr).
[aHHbI NpenapaTr 610KMpyeT nepegadyy curHana ot Jak-
KMHa3 K WHTepdepoHCTUMynupytowemMy reHy (IFGS3), 4yto
YMEHbLIAET CUHTE3 3HAOMEHHbIX UHTEpdepoHOoB | Tuna.

3aknovyeHune. PaHHUM [eOloT 3aboneBaHUs, a Takxe
KIIMHUYECKas KapTMHa B BWAE KOXHOMO CUMHApOMA, mopa-
EHUS Nerkmnx MoryT CBMAETENbCTBOBATh B NO/b3y AedeKTa
BPOXAEHHOIO 3BEHA UMMYHUTETA, 4YTO TPebyeT 6onee rny6o-
KOro nojxofja B BUAE KOHCyNbTaLMi NpoduibHbIX creLmanu-
CTOB — UMMYHOJIOr0oB, PEBMaTOJIOroB, a TaKXe NpoBeeHMs
[OMOJTHUTENIbHBIX METO0B UCCNELOBAHNS C Lieblo Bepudu-
Kauuu guarHo3da. CBoeBpemeHHas MoCTaHOBKa AuarHosa,
a TaKXe paHHee Ha4vano cneundUYecKon Tepanuu, oTanva-
foLencs oT NPUHATON Tepanun BaCKynUTOB, MOTYT HE TONbKO
CTabunnanposBaTtb COCTOSHMUE, HO U OCTaHOBUTb WHBaNUAK-
3aUMio NaumeHTa U 3HaYUTENBHO YNYYLWWUTb KA4YeCTBO KUSHMU.

KnuHunuyeckun cnyyam paranbHon pamMmuibHOMU 6€CCOHHULbI
y NauMeHTKHU ¢ MaHudectaumen KJIMHUYECKUX CUMINTOMOB

B 16 net
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®rAQY BO «Poceunckuin HaumoHanbHbiM MccnegoBaTtenbcknn MeamumHcekmnn YHusepcuteT nm. H.W. NMuporosa», Mocksa,

Poccuitckaa denepauus

AKTyanbHoOCTb. CTeHnu [Npy3nHep, amepuKaHCKU AOK-
TOp, CTan TeEM 4YEeNOBEKOM, KOTOPbIM CMOr O6bACHUTb CYTb
M naToreHe3 NpPUOHHbIX 3ab6oneBaHnit, 3a 4TO Gbla YAOCTOEH
Ho6enescKon npemun B 1997 . YTO Mbl 3HAEM O NMPUOHHbIX
3a60/1eBaHMUSAX Ha CErofHAWHUN AeHb? Y YyenoBeKa NpUoH-
Hble 3a60neBaHUs MOryT Hacne[oBaTbCs, MOMYT BO3HUKATb
crnopaguyecku, a Takke OblTb NMPUOOPETEHHbIMU M KOHTa-
rmo3HbiMU. HelpogereHepatuBHble 3ab0seBaHUSA OaHHOWM
rpynnbl, UMes 40NN MHKYGaLMOHHBIM NepUOo (rodbl), nocne
MaHudecTaLmMm CUMNTOMOB GbICTPO MPOrPECCUpPYIoT, MPUBO-
[ K pa3BUTUIO ABUraTENIbHbIX HApPYLWEHUI U AEMEHLINN.

KnuHuyeckun cnyyai. MauuneHtka A., 16 neT, nepuHa-
TanbHbIM aHaMHe3 He OTAroLeH, paHHee pa3BuTUE B COOT-
BETCTBMM C BO3PACTHOM HOPMOW.

MepBble Kanobbl NosBMAUCL B fHBape 2019r1. — Ha
HapyweHue cHa. [MauueHTKa »KanoBanacb Ha KOPOTKUNM,
NMOBEPXHOCTHbIW COH, A0 4-5 4 6ecrnoKoWIM KOolIMapbl.
TakKe oTMe4yana amMeHopel ¢ Havana sHBaps. C despa-
ng 2019 r. oTMeYyanocb YyBCTBO OHEMEHWUS B KOHEYHOCTSX.
B Hayane maprta nauueHTKa oTmevana 6051 BO BCeM Tene
HecneundUyecKoro xapakrepa, a TakxKe NoCTOAHHbIN cyode-
6punntetr — o 37,5 °C.

C aBrycta 2019 r. oTMevaloTcsl HapylWeHWe MOXOAKM
M KOOpAMHALMKU, HaBA3YMBbIE [BUXKEHUSA MO TUMY XOPeo-
WAHBIX, MPUCTYNbl NapafoKcalbHOro HaBA34YMBOrO [bixa-
HUS C TOHMYECKMM HanpsixKeHWeM MYCKynaTypbl, CHUXKEHWE
MbILIEYHOro TOHyCa, HapyweHue Ta30BbiXx OYHKLUMI B Buae
[IHEBHOIO M HOYHOrO 3HYpe3a, coxpaHsaeTcs cybdebpmununTer,
NoBbllEHHasa NoTAMBOCTb. OTMeYanuchb 3puUTeNbHbIE ranto-
LiMHauUMKn Ha poHe o6LLErO KOTHUTUBHOIO AeduLnTa, COH Tak
1 He 6bl1 HOpMann3oBaH.

MPT 07109.09.2019 — 6e3 naTon0rMm, 3NeKTPOHENPOMMUO-
rpadums ot 17.09.2019 — natonornu He BbISBNEHO, aHaNU3

KPOBWM Ha aHTUTEeNa ot 17.09.2919 — oTpuuaTenbHble, 3neK-
TpoaHuedanorpadus — 6e3 aNMnenTMPopMHON aKTUBHOCTH.
O6cneaoBaHa Ha cucTEMHble 3aboneBaHua 23.07.2019 —
6e3 ocobeHHocTeN. JInKBop — HopmMma. [MpoBeaeHHbl aHanun3a
KPOBM Ha Liepynonia3mMuH U aHanM3 CYTOYHOM Mean B Moye
0T 24.10.2019 — naTonorMum He BbiIB/IEHO.

B aHamMHe3e nauMeHTKM eCTb YyKa3aHue Ha To, 4To 6abyLu-
Ka NaLMeHTKM No OTLLOBCKOW IMHUK Habntoaanach ¢ anarHo-
30M «paccesiHHbIM CKNepo3» B 48 net, oTMeYancb CUMNTOMbI
ABWraTesibHbIX HapyleHnn U gemeHuus, ymepna B 50 neT.

BBuay WCKNOYEHWS ayTOMMMYHHbIX, MeTabonuye-
CKMX W GONbLIMHCTBA BO3MOMHbIX MPUYMH 3aboneBaHuUA
nauueHTKe Obl1 BbiCTaBAeH [AuarHo3d: HacneactBeHHO-
fereHepatMBHoe 3aboneBaHWe LeHTpaSbHOM HEepPBHOMU
cuctembl HeandbdepeHunpoBaHHoe. B pekabpe 2019
nauMeHTKy HampaBWAM Ha reHeTuyeckoe ob6cnefoBaHue.
Pe3ynbraThl NOIHOrO 3K30MHOIO CEKBEHMPOBAHMSA: MATOreH-
Hbl BapuaHT reHa PRNP, npMBOASILLMIA K aMUHOKUCIOTHOM
3ameHe p.Aspl78Asn. [laHHbIM BapuaHT Obla acCoOLMUMPOBaH
y MHOXecCTBa nauneHToB ¢ pamunbHon daTtanibHON 6€CCOoH-
HULEW, KOTOpas xapaKTepu3yeTcs HapylleHWeM CHa, npo-
rPeccupyoLMM Co BpEMEHEM, ranlioLMHALNSAMU, AETUPUEM
W ON3aBTOHOMMEN, NPEeAWeCTBYIOLEN MOTOPHbIM M KOTHU-
TUBHbIM HapYLIEHUSAM.

B nutepatype onucaHo meHee 50 cemein ¢ Bepuduumpo-
BaHHbIM AMarHo3oM datanbHON daMuibHOM 6ECCOHHULbI.

Cnydal JaHHOW MaLMEeHTKM YHUKANEH TaKKe No ToM npu-
YMHE, YTO OO6bIYHbIM BO3PACT MaHMdecTaLUn KIMHUYECKMX
cumntomoB — 48-51 rof, y Hallew e naumMeHTKM nepBble
Npu3HaKK 3abosieBaHna NosiBUAUCE B 16 net. dbdeKTnBHOE
NevyeHne Ha JaHHOM 3Tane OTCyTCTBYET. Beaytcs nccnenoBa-
HUS, HanpaB/eHHble Ha PAaCCMOTPEHWE KIIMHUYECKUX OCO-
6eHHOCTEN MPUOHHBIX 3a60MEeBaHUM, MONEKYNSPHO-TEHETH-
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Short Report

KpaTkue cooGuieHusn

YECKUX acMneKToB MX naToreHesa, MPUHLMIMNOB COBPEMEHHOM
AMarHOCTUKM.

3aKkno4yeHue. [aHHbIM  ciayd4am  OEMOHCTpPUPY-
eT Ba)XHOCTb CBOEBPEMEHHOW [AWArHOCTUKM B BUAE

reHeTM4ecKoro o6cneaoBaHWs MNaLMEHTOB C Hewnpoje-
reHepatuBHbIMK 3a60neBaHUSAMU, B OCOBGEHHOCTU Mauu-
€HTOB C OTSrOWEHHbIM aHamMHe30M MO0 [aHHOW rpynne
3a60/51eBaHUN.

KnuHnyeckuu cnyyam poKkanabHOM INUIENCUM y NnaLueHTa
C NOpPOKaMu pa3BUTUSA FOJIOBHOIo Mo3ra

ApanumoBa H.C.

HayuHbi pyKoBoauTenb: XonuH A.A., A.M.H., npodeccop

®rAQY BO «Poccunckuin HaumoHanbHbiM MccnegoBaTenbckui MeanumHckui YHuBepcuteT nm. H.W. NMuporosa», MockBa,

Poccuickas denepaumsa

AKTyanbHOCTb. OHOM U3 YaCTbIX MPUYUH TKeNbIX Gopm
anunencuv y aetev ABNSIOTCA NOPOKU Pa3BUTUS FOJIOBHOIO
Mo3ra. B cBfi3u ¢ pacluMpeHMeM BO3MOXHOCTEN TaKoW pas-
BUBaloLencs 061acTu, Kak XMPYprus anuaencuu, naumueHTbl
C MOPOKaMu pa3BUTUS HYXJalOTCA B CBOEBPEMEHHOM 06CNe-
foBaHuu. [TOPOKK pa3BUTUS, B HaCTHOCTU HOKasbHbIE KOPTU-
KaslbHble AMCNNasunn, MoryT 6biTb AMArHOCTUPOBaHbI TOMbKO
npu HeWpoBM3yaNnu3aLMOHHOM 06CNefoBaHUU, a MMEHHO
MPT, a BepudMUMpPOBaHbl TONbKO MPW TMCTONOrMYECKOM
ncenefoBaHum.

KnuHunyeckuin cnyvan. lNauueHT X., pe6eHOK OoT 2-X
pofoB, 2-i 6epeMeHHOCTH, NMPOoTEKaBLUEW C Yrpo3oW npe-
pbiBaHus B 3-M TpumecTpe. Poabl Ha 37 Hef,, camoCcTosATeNb-
Hble, BOAbl CBET/ble, 3aKpuyan cpady. Macca npu poxae-
Hun — 3360 r, AnnHa Tena — 53 cm.

Ha HeWpocoHorpadumn cpasy rnocne poxxaeHus otMeya-
nlacb Bblpa)KeHHasi BHYTPEHHAS ruapouedanus, MUKPOTPOM-
6bl B nepeaHux porax. OTMevyanucb GebpunbHble CyaopOoru.
[MpuBWT cornacHo KaneHpapto. lNepeHeceHHble 3aboneBa-
HUS — aHrnHa, OPBU, BeTpsaHas ocna.

MepBbln anunenTU4ecKMi npuctyn cnyduncs 28.08.2019,
YTPOM, BO BpeMmSsl 3aHATUI, OMUCAHHbIA KaK «3aMupaHue,
3aTeM NMOBOPOT rofIoBbl BNPaBO U Mepexoj B reHepanuso-

BaHHbIM CYLOPOXHbIK Npunagok». 3atem 2 npucryna npo-
n3ownum 11.09.2019. NMocne BBeaeHWs B Tepanuio Kapbama-
3enunHa (100 mr) npucTtynoB 60nblie He 6bIo.

AnekTpoaHuedanorpadpusa ot 11.09.2019 — 0OCHOBHOM
pPUTM HE COOTBETCTBYET BO3pacTHOM HopMe. Ha ¢oHe Bbipa-
EHHbIX ANPDY3HbIX UBMEHEHUI PETUCTPUPYETCH MELJIEHHO-
BOJIHOBasl aKTMBHOCTb TeTa-AMana3oHa, KOMMIEKC ocTpasi—
MeaneHHas BosiHa BO GPOHTOLLEHTPabHbIX OTAENAX.

MPT o1 03.10.2019 — MP-KkapTvHa $OoKanbHOM KOPKO-
BOW AMCMNa3nn B IOBHbIX JONAX — C 2 CTOPOH onpeaenser-
CA YTOJLEHNE KOpbl, HapylleHa apXMTEKTOHMKAE, U3BUINHDI
n 60po3abl crnaxkeHbl. OnNpeaenseTcs NoKanbHoe yrnyéne-
HWEe KOPTUKanbHbIx 60p034 ¢ 06pa3oBaHNEM NlaTepasibHbIX
AMOK. BblpaxeHHas 3amectutenbHas ruapouedanus.

3aknyeHue. Taknm o6pas3oM, paHHAS HenpoBU3ya-
NIU3auna U KIMHUYecKaa AMarHoCTUKa NMOPOKOB Pas3BUTUA
rO/I0OBHOMO MO3ra, COMPOBOXAAKLWMXCH 3MUNENTUYECKU-
MU MpucTynamu, y Aeten crnocob6CTBYIOT CBOEBPEMEHHOMY
Ha3HAYEeHUIO paLMOHANbHOW aHTUANUAENTUYECKOW Tepa-
MUK U HEMPOXMUPYPIMYECKOrO NIeYeHUs. ITO CHUXKaEeT A0
dopmMnpoBaHusa GapMaKope3UCTEHTHOW INUIENCUN, a 3Ha-
YWUT, CMOCOGCTBYET Y/YYIIEHUIO KayecTBa XWU3HW TaKuX
nauneHToB.

KnuHuyeckui cnydyam paHHen AMarHOCTUKM CUMHApPOMA

NMpaaepa — Buanu

Anues A.M.
Hay4Hbiii pyKoBogutenb: CupgopoBa 0.A.

®rAQY BO «Poccuitckuit HaunoHanbHbIi MccnenoBatenbckuii MegmumHekuii YHuepeuteT um. H.U. Muporosa», Mockea,

Poccuitickaa degepauns

AKTyanbHocTb. CuHapom [Mpagepa — Bunam (CMNB) —
3TO reHeTuyeckoe 3abofieBaHWe W3 TPynnbl HaACNeACTBEH-
HbIX GOPM OXMPEHUA. XPOMOCOMHbIE aHOManuu Mnpu CUH-
apome [lMpagepa — Bwunnu BKAOYaloT geneuuio yyacTKa
15-1 XxpoMOCOMBbI (Yalle Bcero) unun gucomuio (15q11-q12).
YacTtoTa BCTpeyaeMoCTu aaHHoro cuHapoma 1 Ha 10000-
30000 »MBbIX HOBOPOMXKAEHHbIX.

3aboneBaHve xapaKTepusyeTcs BbIPAKEHHbIM KIUHUYe-
CKMM NOIMMOPGU3MOM U MOMUMO OXMPEHUS BKIOYAET B ceb5
deHoTUNMYecKkne 0CO6EHHOCTH, 3aEPIKKY POCTa, MCUXOMOTOP-
HOrO U YMCTBEHHOIO Pa3BUTUS, HapyLUEHWE AblXxaHWs BO CHE.
[pyruMn 3HAOKPUHHBIMU HapyLLEHUAMU, XapaKTEePHbIMU ANiS
CrB, sBNg0TCH rMNOTUPEOD3, TMNOroHaAM3M, HaAnoYeYHUKO-
Bas HeAOCTaTOYHOCTb. CYMTAETCH, YTO B OCHOBE KIMHUYECKMX
nposenenHui CMNB nexxut runotanaMmmyeckas auchyHKUmS.

0Oco60e BHMMaHWe Npu AJaHHOM CMHAPOME 3aciy*KMBaeT
runepdarus, xapakTepuayloLaacsa TAaXeNbIM 1 Nporpeccupy-
owmm TedyeHmeM. Mpu ClMNB BO3HMKAIOT yCTOMYMBbLIE o6Cec-
CWMK, CBSI3aHHblE C MOWCKOM, HaKOM/JEHUEM W XPaHEHUEM

nuim. bea cTpororo orpaHuMYeHus MULLKM OXKUPEHUEe npwu
3TOM CUMHAPOME CTAHOBMUTCH MOPOMAHBLIM C MOCAEAYIOLMUM
pPa3BUTUEM TSHXKESNbIX OCIIOXKHEHUN.

KnuHunyeckuit cnyvai. [Jesouka, C., 3 roga 7 wmec,
HabngaeTcs ¢ AMarHo3om «cuHapom [Mpagepa — Bunau»
C POXKAEHMS.

[eBoyka pogunack Ha 40-v Hel, macca Tena — 3010 T,
ANMHa — 51 cMm, NpU POXAEHUM — BbIpaXeHHas MbllleyHas
FMNOTOHUS, acnMpaLns MEKOHWanbHbIMM BOAaMM C pas-
BUTMEM [bIXaTe/lbHOW HEeAOCTaTOYHOCTU. YuuTbiBas crnaboe
leBeneHne nnoga BO BpeMsi 6E€PEMEHHOCTH, MblLIEYHYIO
rMNOTOHMIO, CNaboCTb COCaHUS, CTUrMbl AMCIMOpPUOreHesa
(bonuxouedanua, MUHLaANEBUAHbIA pas3pes3 rnas, OnyLleH-
Hble Yrbl), TMMOMNIa3nio MasbliX MNONOBbIX ry6, Gbin 3anoao-
3peH ClB, 4To 6bI10 NMOATBEPKAEHO MOJIEKYNSAPHO-TeHEeTH-
YECKUM MEeToaoM (OTCYTCTBME HEMETUMPOBAHHOIO annens
npoMoTopHON obnacth reHa SNRPN).

B 1 roga 2 Mec npu oCcMOTpe oTMevanacb 3adepKKa
NMCUXOMOTOPHOIO Pa3BUTUS (HE CUAMT, HE MONI3AET, HE TYuT),



coxpaHsinacb MbllleyHas runotoHus. B xoge ob6bcneposa-
HUS GblM BbIABNEHbI HU3KKE YpoBHU UDPP-1 (29,5 Hr/mn),
6bi1 3anofgo3peH CTr-geduumt. Mo AaHHbIM MTEpPaTyphl,
ceKkpeumst ropMoHa pocta y geten ¢ ClMB 3HaYnMMO CHUXKEHa
W 3KBMBANEHTHa AMarHo3dy «COMaToTpPOoMHas HeaocTaTou-
HOCTb». C aHabOoNMYeCKOW M POCTOCTUMYNIMPYIOLLEN LIENbio
6blI0 PEKOMEHI0BAHO Jle4EHNE PEKOMOMHAHTHbIM TOPMO-
HOM pocTa.

JleyeHve conpoBOXKAaNOCh YCKOPEHWEM TEMMOB POCTa,
CHUXXEHWEM YXMPOBOW MaccChl M YBEMYEHMEM MbILLIEYHOM
Maccbl 6e3 NO60YHbIX IPDEKTOB.

B 2 roga 10 mec npu ob6cnenoBaHMM BbiSiBAEHbI HU3-
Kne ypoBHM T4 cB. — 11,07 nmonb/n (11,5-20,4), npu
HOpManbHbIX ypoBHSAX TTI 1,062 MME/n (0,64-5,76). bbin
YCTaHOBNEH [MarHo3 «BTOPUYHbIA TMNOTUPEO3», AEBOYKE
Oblla Ha3Ha4YeHa 3aMecTUTeNbHas ropMoHasbHasa Tepanus
NEBOTUPOKCUHOM.

B 3 roga 6 mec (B HacTosiliee Bpems): pocT — 103 cm
(SDS 1,37), macca Tena — 19 kr, SDS UMT — 1,42. Ha
doHe nonyyaemMon Tepanuu OTMevaeTcs yaydleHue Mncu-
XOMOTOPHOro pa3sBuTus. OTMevaloTCs MpPU3HaKKW runep-

darumn, B CBA3KM C YeM pPOAUTENAMM MpPoBOAMTCH paboTa
C MCUXONOroM.

3aknoyenue. ClB ABngeTcs camon 4actow reHeTuye-
CKOM MPUYMHOM OXMPEHUA U NpeLcTaBnseT cobon cepbes-
HYIO MEOWMUMHCKYI0 M couuanbHylo npobnemy, Tpebytowyo
0Cc0o60ro nopgxofa W cneumanbHbIX 3HaHWW. [aHHbIM KAK-
HUYECKWUW Cny4yan OEMOHCTPUPYET BaXKHOCTb paHHen aua-
FHOCTUKM C LENblo ynyyleHUs KayecTBa XU3HU MauueHTa.
PaHHAs gMarHoctTuKa (4o 24 mec) 1 CBOEBPEMEHHOE Havasno
Tepanuu HeobxoAuUMbl N5 NPefoTBPaLLEHUA Pa3BUTUSA OXKMU-
peHusa (camas Yactas NpUYUHa MHBaNMAU3ALMKU NaLMEHTOB
¢ CIB). YuntbiBas OTCYTCTBME NMATOr€HETUYECKOro NevyeHus
M «BHbIX» BGMOMAapPKEPOB, CBUAETENLCTBYIOWMX O TAKECTU
ClB, nporHo3 3aboneBaHns 3aBUCUT HE TONbKO OT CBOEB-
peMEHHOW AMarHOCTUKWM W paHHEero Hadvana neyeHus, Ho
TaKKe OT COBMOAEHUS PEKOMEHAUMN, TaKUX KaK KOHTPO/b
nuwesoro noseaeHus. Npu JaHHOM CMHAPOME Heo6X0anMOo
[MHaMU4ecKoe HabnoaeHne 3a COCTOSIHWMEM YrNeBOAHOrO,
YMPOBOro 06MeHa, a TaKXe NpoBeAeHMe NoMCOMHOrpadum
NS OWAarHOCTUKKU U NIeYEHUS PaCCTPOMUCTB AblXaHUSA BO CHe,
0COGEHHO NPHU YKe pa3BUBLLEMCS OXKMPEHUMN.

BTOpUYHbLIA LMPPO3 NeYeHU Ha PoHe GUIMapPHOU aTpe3um

y 3-MeCcsi4YHOro pe6eHKa

BpbisranuHa C.10., Munéxuna M.IO., NMonoBa A.I., KapnukoBa K.b.

HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AOLEHT
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Poccuitckas denepauus

AKTyanbHocTb. bunvwapHas atpesvns — peakoe 3a60-
NeBaHWe HEeU3BECTHOro MPOUCXOXKAEHMS, KOTOPOE Xapak-
Tepuayetcs obnauTepaumen xenyeBbiBoaswmx nyten. OHO
NPosIBNAETCH B NepuHaTasbHOM MepUoje U rnopaxaeT Kak
BHEMeYeHOYHble, TaK U BHYTPUMNEYEHOYHbIE XeN4yHble Npo-
TOKW, MPUBOAUT K BTOPUYHOMY BUANAPHOMY LIMPPO3Y, neye-
HOYHOM HEJOCTaTOYHOCTU U B KOHEYHOM UTOre, Npu OTCYT-
CTBUM NNEYEHUSA, K CMEPTU B TEHEHUE NEPBbLIX 2 NIET XKU3HW.

KnuHuyeckui cnyyan. leBoyka, 3 mec 23 gHA. Pe6eHOK
OoT 3-i1 6epeMeHHOCTH, NMpoxoanBlUeEH Ha GOHe pe3yc-KOH-
dnunKTa, 3-X CPOYHbIX POAOB, Macca Tena npu pPoXKAEHUUn —
3350 r, anmHa — 51 cm. APGAR — 8/9 6annos.

B 1,5 mec poautenu obpaTuav BHUMaAHWE Ha XKenTyll-
HOCTb CKJIEP U KOXHbIX MOKPOBOB Yy AEBOYKU C TEHAEHLMEN
K HapacTaHuio, B CBA3M C YeM pebeHOK npoluen ob6cneaoBa-
Hue u nevyenme B ®IbYH «PUL, nuTaHns n GUOTEXHONOTUM».
Bbln BbIIBIEH CMHAPOM LMTONM3a, Xonecrtasa W rUnepxo-
nectepuHemuun. MckoveHbl BUPYCHble renatutbl A, B, C;
60ne3HN 0OMEHa; CUHAPOManbHas reHeTMyeckas naTtono-
rvs. BoeinucaHa ¢ MUHUManbHOM NOJSIOXKUTENbHOM AUHAMUKOM
C AnarHo3om: KpuntoreHHbl renatuT yMepeHHON aKTUBHO-
CTU ¢ xonectasoM. lNuwesas anneprus, racCTpOMHTECTUHASb-
Has M KoXXHas popMbl. leduumnT maccol Tenia N1erkon ctenexHun
TAXECTU. MNOrMUKEMUA HEACHOIO reHesa.

20.11.2019 (B 3 mec 17 gHein) MaTb OTMETUNA B3ayTHE
MBOTa y pebeHKa, nnay, oTkas oT eabl. CTyn 6bi1 0OgHOKpaT-
HbIW, CBET/I0-KOPUYHEBOrO LIBETA, COCTOSIHME pebGeHKa nocne
CTyfla He ynyylWunocb, B CBA3M € 4yeM ytpom 21.11.2019
poautenu obpatunnce B PIrbY HMUL, akywepctBa, ruHe-
KoNornu u nepuHatonornn um. axkag. B.WU. Kynakosa. lMpwu
nposeaeHun Y3W 6piollHOM MON0CTU Gbln AMArHOCTUPOBaH
acLUMWT, MO KUCNOTHO-LLETIOYHOMY COCTOSIHMI0O — Trunepnak-
Tatemusi. 1o CKOpPON MeaMLMHCKOW MoMolM pebeHoK IKc-
TpeHHo pocTtaBfieH B MOPO30BCKYIO AETCKYI0 TOPOACKYHO

KNMHMYecKyto 6onbHunuy (MAIKB) B otaeneHme peaHnmaLmnm
W MHTEHCUBHOW Tepanuu. B 1l-e cyT Ha ¢oHe HapacTaHus
CUHApOMa nonuopraHHown HegoctatoyHoctn (CMOH) nepe-
BefleHa Ha WBJ1, Taxenas runepnaxkrateMus C MOMEHTa
NOCTYNEHNS, TMMONPOTEMHEMMUSA, TUMOKOArynauums, obLun
6UnnpyouH — 255,7 MKMonb /1.

YyuTbiBas NposiBNEHUA acuuta M abaoMUHANbHOro
KOMMapTMEHT-CMHAPOMa, BbINOSIHEH flanapoLeHTes, Hadva-
Ta aHTUbMoTMKoTepanus uLedbonepa3oHoM/cynbbaKTa-
MOM. Ha 2-e cyT BbiMoNHEHa nanapocKonuyeckas peBusuns
6ploWHON nonoctu, 6uoncus neveHn. K tepanuu gobasneH
MeponeHeM. B nocneonepauMOHHOM nepuofe pa3BUIUCH
CUHAPOM [OUCCEMUHUPOBAHHOIO BHYTPUCOCYAUCTOrO CBEp-
TbIBaHUS, XeNyA0YHO-KULLEYHOE U NEr04HOE KPOBOTEYEHMHS.
B panbHeiwem oTMedvanocb HapacTaHue CIOH, aHypwus,
fenpeccus cepaeyHom aestensHocTH. bbina npoBeaeHa cep-
fe4vHo-nerovyHaa peaHumauus (CJ1P) ¢ ycnelwHbiM UCXO40M.
MpoBoauMnacb MNOCUHAPOMHAs Tepanus, 3amecTuTeNbHas
naasmoTepanus, BbicokoyacToTHas WMBJ1. Ha ¢doHe npo-
rpeccupoBaHusa CIMNOH 26.11.2019 ocTaHOBKa cepaeyHon
pesstenbHoctM. 30 muH CJIP 6e3 addekTa. 26.11.2019
B 06:29 KoHcTaTMpoBaHa 6Guonorvyeckass cMepTb pebeH-
Ka. [MocMepTHbIN AMarHo3: ATpe3uss XenyHblX MPOTOKOB.
Linppo3 neyeHwn, AeKoOMNEHCUMPOBaHHbIA. PYHKLMOHANbHbIN
Knacc C no Yanng — MMblo.

3aknoyeHue. [laHHbIA KIWMHUYECKUI Clydan HarnsgHo
NOKa3bIBaET, YTO NPU BEAEHWM JETEW C 3aTAHYBLIENCS XKeNTy-
XOW HeNb38 3aHUMaTb BbiXUAATEeNbHYO No3uumio. MpuyinHa
ENTyXM JO/KHa 6bITb HaWAEHa KaK MOXHO 6bICTpee U CKop-
purupoBaHa. Y onucaHHoro pebeHka uMMena MecTo artpe-
3US KENYHbIX MPOTOKOB, KOTOpasi O4eHb OGbICTPO MpuBena
K LLMpPPO3y NeYeHn 1 JEKOMMNEHCALIMM COCTOHUSA NaLMEHTKM,
B TO BpEMS KaK CBOEBPEMEHHO BbIMOMIHEHHAsA NOPTO3HTEPO-
CTOMUS MOrN1a 6bl CHU3UTb BEPOATHOCTD JIETANIbHOMO UCX0Aa.
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HacneacrBeHHbIn pednumut paktopa cBepTbiBaHUA —

runopuopuHOreHemMus

lTonoBko E.J.
HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AOLEeHT

®rAQY BO «Poccuitckuit HaunoHanbHbIi MccnenoBatenbckuii MeanumHekuin YHuepeuteT um. H.U. Muporosa», MockBea,

Poccuitickas denepaumsa

AKTyanbHOCTb. [MnodubpuHoreHemmns — Hacnen-
CTBEHHas Koarynonatus ¢ ayToCOMHO-PELLECCUBHbBIM TUMOM
HacnefoBaHWs, XapaKTepuaylowasacs HU3KUM COfepyKaHu-
eM dubpuHoreHa B Kposu. B ocHOBe naTtonornn — myrta-
LS reHa, KOAUPYIOLLEero CUHTEe3 NenTUAHOW YacTu MOJeKy-
nbl. [MnodnbpuHoreHeMun 1M aPpubpuHoreHeMmun (NosHoe
oTcytcTBME GUOPUHOreHa) 6biBAOT BPOXKAEHHBIMU U MpPU-
o6peTeHHbIMWU. HacneacTBeHHble GOpPMbl BO3HUKAIOT O4YEHb
pefKo, U UX 0COBEHHOCTbIO ABNIAETCH CYOK/IMHUYECKOE TeYe-
HWe 3aboneBaHusa. Y 60Jibller 4acTu naLueHTOB UMEETCH
reMopparMyeckMm KOMMOHEHT (3KXMMO3bl, NETEXWUU, CMOH-
TaHHble KPOBOTEYEHUS, 06pa30BaHMA remaTom Npu Manen-
lwen TpaBMe). Y HEKOTOPbIX MauMEHTOB TEYEHWE MOXKET
ObITb 6ECCUMMNTOMHbIM, MO3TOMY JaHHas NaTosiorna B OTCYT-
CTBME [WArHOCTUKM W MPUHATUS COOTBETCTBYIOLMX Mep
MOXET MPUBECTU K TAXKENbIM KPOBOTEYEHUAM U NeTalbHOMY
ncxoay.

KnuHuyeckun cnyyan. C 05.02.2020 no 11.02.2020
B MOpPO30BCKYIO AETCKYIO FTOPOACKYIO KIIMHUYECKYIO 6ONbHU-
Ly 6bl1 rocnuTanM3npoBaH ManbyuK, 5 NeT, Ansg niaHoBoOro
o6cnefoBaHnsa B CBA3M C M3MEHEHWUSMU B Koarynorpamme

nepen onepaTMBHbIM JIeYEHMEM MO MOBOAY aAE€HOMAHbIX
Beretauum.

M3 aHamMHe3a: paHee He 6blfI0 HUKaKKX onepauun, TpaBM
M KpoBoTeyeHun. Mpu cbope aHamHe3a OBHapyXeHOo, YTO
y 6abyllkM nauueHTa rMnodubpuHOreHeMusl, Kotopas He
COMPOBOX/JaNacb KPOBOTEYEHUAMM B TeYEeHWe XKM3HW. [lpu
NoCTynaeHuun: obliee COCTOSIHWE CPefHEN TAXECTH, CO3HaHWe
scHoe. Status localis: ysennyernue muHganut Il ctenenn. Co cto-
POHbI OCTa/lbHbIX OPraHOB U CUCTEM NAaTONIOMMI HE BbISIB/IEHO.

B Koarynorpamme 6bina obHapyxeHa runodubpuHore-
Hemusa: dubpuHoreH no Knaycy — 0,3 r/n. MauuneHT 6bin
BbinncaH gomon 11.02.2020 ¢ peKoMeHAauusiMu Habnio-
OeHWsa negnatpa M rematosnora U remoctaTM4eckomn Tepanum
KpuonpeuunurtaTtom nepes onepaTtMBHbIM BMeLLaTeIbCTBOM
1 NPU KPOBOTEYEHUM.

3akno4yeHue. MnodmbpruHoreHeMmMsa He UMeeT 4eTKOo
0YEPYEHHON KIMHUYECKOM KapTUHbI, MOTOMY 4YTO CMOHTaH-
Hble KPOBOTEYEHMS BO3HUKAIOT HEYACTO, MO3TOMY UCCneaoBa-
HWe KoarynorpaMmebl nepej onepaumnen oKkasanocb BarKHbIM.
PaHHA9 IMarHoCTMKa AJaHHOW NaTonorMmn Heobxoanma ans npe-
NOTBpPALLEHNS OCNOXKHEHUS ONepaTUBHOrO BMellaTe/lbcTBa.

dynbMUHAHTHasA nypnypay pe6eHKa ¢ MEHUHIOKOKKOBOM

cenTuuemMmuen

lTop6eHKko T.M.
HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AOLEeHT

®rAQY BO «Poccuitckuit HaumoHanbHbIi MccnenoBatenbckuii MegnumHekuii YHuepeuteT um. H.U. Muporosa», Mockea,
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AKTyanbHOCTb. MEHUWHIOKOKKOBasA cenTuLemMus —
reHepannsoBaHHas dopmMa MEHUHTOKOKKOBOW WHOEKLMHK,
nposiBnsoWwancgd 6akrepueMmen ¢ MacCUBHOW TUOBENbIO
MEHUHIOKOKKOB (Neisseria meningitidis).

Knununyeckui cnyyan. MNauveHt A, 1 rog 5 mec., nocty-
nun B MOPO30BCKY0 AETCKYID TOPOACKYID KIMHUYECKYIO
6onbHuuy (MAIKB) r. Mockebl 12.01.2020.

M3 aHamHe3a: okono 20:30 11.01.2020 pebeHOoK BHe-
3anHoO cTan pPe3Ko GEeCrnOKOMHbIM, nepuoabl 6ecnoKowm-
cTBa noBTopsnucb Ao 3 pas. Jluxopaaun Beyepom 11.01
1o 37,8 °C. bpuragomn cKkopol MeanLMHCKOM NOMOLLM AOCTaB-
neH B npuemHoe otaenenne MAINKB. Mpu noctynnexHun
COCTOSIHWE CpefdHEN TAKEeCTW, CO3HaHWe SACHOe, GEeCrnoKo-
€H, ABWUraTenbHO PacTOPMOXKEH, MEPUOAMNYECKU OTMEYaeTcs
MOHOTOHHbIN KpuK. Y44 — 35/muH, A — 95/62 mm pT. CT,,
YCC — 118 ya/MuH. JloKanbHbIM cTaTyc: MO NpaBown GOKO-
BOW MOBEPXHOCTU XMBOTa €ANHUYHbIE aTOMUYHbIE 3NIEMEH-
Tbl, BblIBNEHHbIE MPWU OCMOTPE B MPUEMHOM OTAENIEHUMN.
Hanu4ue gpyrov ceinn Beyepom 11.01.2020 matb oTpUL@ET.
OT MEHWMHTOKOKKOBOW MHOEKLMWN HE NMPUBHT.

CnycTa 8 4 noBblleHWe TemnepaTypbl Tena go 39,5 °C,
KOXHbIM reMopparM4yeckum CMHAPOM B BMAE MHOMXECTBEH-
HbIX KPYMHbIX reMopparM4yeckux BbICbINaHWW AUaMeTpoM
[0 4—5 cM Ha TynoBwuLle, KOHEYHOCTSX, ronoBe. PBOTa cbe-
JEHHOM nuwen, 3 pasa. BbiaBNeHbl MEHWHreasnbHble CUM-
NTOMbI: PUTMAHOCTb 3aTbIIOYHbIX MbILL, HUXHWUA CUMMTOM

BpyaA3nHCKOro COMHUTENbHLIN. NevyeHb — +2—3 CM 0T Kpas
pebepHon ayru. Bbin noctraBneH npeaBapuTenbHbIM Aua-
rH03: MEHVMHITOKOKKOBas centuuemus; pebeHoK nepesefeH
B OTAENEHWE peaHMMaLMK U MIHTEHCUBHOM Tepanuu.

B remorpamme ot 12.01.2020 — Tpomb6ouuTOone-
Husa (101x109/n), aHemMus 1-i cTeneHu, HenTpodunes co
CABWUIOM NenKouuTapHon GopMynbl BAEBO (EMKOLMUTbI —
10,6x10%n (/a9 — 7%, ¢/9 — 62%, Nd — 22%, MH —
9%)). B eanHMYHbIX HerTpodunax o6HapyeHbl 6060BUAHbIE
CTPYKTYpbl, MOXOXWE HA MEHUHIOKOKKU. B 6roxmmumyeckom
aHanuse KpoBu oT 12.01.2020 — BbIpaXeHHble Bocnanu-
Te/bHble U3MEHEHUS: NPOKaNbUUTOHMH — 60nee 10 Hr/mn,
C-peaKtuBHbIN 6enok — 0,1 r/n.

B Koarynorpamme ot 12.01.2020: runokoarynauus
no Gakrtopam nNpoTpomoéuHOBOro Komnnekca (MTNU — 32%),
dubpuHoreH — 1,45 r/n, AHTB — 44,6 ¢, BblparKeHHbIN
0ePUUMT eCTEeCTBEHHbIX aHTUKOArynsHToB (B 60Mbluen cTe-
neHun npotenHa C (10%) U HE3HAYUTENbHbLIM — NpPOTEMHA S

(60%)), aHTUTPOMOKH Il — 77%. SpO, — 97%, pebeHoK
nepesefeH Ha MBJI.
B remorpamme ot 13.01.2020 — Tpomb6ouuTone-

Hua go 35x109/51, B 60nblUeit CTENEHU 3a CYET CUHAPO-
Ma noTtpebneHns, B OGUOXMMUYECKOM aHalu3 KpoBW OT
14.01.2020 — npu3HaKK MOopakeHus nevyeHu (runonpo-
TEMHEMUS, TUMNoanbObyMUHEMUS, MOBbILEHUE MOYEBMU-
Hbl, MHOFOKpaTHOEe MOBbIlEHNE TpaHcamuHa3s, 6osblue



acnaptataMuMHoTpaHcdepas W nakTaTaerMaporeHas, BbICO-
Kui C-peaKTUBHbIV 6EN0K).

Ha MomeHT ocmoTtpa 15.01.2020 auvHamuKa cocTos-
HUS oTpuLaTesnbHasd, KpanlHAS TAXECTb COCTOAHWA 0O6y-
CNoBfieHa $SBNEHUSMW MONMOPraHHOM HEeLOCTAaTOYHOCTH.
MNepudepnyeckre otekn anddy3Hble, BNIOTb O aHacapKu.
MHOXeCTBEHHblE FreMopparnyecKkne BbICbiNaHUs C HEKPOTK-
YECKUMM 3NEMEHTAMM Ha TYNOBMULLE, KOHEYHOCTSX U rofoBe,
He HapacTatoT. SpO, — 90%, Taxukapaus — 157 ya/MuH
Ha ¢oHe runeptepMumn. AYCKYNbTaTUBHO [bIXaHUE XECTKOE,
NPOBOAMTCS BO BCE OTAENbI, XPUTbl BIAXKHbIE MENKOMY3blpya-
Tble. [emoanHaMuKa HecTabunbHas, TEHAEHUMS K apTepuarb-
Hon runepTeHsun. ALL: 107 /61 MM pT.CT., NynbC — 157 ya/MUH.
Ha peHTreHorpamme otmevaeTcs oTpuuaTefibHas JMHaMUKa
Mo cpaBHEHMIO ¢ peHTreHorpammon ot 14.01.2020: HapacTa-
HUE UHOUNBTPATUBHbBIX USBMEHEHWI B NIETKUX C 0BENX CTOPOH.

Ha momeHT ocmoTpa 16.01.2020 cocTosiHMe KpawHe
TAXenoe, 6e3 oTpuLaTenbHOM AMHAMMUKK, MO AaHHbIM 06LLe-
ro aHanuM3a KpOBM COXPaHAOTCA aHemMus, TpombouuTone-
HuSA. [leyeHb — +5 cM OT Kpasa pebepHoun ayru. MNposeaeHa
B6POHXOCKOMNKUA, NO pesysibTataM KOTOPOW BbiiBNiEH dUbpU-
HO3HO-THOMHbIA ABYXCTOPOHHWUW 3HAOOGPOHXUT 2-M CTEMEHM.
Mpu KomnbloTEPHOM TOMOrpadun opraHoOB rPyAHON NOMAOCTH
BbISIB/IEHbI aTeIeKTa3 BEPXHEN JONM NPaBOro Nerkoro, HUx-
HeW [0/ NIEBOrO JIErKOro, NoJIMCErMeHTapHble UHbULTPa-
TUBHbIE UBMEHEHNS B 060MX NETKMX.

Mpr ocmMoTpe HEBPOIOroM BbiSIBIEHA YMEPEHHO BblIpaXKeH-
Has PUrMAHOCTb 3aTbINOYHbIX MbILLLL, MbILLEYHbIA TOHYC FMMAOTO-
HUYHBIW, CYXOXKUNbHbIE pedneKChbl OXMBIEHbI. Henb3s UCKto-
YWUTb TEYEeHWE NONMHENPONATUN KPUTUHECKMX COCTOSHUN.

Ha MPT ronoBHoro mMosra ¢ KOHTpacTMpOBaHWEM OT
23.01.2020 KapTMHa Y4aCTKOB LIMTOTOKCMYECKOrO OTeKa
B 6€/10M BeLlEeCcTBe 1eBOM NOGHON U TEMEHHOMN 0N Cy6KOp-
TUKanbHbIX OTAENOB NIEBbIX BUCOYHOW, 3aTbIIOYHON U TEMEH-
HOW Jonen.

Ha 39xoKI ot 28.01.2020 cpaBHWUTENbHO C MCCNeao-
BaHMeM OT 14.01.2020 BLIIBNEHO yMepeHHoe yBenuye-
HWEe NEeBOro »enyaodka 6e3 CHUXKeHUs dpakumm Bbibpoca.
B anHamuKe BbIiIBNEHO 06paTHOE pa3BUTUE HEKPO30B KOXMH,
otcyTcTBUe 0TeKoB. SpO, — 100%, AbIxaHKE }KeCTKOoe, XPUTbl
NpPoBOAHblE, 60JblUE CNpaBa. YMepeHHoe ANCMHO3S (AblxaHue
6onblle MneYeBbIM MOSICOM), MPU CaHaUUKU TPaxeobpOHXU-
anbHOro AepeBa — 3Ha4YuTeNbHOE KONn4ecTBo 6enecoBaTon
MOKpOTbI. COCTOsIHWE CTabUbHO TAXENoe.

Ha npoTtsaxxeHuun Bcero nepuopa npeboiBaHUs B oTaesne-
HWUW peaHnMaun U UHTEHCUBHOW Tepanuu NnauueHT nosy4yan
aHTub6aKTepuanbHylo Tepanuio: uedtpuakcoH 100 mr/Kr
B/B CTpynHO ¢ 12.01 no 18.01.2020; meponeHem 40 mr/Kr

CuHppom XakeHa
locTioxuHa A.[., Cac A.C., Jlo6poHpaBoBa E.[l.

HayuHbiii pykoBoautenb: JlapuHa J1.E., K.M.H., AOLEHT

B/B KanenbHo Kaxable 8 4 (¢ 20.01 no 16.02.2020); nuHe-
3onug 10 Mr/Kr B/B KanenbHo Kaxgable 8 4 (¢ 20.01
no 26.02.2020); nonumMuKcnMH B 2 mr/Kr B/B KanenbHO
(c27.01 no 26.02.2020); aHTUKOArynsiHTbl: renapuH HaTpus
12 EA/Kr/4 B/B KanenbHo (¢ 24.01 no 13.02.2020); KOH-
LueHTpaT npoterHa C 50 E[l/Kr B/B CTPYWHO MeASIEHHO
(14.01.2020); TpaHchy3na cBeKEe3aMOPOKEHHOW Mna3mbl
15 ma/kr (12.01, 14.01.2020); napauetamon cycneH-
3ug 10 Mr/Kr nepopasbHO Mpu nuxopanke; npeaHu30s0oH
2 ™Mr/kr B/B cTpyiHo (12.01, 24.01, 27.01.2020); ¢ypo-
cemnz B/B KanenbHo 1 mr/kr ( ¢ 20.02 no 26.022020);
omenpason 1,5 wmr/kr B/B cTpynHo (¢ 29.01 no
26.02.2020).

Haxoguncs B COCTOSSHUM Me[MKaMeHTO3HOM cepauuu
Ha ¢doHe deHTaHMna 5 Mr/Kr/4 U pPoKypoHus Gpomuaa
0,6 mMr/Kr/u.

[JnarHo3 ocHoBHOW: [eHepann3oBaHHasi MEHWHIo-
KOKKoBasi MHdeKumsa. MHOEeKUMOHHO-TOKCMYECKUI LIOK.
OcnoxxHeHne 0CHOBHOro: [1BYyCTOPOHHAS NonucerMeHTapHas
NHEBMOHMSA. ATefnleKta3 BepxHen [OnM MnpaBoro Jierkoro.
CUHOPOM MONMOPraHHOM HeJocTaToYHOCTU: [lbixaTenbHas
HeAoCTaTO4YHOCTb 3-M  CTeneHu, cepaevyHo-cocyaucTas
HefoCTaTO4YHOCTb. DynbMWHAHTHAA nypnypa. AcuwuT.
MonunHernponaTns KPUTUYECKUX COCTOSTHUN.

3aknoyeHue. 1o nuTepaTypHbIM AaHHbIM, 3aboseBae-
MOCTb TFeHepanu3oBaHHbIMM GopMamMn MEHUHTOKOKKOBOWM
MHDEKLMM JOCTOBEPHO CHUXKAETCS, 0AHAKO NoKkasaTenu get-
CKOM 3aboneBaeMoCTM MNpeBbIlWAlOT MoKalaTenn 3abone-
BaeMOCTU COBOKYMHOI0 HaceneHus npaktMyecku B 4 pasa,
4YTO TpebyeT HaCTOPOXKEHHOCTU MEeAMaTPoB MO OTHOLIEHUIO
K 3TOMy 3a60/1ieBaHuIo.

Ha paHHbIM MOMEHT MpW MEHWHIUTax MEHUrOKOKKOBOWM
aTMonoruun y aeten netanbHoctb 10-15%, a Npu MEHUHro-
KOKLLEMWMK OHa Bo3pacTaeT 4o 60%. BeposTHOCTb Heo6paTH-
MbIX NMOCNEACTBUI Y AETEN, NEPEHECLIMX MEHUHTOKOKKOBbIN
MeHUHIUT, — 10-20%, KoTopble BK/IOYatOT B ce6s HapyLle-
HUS cnyxa, 3peHUs, yMCTBEHHOIO Pa3BUTUS, Maccy HEBPOJIO-
TMYECKUX PacCTPOMCTB. TaKKe BennKa BepOosiTHOCTb Heo6-
XOAMMOCTM amnyTaLuu BCNeACTBUE HEOBPATUMOro HEKPO3a
KOHeYHOCTeN, pasBuBalollerocs Ha ¢boHe pacnpocTpaHeH-
HbIX FrEMOPPArn4eCKMX U HEKPOTUHECKNX BbIChINMaHWM.

B HacTosillee Bpemsl BaKUMHALMA OT MEHMHIOKOKKO-
BOM MHOEKUMM He BKIOYEHa B 066A3aTebHbl NepeyvyeHb
HauunoHanbHoro KaneHgaps NpMBMBOK, OAHAKO PUCKU THXKe-
JIOr0 TeYeHus y AeTer, B 0COGEHHOCTU paHHero Bo3pacTa,
KpalHe BbICOKM, U CyLLECTBYET HEOOGXOAMMOCTb NMPOCBELLe-
HUS poauTenen B faHHOW cdhepe, CTUMYNALMM BaKLMHaLUK
neten.

'BY3 «Mopo30oBcKas AeTcKas ropofcKkas KiMHnyeckas 6osbHuLa [lenaptameHTa 3apaBooxpaHeHuns ropoaa MocKBbi»,

MockBa, Poccuickaa ®egepauums

®rAQY BO «Poccunckuin HaumoHanbHbiM MccnegoBaTtenbckun MeamumHceknn YHuBepcuteT nm. H.W. NMuporosa», Mockga,

Poccuickas ®enepaums

AKTyanbHocTb. CuHApoM }aKeHa, unn BPOXKAEHHOE
HapylieHue rmukosunupoBaxus la Tuna (CDG-la), — Hacneg-
CTBEHHOE 3aboneBaHue, 06ycnoBneHHoe AedEKTOM BUOCHH-
Te3a MMUKonpoTenMHoB. B pesynbrate Mmytauuu reHa PMM2
Hapywaetcsa npouecc N-rMUKO3UANPOBaHKS, YTO NPUBOANUT
K HeAoCTaTO4YHOCTU UK AUCOYHKLUMKU BGONbLIOTO Yucna ru-
KOMPOTEMHOB, TaKNX KaK TUPOKCUHCBSA3bIBAIOLMI FMOBYNNH,
rantorno6uH, GakTopbl CBEPTbIBAHUSA, aHTUTPOMOUH, XONK-

HacTepasa, IM30COMHble pepPMEHTbI U MEMOPaHHbIE MNUKO-
npoTeunHbl. Hacnegyetca no ayToCOMHO-PELLECCUBHOMY TUNY,
TOYHasl 4YacToTa Heum3BecCTHa. Bce 3aboneBaHus U3 3TOM
rpynnbl — MyAbTUCUCTEMHbIE C BOBfIeYEHWEM B NaTOOrMU-
YeCKWUM NnpoLecc neyeHu, MoyeK, KOCTHOM, IHAOKPUHHOM
M KPOBETBOPHOW CUCTEM, INa3 M nepukapha. Y MHOrmx
nauMeHTOB B KIMHWYECKOW KapTuHe AOMUHMpYeT nopa-
YKEHWe HepBHOWM cUcTeMbl. Cpean HEBPOSIOFMYECKUX Hapy-
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KpaTkue cooGuieHusn

WEeHNN Beaywumu cumnTomMamMu MOryT ObiTb 3afeprKKa
NCUXOMOTOPHOIO0 Pa3BUTWS, MbllleyHas cnabocTb M ruMo-
TOHUSA, CYXOXUbHasa apedneKkcus, Kocornasue, nNUrMeHT-
Has AereHepaLms ceT4aTku, Cyaoporu U MHCYNLTONOAO0GHbIE
3NU304bl. Y HEKOTOPbIX 60JIbHbIX HabMOAAETCs BPOXAEH-
HbIA TUMEPUHCY/IMHU3M C TUMEPUHCYTMHEMUYECKUMU TUMO-
rMUKEMUAMW B TPyAHOM Bo3pacTe. 3aboneBaHue TaKKe
COMNPOBOXAAETCA PA3/IUYHbIMU ANCMOPOUYECKUMMN OCOBEH-
HOCTAIMW, TaKMMMU KaK 4YeltoCTHO-TULEBON AUCMOPDU3M,
BTAHYTblE COCKM U NOAKOXHO-XXUPOBbIE NOAYLIEYKU Ha Aro-
avuax. B KayectBe 6GMOXMMUYECKOrO MapKepa rpynmnbl
cuHapomoB CDG ucrnonb3yloT NMLIEHHbIN YrNeBOAOB aHO-
MasbHbIM TpaHcHeppuH, a ANa AanbHENWEro YTOYHEHUS
AMarHo3a MUCMnosib3yloT MOJSIEKYNSPHO-TEHETUHECKUI METOS.
MeTtonoB 3dpdeKTMBHON Tepanuu cUHApoma MaKeHa He
pa3paboTaHo.

KnuHuyeckun cnyvyam. B MOpPO30OBCKOM AeTCKOWM
rOpOACKOM KnnMHmnyeckon 6onbHuue (MAIKE) Habnogaetcs
aeBoyka M., 1 rog 1 mMec. Pe6eHOK OT 2-# 6epeMeHHo-
CTW, NpoTeKaBLWen Ha OHE XPOHUYECKOrO ayTOUMMYHHOIO
TMpeouauTa v runotTupeosa y Matepu (monay4yaeT ropMoHO-
3aMeCTUTeNbHYI0 Tepanuio L-TMUPOKCUHOM), 2-X CPOYHbIX
caMoCTOsATENbHbIX poJoB. Macca Tena npu poXAeHUn —
3390, gnnHa tena — 59 cm, APGAR — 8/9 6annoB. B Bo3-
pacte 19 cyT XM3HU NOCTynuna B OTAENIeHNE HEOHATOIOM MK
B COCTOSIHUW CPEAHEW TAXECTU C MPU3HAKaMU AblXxaTelbHOM
HeJOCTaTOYHOCTU 1- CTEeNEeHU W YMEPEHHbIMU SABNEHUS-
MW MHODEKLMOHHOro TOKCMKO3a. [lpoBoaMnacb NpoOTUBO-
BUPYCHas Tepanus ¢ NnonoxutenbHolM addexkToM. Ha npo-
TSAXKEHUU BCEW rocnuranndaumm OTMevasuCb CHUMKEHHbIH
anneTuT, HegocTaTo4yHasa NpubaBKa B Macce Tena, Kotopble
HOPMaNnM30BaanCb MOCNE KOPPEKLMU pexuma U obbema
KOPMAEHUN.

B Bospacte 5 mec Haxogunacb Ha neveHun B MAIKB
¢ anarHosoMm: OcTpas pecnupatopHas BUpycHas MHbEKLUMS,
OCTpbI GapuHIuUT. AGTO3HbLIM CTOMATUT. KOHTaKTHbIV nepua-
HanbHbIN aepmatut. Mo pesynstatam Y3U BbiiBNeHa renato-
Meranus ¢ UBMEHEHUAMU NapeHXUMbl MeYeHU, yBenmyeHme
NIMHENHbIX pa3dMepoB noyeK ¢ AMPOY3HbIM MBMEHEHNEM UX
napeHxnmbl. B 6MOXMMUYECKOM aHann3e KpoBu — MoBbILLe-
Hue KOK, AT, TpaHcammHas, oco6eHHo ACT (go 6760 Ea/n),
CHWXEHWeE MIoKO3bl 0 3,1 MMOJb/N U NOBbIWEHWE NaKTaTa
10 4,9 Mmonb/n.

Pe6eHOK KOHCYNbTMpPOBaH reHEeTMKOM, B pe3ynbrate
Yero WCKIYEHbl TakKWe AMarHosbl, Kak HefoCcTaTO4YHOCTb
a-1-aHTUTPUMCHHA, TM30COMHbIE 60NE€3HN HAKOMNEHUS, TN-
KOreHo3bl, aMMHOaLMgoNnaTMM, MWTOXOHAPUasbHblE rena-
TonaTuun, OAHAKO BbIBNEH aHOMasbHbIA CNeKTp TpaHchep-
PUHOB, XapaKTepHblM ANS HapyweHUs [MUKO3UIUMPOBaHUA
| TMna. Mo pesynbraTtam ceKBeHMpoBaHus reHa MPI natoreH-
HbIX BapuaHTOB He 0O6HapPYXEHO, HapyLweHWe rMMKO3UINpo-
BaHuA |b TMNa UCKNOYEHO.

[leBo4Kka HaxoauTcs noa HabnwgeHuem HeBposora,
odTanbmosnora, racTpoaHTeposora M 3HAOKpuHonora. o
[aHHbIM 3NeKTpo3Huedanorpadbmm yoeauTenbHbiX pesysb-
TaToB O HaNM4yuMK INUNENTUGOPMHON aKTUBHOCTU HEe Mony-
YeHO, 3NuIenTUYecKMe MNpPUCTyNbl He 3aperncrpuMpoBa-
Hbl. C OKTA6psa 2019 . ycTaHOBNEH AMarHo3 runoTupeos
(TTF — 15,1 mKMe/mn, T4 cBo6oaHbii — 8,74 MKMe/mn),
MHULMMPOBaHa 3aMecTuTenbHaa Tepanug L-TUPOKCUHOM
18,75 Mr/cyt ¢ nofioXKuTenbHblM abdekToM. OCcMOTpeHa
odTanbMonorom, gvarHod: OU yactuyHasa atpodus 3putenb-
HOrO HepBa, CXOAsLLeecs COAPYKECTBEHHOEe Kocornasue,
runonnasvs Makynbl U AUCKa 3pUTENIbHOrO HepBa; MUOMUA

cnabow ctenexun. B Hoa6pe 2019 r. Haxoannacb Ha o6¢cneao-
BaHuu B KB nm. H.®. dunatosa.

02.12.2019 nonyyeHbl pe3ynbTaTbl CEKBEHUPOBaHUSA
reHa PMM?2, BbiiBfieHbl 2 naTOreHHbIX BapuaHta B rete-
PO3WIOTHOM COCTOSiHMW. PebGeHKy nocTaBneH AuarHos:
HapyweHue rnkosmnnpoBaHus la Tuna.

B KOHTPONbHOM OGWOXMMWYECKOM aHaln3e Kpo-
B oT 04.12.2019 BbiIBNEHO HapacTaHWe TpaHCaMWHa3
(ACT — 892,3 Ea/n, AT — 721,4 En/n), pebeHOK 3IKc-
TpeHHo rocnutanuanposaH B MAIKB ¢ uenbio o6cnegoBa-
HUS M KOppeKuuun Tepanuu. Mpu ocMmoTpe AnnHa Tena —
94 cm, macca — 7400 r, BbiIBA€Hbl MHOXECTBEHHbIE
CTUIrMbl AnM33amMbpuoreHesa (MWUKPOrHaATUSA, HWU3KUWA POCT
BOJIOC, BbICOKOE He6o, 3anaBluas nepeHocuua, KIMHOAAK-
TUNUSA), MbIWEYHbIK TOHYC ANDOY3HO CHUMKEH, CYXOXMWIb-
Hble pedneKcbl Ha pyKax M HOrax CHWXKEeHbl, onpeaens-
eTcsl MaTofiorMyecknn pednekc babUHCKOro ¢ 2 CTOPOH.
HepBHO-NcMxnM4yeckoe pasBuTUE 3aMeASIeHO, AEPKUT roso-
BY, MepeBOpaynBaeTCs CO CMWHbI Ha XMWBOT, HE CUAMT.
[evyeHb BbICTyNaeT Ha 2 ¢M U3-noj Kpas pebepHon gyru. Mo
[aHHbIM NabopaToOpHbIX UCCNeaoBaHU HabnoAaNUCh NOBbI-
LEHHblE YPOBHM LWenoyHon docdatadbl — ao 473 Ea/n
(N =124-341 Ep/n), ANT — po 499,60 Ea/n (N = 13-45
En/n), ACT — pgo 530,50 Ea/n (N = 15-60 Ea/n), runornu-
Kemusa — ao 2,75 Mmonb/n, runokoarynauma 6es remop-
parMyeckoro cuHapoma, runonpotenHemus. Mo AaHHbIM
MHCTPYMEHTaNbHbIX METOA0B 06c/efoBaHus, B 4YacTHOCTH
Y3W opraHoB 6pOWHON NOMOCTH, MOYEK U 3aBPIOWMHHOIO
NPOCTPaHCTBA: JIMHEWHbIE pa3Mepbl MeYeHW YBENUYEHDI,
napeHxmma audpy3Ho n3ameHeHa, onpeaensieTcs KUCTO3Hoe
o6pas3oBaHue HenpaBuiabHON dopMbl 5x4x4,3 MM Ha rpa-
Huue Il n IV cermMeHTa; yBenn4yeHue IMHENHbIX pa3mMepoB
Cenle3eHKU; yBeNNYEHNE IMHENHbIX pa3MepoB 06eunx NoYeK,
napeHxmma gudPy3Ho USMEHEeHa, CHUKEHa KOPTUKO-Meayn-
napHasa guddepeHumaumns, npu LAK — KpoBOTOK 06eHEH,
He npocneXxuBaeTcs A0 Kamncynbl, MHAEKC PE3UCTEHTHOCTH
cocynoB yBennyeH. CKopocTb KNy6o4yKoBOW duabTpaLmum —
113 mn/MuH/1,73 M2, UHMUMMpoBaHa Tepanus BUKacoaoM
4 ™mr/cyT, aHananpuiaom 0,625 Mr/cyT ¢ NOSIOKUTENbHbIM
abdeKToM. YpoBeHb LenovyHon docdartasbl CHU3UACA A0
366 Egn/n, AT — po 179,80 Ea/n, ACT — po 188,30 Ea/n,
O[HaKO COXpaHAnucb yanuHeHHoe AYTB, runornnkemus
(ao 2,01 mmonb/n), rMnonpoTenHemus. TMNEPUHCYTMHU3M
WUCKIOYEH (MMMYHOPEAKTUBHbIA WMHCYAIMH — 41 nmonb/n
npu N = 13-161 nmonb/n, Nnpoba ¢ ronofaHuem oTpuua-
TenbHas). 3aKo4YuTeNlbHbIN AnarHo3: HapyleHue rnKo-
3unMpoBaHus la Tuna, obycnoBneHHOe MyTauWsiMU B reHe
PMM2, wHdaHTunbHas dopma. OCNOKHEHUA OCHOBHOIMO
anarHosa: CMHOPOM MbllWEYHOM AUCTOHUMU, 3a4epiKKa MCu-
XOMOTOpHOro passutna. OU yacTuyHasg atpodus 3putesb-
HOro HepBa, cxofslieecsd COAPYKEeCTBEHHOe Kocornasue,
rMnoniasuns Makysbl, AMCKa 3putenbHoro Hepea. OU myuonus
cnabow crteneHu. lopakeHne neveHu, CUHAPOM LMTONM3a,
BTOpPUYHAA Koarynonatus. XpoHuyecKass 60/5e3Hb MOYeEK,
1-9 ctagus. CyOKIMHUYECKUIA TMNOTUPEO3. TpaH3uUTopHas
TUNOTINKEMMUS.

BbinucaHa 14.12.2019 ¢ ynydweHuneM. Tepanuio BUKa-
COJIOM, 3HaNanpuioM PEKOMEHJOBAaHO MPOAO/IKMUTL B Tex
e 003upoBKax. Heobxoanmo cobnogaTb AUETY C AHEBHbIMU
MHTEpBanamu He 6onee 4-4,5 4, ¢ HOYHbIM MEPEPLIBOM He
6ornee 6 4. 10 enaHuio ceMbU POAUTENSAM BO3MOXHO NPO-
BefeHne [JHK-anarHoCTUKM, TaK Kak pUCK poxaeHUs pebeH-
Ka C aHa/IorM4yHoM naTonornen coctaBnaeT 25% ana Kaxaon
nocneaytoliern 6epeMeHHOCTH.



MaHCUHYCUT U TPOMGO3 COCY 0B roJioBbl U LUEU KaK

OCJ/10KXHEHUA caxapHoro p,MaGeTa 1-ro Tvuna Y NoApPOCTKa
[o6poHpaBoBa E.[l., locTioxuna A.[., Pa6oBa A.I., Cac [.C., Typbiruud C.B.

HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AOLEHT

®rAQY BO «Poccuitckuit HaunoHanbHbIM MccnenoBatenbckuii MeamumMHekuii YHuBepceuteT um. H. M. Muporoea», MockBa,

Poccuitickas denepaumns

AKTyanbHoOCTb. CaxapHblt gnaber 1-ro TMna — 3HAO-
KpWHHOE 3aboneBaHue, XxapaKTepU3yloLeecs XPOHUYECKUM
LECTPYKTUBHbBIM MOPaXKeHUEM [B-KNeTOK MNOAXKENyL04HOM
*enesbl. 3T0 NPUBOAUT K aBGCONOTHOMY AeDULMUTY UHCYIU-
Ha M MOBBIWEHWIO YPOBHS MIOKO3bl KPOBU. XPOHUYECKas
rMNepriMKkeMmns COMPOBOXAAETCA Pa3BUTUEM OCNOXKHEHUM
CO CTOPOHblI MHOTMX OPraHoB U CUCTEM.

Tpom603bl Npu caxapHOM gnabeTe — NPOsIBIIEHUE TaKO-
ro NMO3[Hero OCNOXHEeHNs, KaK JuabeTnyeckas MMKpPOaHrno-
natus. Mpu aaHHOM 3aboneBaHWW OTMEYaeTcs MpPOTPOM-
60TMYECKOE COCTOSIHME CBEPThIBAOWEN CUCTEMbI KPOBM,
a TaKXe MNOBbIWEHME 3IKCMPECCUN UHIMBUTOPa aKTuBaTopa
nnasmMuMHOreHa v MOJIEKYN KIETOYHOW afresvu, Yto cBuje-
TeNbCTBYET 06 3HAOTENUANLHOW AUCHYHKLMU U TaKKe cro-
COGCTBYET MOBbILLEHHOMY TPOMB006PA30BaHMIO.

Kpome TOro, runepriMkeMus yrHetaeTr rymopasbHoe
W K/IETO4YHOE 3BEHbS UMMYHUTETA, YTO BELET K MOBbILEHUNIO
BOCNPUUMYUBOCTU BOJIbHBIX CaxapHbiM AUa6GEeTOM K UHbEK-
LIMOHHbIM 3a60/71eBaHUAM.

KnuHuveckuit guarHos. [esoyka b., 16 net. 3 aHawm-
He3a M3BECTHO, YTO AMarHo3 caxapHoro gvabeta 1-ro tuna
yCTaHOB/IEH C Bo3pacta 7 NeT. [MMKMPOBAHHbLIM FemMorno-
6uH oT 12% n 6onee Ha NPOTAKEHUU BCEro 3abosieBaHus.
Pe6eHOK HaxoauTca Ha WHCynuMHoTepanuu npenaparamu
WHCYNIMH NTM3MPO U UHCYSIUH JernyaeK.

B anpene 2019 r. y 4eBOYKM OTMEYaANCs NPaBOCTOPOH-
HUM KOHBIOHKTUBUT. lo3aHee, B uione, — aHrvonaTus cet-
YaTKMU C 2 CTOPOH.

B ceHt16pe 2019 r. pebeHok nepeHec OPBWU, KoTopas
COMpoBOXAanacb rofloBHbIMU 6ONAMMU.

01.10.2019 neBouYKy ¢ *anobamu Ha OTEK NPaBOro BeKa
1 apTepuanbHyto runepteHsuio (4o 170/100 MM pT. CT.) rocnu-
TannanpoBanu B 061acTHYIO0 AETCKYI0 60NbHULY . HenssbuHcKa,
rae 6binn o6HapyXeHbl MPU3HAKW OKKITIO3UW BHYTPEHHEN COH-
HOW apTepuu, MPU3HaKKU ULLEMWUM Ha FPaHULLE NPaBbIX T06HOM
W TEMEHHOW [0Nen, Npu3Haku TpoMbO3a NpaBoOW BepPXHEN
rMa3HWYHOW BEHbI; MPU3HAKW BOCMaIUTENbHbIX U3MEHEHUH
pelwetyaTbiX U KIMHOBUAHBLIX Na3yX, a TaKXe nopaxeHue
npaBoro rnasofBurateslbHoOro Hepsa 1 MNoJsiHbIV NTO3 cnpasa.
[o rocnuTanusaumyv HUKaKOW aHTUKOArynsHTHOM Tepanuu
[eBOYKa He nosyyana, fieynnacb CUMNTOMaTUYECKH.

21.10.2019 pebeHoK KoHcynbTMpoBaH B HMMWL, aHpo-
KpUHOMOrMn B MOCKBE B CBSI3W C AEKOMMEHcaLMeEN caxap-
HOro agnabeta. B ganbHenwem 6bln NPoBeLEHbl KOHCY/b-
Tauun HenpoodTanbmMonorom u Heupoxupyprom HMMULL
Henpoxupyprun um. H.H. BypZieHKo: 3anogo3peHa 60ne3Hb
BereHepa. B cBfI3n C GbICTPO MPOrPECCUPYIOLIMM U KU3-
HeyrpoXatwllwmm coctoaHueMm 24.10.2019 peBoyka Obina
rocnutanM3anpoBaHa B 3HAOKPUHOMOIMYECKOe OTAeNieHne
MOPO30BCKOM AETCKON rOPOACKON KIMHUYECKOM 60MbHMLbI
(MArKB) ¢ nocneayoWmMM NEPeBOLOM B OTAENEHNE OTOPUHO-
napuHronoruu. lNpu ocMoTpe oTMevancs NTo3 NpaBoro BeKa.
CocTosiHue Taxenoe, 06ycnoBeHHOEe BOCNanUTeIbHbIM Npo-
LLeccoM M TPOMBO30M.

Mo pesynbratam Y3M noyek 1 HaanoYe4YHNKOB OTMEYEHbI
axorpaduyeckne npusHaku audey3HbIX UISMEHEHUIN NapeH-
XMMbI MOYeEK.

Mo pe3ynbratam KT-uccnegoBaHWs NpPUAATOYHbLIX Ma3yx
HOCa C KOHTpacTupoBaHuem oT 24.10.2019 BbIABNAEHO MSr-
KOTKaHHOe o6pa3oBaHWe BEPXHWUX OTAENI0B MpaBOMW rnas-
HUUbI, OTTECHSAIOWEE BHYTPEHHIOI MPSMYK MblWLy rna3a,
C OTEKOM 3pUTENBHOrO HepBa. OTMEYEHO HanMymne NaTonorun-
YECKOro COAEPKMMOro C MHTPaKpaHuanbHbIM pacnpocTpa-
HEHWEM BoOCManuTenbLHOro npouecca M GopmMuUpoBaHUEM
YUAKOCTHOIO KOMIMOHEHTA, OKPYXXEHHOr 0 Karncynou, B obna-
CTU NPSMON U3BWUIMHBI TIOBGHOW Jonu cnpasa. O6HapyKeHbI
NPU3HAKN KWCTO3HO-MOMUMO3HON TpaHchopmaL MM neBown
BEPXHEYEeNoCTHOM Ma3yxu, a TaKKe MNpPM3HaAKU Tpomb6o3a
KaBEePHO3HOro CUHYyCca 1 BHYTPEHHEW COHHOW apTepuu.

YunTbiBas faHHble KT-uccnegoBaHUsA, a TakXe OTCyT-
CTBUE MONOXKUTENBHON JUHAMUKK CO CTOPOHbI MHTPaKpPaHu-
anbHbIX CTPYKTYp, 25.10.2019 npoBefeHa [ABYCTOPOHHSAS
3HOCKOMMYecKasi aHAOHa3anbHas 3TMOMAOTOMMKS.

Mo pesynbtatam MPT ronoBHoro mo3sra ot 05.11.2019
BbliBieHa MP-KapThuHa dopmupyloulerocs abcuecca npa-
BOW JIOGHOM [0NU, a TaKXKe CHUXEHWE KPOBOTOKa B NpaBow
BHYTPEHHEN COHHOM apTepUn.

Mo paHHbiM KT-nccnepoBaHusa ot 06.11.2019 oTtmeve-
HO TOTa/bHOE 3anoJfiHeHWe NaToIOrMYECKUM COAEPKUMbBIM
peLleTyaTbiX M KNTMHOBUAHbIX Nasyx; Cy6ToTasibHoe — NO6HbIX
nasyx U He3Ha4uTeNlbHOE KOMIMYECTBO COAEPKMMOro B BEPX-
HEeYesoCTHbIX Nasyxax.

07.11.2019 6bina npoBeaeHa 6GUONCKUS CM3NUCTON 060-
JIOY4KU Hoca. Mopdonornyeckasa KapTMHa COOTBETCTBYET
FHOMHOMY CUHYCUTY. [laHHble pe3ynsTaTtbl 6MONCUK NO3BONS-
0T UCKMNOYUTb 60Ne3Hb Berexepa.

Mo pesynsratam MPT ronosHoro modra ot 13.11.2019
oTMedyeHa MP-kapTMHa nakyHapHOro MHOapKTa B 3aAHWX
oTAenax npaBomn N106HOM AoNu.

Mo 3aKkntoyeHnto Hesposora oT 15.11.2019 yctaHoBNEH
avarHo3: TpoM603 KaBEepHO3HOro CHUHYyca; apTepuasbHbln
VIIEMUYECKUIA WMHCYNbT BCnefacTBue TpoM603a BHYTPEH-
HeW COHHOM apTepuu crnpaBa, Mas3HoW apTepuu crpasa.
OdTanbmonnerus, YyactuyHaa atpodbuma 3puUTeNbHOro HepBa,
avabeTtnyeckas petuHonatms. lNepeHeceHHbIn PUHOCUHYCHT,
OCJ/IOXKHEHHbIN MHOXECTBEHHbIMKU abCLieccaMmn rosI0OBHOTO
Mo3ra.

Mpn OuHamMu4yeckom HabnwaeHUn no AaHHbIM MPT
rO/IOBHOMO MO3ra OTMEe4YeHa MOJIoKUTEeNbHAs AUMHaAMUKa
B BWAE WMCHE3HOBEHMA OAHOro abclLecca U yMeHbLUEHUS
B pa3mepax Apyroro.

CornacHo peaynbraTaM KOHCy/bTalMu rematosnora npo-
BOAMMAChb aHTUKOArynsHTHas Tepanvsa HedpaKLMOHMPOBaH-
HbIM renapuvHom. B ganbHenwem pe6GeHOK 6bi1 nepeBeaeH
Ha fanbTenapuH HaTpUs C AOCTUXKEHMEM LIENIEBON MMMNOKoa-
rynsiunu (@aHtTu-Xa-aktmsHocte — 0,63 ELl/Mn).

Mo pesynstataM 6GakTepuanbHOro nocesa W3 odara
nHdekumnn BbigeneH MRSE. PekomeHaoBaHa aHTMGaKTepK-
anbHasa Tepanusa uedenumom (6 r/cyT B/B KanesbHO), BaH-
KOMULMHOM (2 r/cyT B/B KanenbHO) N04 KOHTPOSEM YPOBHS
KpeaTuHUHa 1 C-peaKTMBHOro 6eska B JUHaMUKe.

15.11.2019 peBo4YKa BbINUCaHa [OMOW B YAOBNETBO-
PUTENBHOM COCTOSIHMM Ha MPOAOIKEHUU aHTUKOAryNsHTHOM
Tepanuu JanbTenapuvHOM HaTpus nog HabniogeHue neau-
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Short Report

KpaTkue cooGuieHusn

aTpa, remartosiora, HeBposiora U 3HAOKPUHOOra Mo MecTy
KUTENLCTBA.

27.01.2020 peBoyKka noctynuna B MAMKB agns nna-
HOBOro nieyeHus. Mpu NOCTynNNeHnW NpeabsBasna ano-
Obl Ha 3aTpyaHEHWEe HOCOBOrO AblXaHWS, HACMOPK M MTO3
crnpaBa.

Mo pe3ynbTaTaM 0CMOTPa 0TMEYanochb orpaHuyeHme Bu-
YKEHUS rnasHoro f670Ka cnpaea, HO Mo CPaBHEHMIO C COCTO-
AHMEeM Ha Hoa6pb 2019 r. — ¢ ynydweHuem. MasHasa wenb
cnpaBa 3aKpbiTa NONHOCTLIO. [1py Nanbnauun BepxHemean-
anbHOro yrna npaBoro rnasa otMedvaetcs uHunbTpat. Ha
KOXe B 3TOM 0651acTu onpeaensercs cBul, (Mo KOPOYKOoWn).
Ha aHTWKoarynsiHTHOM Tepanuu 4OCTUrHyTa LieneBas rmrnoKo-
arynaums. 30.01.2020 6b110 NpoBeAEHO UCCEYEHNE CBULLA
BEPXHEro BeKa crnpaBa, a TaKe 3HJoHa3anbHas 3HAOCKO-
nuyecKas peBM3ns OKOJIOHOCOBLIX Na3yx. lNpoBeaeHo meau-

KaMeHTO3HOe JleyeHre AanbTenapuvHOM HaTpusi B o6beme
5000 ME nogKko»KHO 2 pa3a B CyTKW. [10 OKOHYaHUKU Tepanuu
aHTU-Xa-aKTMBHOCTb Naa3mbl cocTaBuna 0,68 EA/mn.

07.02.2020 geBoYKa BbinMcaHa JOMOW B YAOBNETBOPU-
Te/IbHOM COCTOSIHUM C PEKOMEHAALMAMU: AOMALIHUI PEXUM
B TeYeHue 7 JHeW, KOHTPOJIbHbIM OCMOTP MO MECTY XWUTeNb-
CcTBa 4epe3 7 [HEW, WCKIoYeHne GU3MYECKON Harpy3ku
Ha 1 mec. [Toka3aHo NPoAO/IKEHME aHTUKOAryASHTHOM Tepa-
NUK B NPEXHeW o3€e He MeHee 3 Mec.

3akntoyeHue. lNpu caxapHoM anabeTe BO3MOXKHO pas-
BUTUE COCTOSIHUSI AEKOMMEeHcauuu, 4TO MOXET MpUBECTH
K CMepTH B peaynbTate GbICTPO MPOrpeccupylolnx OC/OM-
HEeHWR. Tak, No cTaTUCTUKe, TPOMB03IMGBONUS COCYA0B roNoB-
HOro Mo3ra obycnoBamMBaeT 15% cmepTen y nuL, ¢ caxapHbiM
anabeTom, XOTs NPOoSBAEHUS MUKPO@HrMonaTumn npu caxap-
HOM MabeTe 1-ro TMNa Ha NepBbIN MaH BbIXOAAT PEAKO.

AyTOMMMYHHbIA numdonponudepaTtuBHbIA CUHAPOM

[o6poTtoK A.B., PycakoBa B.A.

HayuHbi pykoBoauTtenb: JlapuHa J1.E., K.M.H., AOLEeHT

®rAQY BO «Poccuitckuit HaunoHanbHbIi MccnenoBatenbckuii MeanumHekuii YHuepeuteT um. H.U. Muporosa», MockBea,

Poccuitickas denepaumsa

AKTyanbHOCTb. [1lepB1YHbIE UMMYHOAEDULUMTHbIE COCTO-
AaHua (MN) — 3To reHeTMYeCcKM aeTepMMHUpPOBaHHble 3a60-
fleBaHus, CBA3aHHble ¢ JedeKTaMn OJHOMO UM HECKObKKUX
KOMMOHEHTOB CUCTEMbI UMMYHUTETA, @ UMEHHO KIETOYHOrO
M FYMOPanbHOr0 UMMyHUTETa, Garouuto3a, CUCTEMbl KOM-
nnemMeHTa.

YacTtota BcTpevaemoctn N[ coctasnser ot 1:1000
fo 1:5000000 B 3aBucuMMOCT OT dopMbl. K HacTosiwemy
BpemMeHU M3BeCTHbl 6onee 140 MONEKYNSIPHO-TEHETUYECKMX
AePEKTOB, MPUBOAALLMX K CTOMKMM UMMYHHbIM AUCOYHKLIMSM.

AyTOMMMYHHbBIM  numdonponndepaTUBHbIN  CUHAPOM
(AJINC) — reHeTnyeckn obycnoBneHHOe 3aboneBaHue,
XapaKTtepusylouweecs MMMYHHOW Aucperynauven BcChea-
CTBME NOTEPU KOHTPONS Hal TMMPOLMTapHBIM FOMEOCTa30M
13-3a HapyleHUs anonto3a. B HacTosAWwmMn MOMEHT B MUPO-
BOM nuTepaType onucaHo 6onee 500 nauuMeHTOB C Auva-
rHo3om AJMC. 75% cny4aeB npuxoauTcs Ha AedeKT reHa
FAS-peuentopa u FAS-nuranga. OctanbHble MOryT 6bITb CBS-
3aHbl ¢ gedektamun reHoB CASP10, CASP8, FADD, PRKCD,
KOAMpYOLWMX 6EKM CUTHAMbHbIX MyTeN anontosa.

KnuHuyeckun cnyydann. [laumeHt A.U., 2 roga,
10.10.2019 BnepBble NOCTYNWUA B OTAENIEHNE reMaTonornm
MOpPO30BCKOM AETCKOM FOPOACKON KNMHUYECKOW GO0NbHULbI
(MArKB) ¢ »anob6amMu Ha CbiNb, BANOCTb, HOCOBOE KPOBO-
TeyeHue.

Anamnesis vitae: oT 3-i 6epeMeHHOCTU (1-9 — OeBou-
Ka, 310p0Ba; 2-91 — AeBOYKa, 340poBa), NpoTeKkaBLlien 6e3
OC/IOXHEHWW. 3-U pofbl B CPOK, caMocTosTeNbHble. Macca
npu poxaeHun — 3450 r, anmHa — 54 cm, APGAR —
8/9 6annoB. Ha nepBoM roay »W3HM poC W pa3BMBasCS
no BO3pacTy.

MNepeHeceHHble 3a6oneBaHuUs: BeTpsHasa ocna B 2 mec
W3HWU, OBCTPYKTUBHbLIA OCTPbIA OGPOHXWUT, FTHOMHBLIA OTUT,
6ynnesHolv oTuT, iMMmdageHonatus ¢ 04.2019, OPBMU, repne-
TMyecKas nHoekuusa ¢ 09.2019. HacneacTBEHHOCTb He OTS-
roweHa. Anneprus Ha aMmoKCULMIMH. XpOHWYeCcKue 3abone-
BaHWS POAUTENM OTPULLAIOT.

Anamnesis morbi: ¢ 6 Mec }anobbl Ha NumbageHonaTuio,
HEOJHOKPaTHO HaxoAMNCS Ha CTaLMOHaPHOM JIeYEHUU B CBS-
31 C PELMANBUPYIOLLMMU MHEKLMOHHBIMU 3a60/1€BaHUAMM.
B AFKB N2 9 um. IH. CnepaHcKoro yctaHOBUAW MOBbI-
LeHWe cofepyaHus ABaAbl HeraTMBHbIX T-TMMGOLUTOB

(NCRab+CD3+CD4-CD8-) go 12,6% (N — po 6%), o6wmn
BUTamMuH By, — 10590 nr/mn (N — 180-914 nr/mn), runep-
rammarno6ynuHemus IgA 1590 mr/gn (N — 14,0-92,0 mn/an),
186G 13620 mr/an (N — 275-1020 mr/an).

C 19.09.2019 no 28.09.2019 rocnuTanM3anpoBaH
B HMUL AFON wm. Omutpua PoravyeBa ¢ nNogo3peHueM
Ha MWUA. Paccmatpusancs auarHos AJTTNC, ogHako myTaumm
B reHe FAS He 6binu BbiSiBAEHbl. BbinucaH ¢ peKoMeHdaunemn
NpoOBEAEHMNS MaHEebHOr0 CEKBEHUMPOBAHMS.

Beyepom 09.10.2019 y pebeHKa nosiBunachb nerexunasb-
Hasi CbiMb HA HUXKHUX KOHEYHOCTSIX.

10.10.2019 aKk3aHTemMa pacnpocTpaHuiacb Ha TynoBMU-
e, weto 1 nnuo. OTMeYeHbl eAUHUYHbIE METKUE 3KXMMO3bI
Ha 6eapax U roneHsx. MoaBUAMCL KPOBOTEYEHME M3 HOCa
M KPOBOTOYMBOCTb [J€CEH, KOTOPblE KYNMMpPOBanncb CaMoCTO-
AaTenbHO. B aTOT e aeHb rocnutanuavpoBaH B MAIKB. Mpwu
06bEKTMBHOM 06cnefoBaHMK BbiiBAeHa NnmbageHonatms
NOAHWXXHEYENIOCTHON, NepeaHeLllenHON, 3aHELLENHON, No4-
MblleYyHow rpynn. Jinmdoysnbel padmepom o 1 cm. B obna-
CTU Wwewn 6ONe3HeHHble Npu MNanbhauun. Ha cnusncton
nonocTM pTa remopparvu. NeyveHb yBenuyeHa, HUKHUI Kpawn
rnagkui. Mo gaHHbIM Y3W opraHoB 6pIOLWIHON MOAOCTM OT
11.10.2019: axorpaduyeckue NpU3HaKK renatocrnieHome-
ranvu, meseHtepuanbHon numageHonaTuu.

JlaGopaTtopHble WccnefoBaHUs YyKasdblBalOT Ha MOCT-
reMopparM4yecKkylo aHemuio 1-v cTeneHu: 3pUTPOLMUTbl —
3,58x1012/n, HGB — 92 r/n, RDW 18,1%, aHM30Uu1TO3 +,
MUKPOLWTbI ++, TMNOXPOMUS +++, OTHOCUTENbHOE KOMW-
yectBO Rt — 5,21%. MNpsmasa n Henpsimas npodbl Kym6ca
oTpuuaTenbHble. B Mnenorpamme yBennyeHvue KNeToK apwu-
TPOUZHOIO POCTKA U CHUXKEHME NENKO3PUTPOBIACTUHECKOTO
OTHOWeEHMS. B KAMHMYECKOM aHanun3e KpoBM: TPOMOOLM-
Tonenua 1-6x109/n, NAMMbOLIMTAPHbIA NEHKOLIMTO3 U HEl-
TponeHus. B GUMOXMMUYECKOM aHannse KpoBU: TUMEpUM-
mMyHornobynuHemus (IgG — 1145 mr/an, IgA — 134,1 mr/
an), umaHoko6anammH — 6onee 1500 nr/mn. I1gG K Herpes
simplex virus 1, aHtutena K Epstein — Barr virus EA, 1gG
K Chlamidia pneumonia COMHWUTENbHbIE.

lMpoBefgeHa remocTatyeckas Tepanusa: aTamaunar
250 mr/cytr. Ha ¢oHe Tepanuu BHYTPUBEHHBLIM WMMYHOT/IO-
6ynuHom (BBUI), @ UMEHHO MMMYHOrNOGYIMH YenoBeKa Hop-
MaflbHbIM 2 [/KI/KypC, KIMHUKO-reMaTonorMyeckoro apoek-



Ta He oTMeyeHo. 1o peadynbTataM MUENOrpaMMbl AaHHbIX
3a [Oe6loT remobnactosa He MoAyvyeHo, Hayata nepopasib-
Has Tepanua npeaHu3onoHoMm 3 Mr/kr/cyt. Ha 20-i aeHb
Tepanuu [LOCTUrHyTa KIMHUKO-reMaToflornyeckas pemMuccus.
Pe6eHok BbinucaH 02.11.2019 B y10BNETBOPUTENIBHOM COCTO-
AHMU. PEKOMEHAO0BaHO MPOACMKUTL NPUEeM NMPeAHU30/0Ha A0
30.11.2019 noa KOHTpOeM remMaTosiora no MecTy KUTENbCTBa.

24.01.2020 nosTOopHOe noctynneHne MAIKB.
JKCTpeHHas rocnuTanuM3auns B OTAENEHWe peaHumaLuu
N UHTEHCUBHOW Teparnuu B CBA3W C TAXENON ayTOMMMYHHOM
reMOJIMTUYECKON aHemuen (apuTpoumntel — 1,58x1012/7,
HGB — 49 r/n, npamas u Henpsamasa npobbl Kym6ca
NONOXUTENbHbIE, TMNEPOUNUPYOUHEMUSA 3a CHET NpPSMow
W Henpsmon ¢pakuun, NoBbILEHWE aKTUBHOCTU NaKTaTae-
rMApPOreHasbl U KOHUEHTpauuu depputrHa, B Muenorpamme
yBenyeHMe KINETOK 3PUTPOUAHOIO POCTKA U CHUXKEHWE Nent-
KO3pMUTPOBNaCTMHECKOro OTHOLIEHNS).

Hanobbl Ha cyb6debpuanTeT, Kalenb B TeyeHne 2 Heq,
MKTEPUYHOCTb KOXHbIX MOKPOBOB, MOTEMHEHWE MOYM.
Mo paHHbIM Y3U opraHoB 6ptolwHom nonoctn ot 27.01.2020:
axorpaduyecKkme NpU3HaKK renatocrnieHoMeranuu, gedop-
MaLMK KeNYyHOro ny3bipsi, nopTajibHOM numdaaeHonaTuu.
B KAMHMYECKOM aHanu3e KpoBwu: TpombouuTo3, numdo-
LUMTapHbIA NIEMKOLMTO3, HEenTponeHus. B GUOXMMUYECKOM
aHannse KpoBU: rUNepummyHornobynuHemusa (I1G —
1859 wmr/aon, IgA — 163,2 mr/gn), uMaHoko6anaMuvH —
6onee 2000 nr/mn, IgG Kk Herpes simplex virus 1, aHtutena
K Epstein — Barr virus EA, IgG Kk Chlamidia pneumoniae
oTpuLaTeNbHble.

3a BpeMsa HabnwgeHns Ha doHe nedveHuns BBUT (MMmy-
HOMOBYNUH YenoBeKa HopManbHbIv 1 r/Kr/Kypc — 2 Kypca),
nynbc-Tepanum gekcametazoHom 0,5 Mr/Kr v MeTUnnpeaHu-
30/10HOM 10 Mr/Kr 2 p/4 B TedyeHue 4 gHew ¢ nocneayoulen
Tepanuen npegHU30A0HOM 2 Mr/Kr/cyT, remoTpaHchy3ni
apuTpoumTapHon B3Becbio 25.01, 01.02 u 05.02.2020
cocTosiHMe ynydywunocbk. MNpu Bbinucke HGB — 128 r/n,
SBIEHUS TEMOJIM3a KYMNMMPOBaHbl (KOXHble MOKPOBbI CBET-
N10-po30BLIe, MoYa cBeTnas). Boinucarn 15.02.2019 B yaoB-

NeTBOPUTENBHOM COCTOSIHUU. PEKOMEHLOBaHO MPOAOIKUTL
npuem npeaHusonoHa ao 03.04.2020.

3aknyeHue. CoctosiHMe naumeHTa COOTBETCTBYET KpH-
Tepuam guarHoctukm AJTNC:

nepcucTupyolee yBennyeHne nepudepuyeckmux num-

daTtnyeckmx y3nos B 3 1 6onee rpynnax u/uam renarto-

cnneHomMmeranua (¢ 6 mec anobbl Ha MMmdaaeHonaTno

NOAHWMKHEYENIOCTHON, NepeaHellenHoON, 3aQHeWenHoN,

NoAMbILEYHOM rpynm, renatocnieHoMeranus);

ayTOUMMYHHble FeMOLMUTOMNEHUN U/UNWU [pyrnue ayTouMm-

MyHble HapylweHus (24.01.2020 rocnutann3auns B CBS-

31 C TAKENO0N ayTOUMMYHHOM reMOTIMTUHECKON aHEMUEN);

NOBbILLEHWE YPOBHS UMMYHOINOBYIMHOB CbIBOPOTKU KPOBMU

(c 11.10.2019 runepummyHornobynuHemus IgG v IgA);

cogepyaHue (6osiee 6%) [OBOMHbLIX HEraTUBHbIX

T-numbountoB B nepudepunyeckon kposu (AHT — po

12,6%);

NoBbIWEHNE YPOBHA LMaHOKOGanaMuHa B KPOBM

(¢ 11.10.2019 6onee 1500 nr/mn).

OtcyTcTBME fedeKToB B reHe FAS He UCKtoYaeT Hanmyme
MyTauuu B APYrMX NMPUYMHHO-3HAYMMbIX FEeHaX, MOATBEPIK-
natoumx AJIMNC. PekoMeHA0BaHO MPOBEAEHWEe MaHeNbHOro
CEKBEHMPOBaHMS.

AJINC TpebyeT KaK MOXHO 60fiee paHHEN AMArHOCTUKM,
Hayana neyeHus U NpodUNaKTUKKU, a TaKKe MOBbILEHHON
HaCTOPOXEHHOCTU Bpaya K MPOrpeccMpoBaHuIO U yTsKene-
HUIO 3aboneBaHus. Heobxoaumbl HabnwaeHwWs neguaTtpa,
remaTosnora, UMMyHosora ¢ o6sa3aTefibHbIM UCCNefoBaHu-
eM remorpammbl U peakuun Kym6ea. Cneayet cobntogatb
OXPaHUTENbHbIN PEXnUM (M36eratb TPaBM, NEPEOXNaKLEHUN,
nHconsauun, OPBU), yaensatb oco6oe BHUMaHWe npodunakx-
TUKe peunarMBOB reMonn3a npv BO3HUKHOBEHUU UHDEKLU-
OHHbIX OC/IOXKHEHUN.

MckntovaeTcs npuem npenapaToB, 6J0KMPYOWMX GYHK-
LMW TPOMOOLMTOB (NpernapaTbl CannunioBOn KUCIOTbI, Npa-
30/IMA0HOBbIX MPOU3BOAHbIX, FenapuHa, NeHTOKCUbUIMHA).

BakuuHauus npoBoguMTCca B MNepuoa  AJUTENbHOWM
pemuccun.

PaHHAA aMarHoCcTUKa aMmacteMaToOMUEsSIMM B COYEeTaHUMU
C MHOXeCTBEeHHbIMU NOPOKaMHU Ppa3BUTUA Y HOBOPOXKAEHHOIo

pe6eHKa

Eropckas A.T., KpuBauHa H.B., Eropckas J1.E., LibiraHosa 10.A.

HayuHbiii pykoBogutenb: LlyTkoBa A.10., K.M.H.
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AKTyanbHoOCTb. [Juactematomuenua (OM) — Tskenbin
BPOXAEHHbLIM NOPOK pa3sutus (BIMNP) cnHHoro mosra (CM),
XapaKTepU3YyLMINCS ero yaBoeHMemM U MO3an4HbIMKU ABUra-
TeNbHbIMU, YyBCTBUTENbHBIMU, TPODUYECKUMU U Ta30BbIMU
HapyLeHUsIMK B CO4ETAHUU C aHOMaNs MK U NOPOKaMu pas-
BUTUS MO3BOHOYHUKA, HUXKHUX KOHEYHOCTEN, KOXU U BHY-
TPEHHWX OpPraHoB; CBOEBPEMEHHO HE ANnarHoCTUpyeTcs n3-3a
cNnabom KIIMHUYECKOM BblPaXKEHHOCTU Ha 1-M rofy XU3Hu.

KnuHuyeckuit cnyyai. B auBape 2020 r. B [eTcKkon
rOPOACKOW KAMHMYecKon 6onbHUue N2 1r. HwuxHero
HoBropoga o6cnefoBaHa HOBOpPOXAeHHas AeBodvka C.
(4 oHs).

lpoBeaeHa oLeHKa COMaTUYECKOro, HEBPOIOrMYEeCKOro
CTaTyCOB MO CTaHZAPTHbIM METOAMKaM, Pe3ynbraToB KiM-
HUKO-N1abopaTopHbIX M MHCTPYMEHTaNbHbIX 06CNEeA0BaHWUM:

YNbTPa3BYKOBOro McCnegoBaHUs 6plowHoM nosoctn (Y3M
OBIM), mMarHuTHO-pe3oHaHCHon Tomorpadun (MPT) U KOM-
nbtoTepHoi Tomorpadum (KT) NO3BOHOYHMKA.

Pe6eHOK OT 3- 6epeMeHHOCTM Ha (OoHe peLuanBU-
pylolLen repnetmMyeckon MHGOEKLUMU, MOBTOPHbLIX BUPYCHbIX
nHdeKkumn B 1, 2, 3-M TpMMecTpax, rectalmoHHOro caxap-
Horo guabeta, aHEMUKU, OTEKOB, MHOroBoAUA. Pofbl B CPOK
NnyTeEM 3KCTPEHHOrO KecapeBa Ce4yeHUst (Kocoe MOJoKeHWe
nnoga). Macca tena npu poxaeHmn — 3280 r, AMHa —
52 cm, oueHKa no wrkane APGAR — 6/8 6annoB. CnoHTaHHOe
[bIXxaHWe C 4-" MUH XW3HKU nocne caHauuu BEPXHUX [blxa-
Te/IbHbIX NyTEeH, TaKTWibHOW cTUMynauuu, aadm O, vepes
MacKy, CO 2-x CyT »enTtyxa. [1pn ocMoTpe: cocTosiHWe cpea-
HeW CTEeMeHU TKECTWU, UKTEPUYHOCTb KOMHbIX MOKPOBOB,
Ha KOXe CMuHbl B 06/1acTv rpyaHoOro otgena cocyaucroe
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Short Report

KpaTkue cooGuieHusn

NATHO, HAK/IOH rOMI0BbLI BIEBO, YMJIOLWEHWe nnua B 06acTu
HUXHEN YentocTn cneBa, YKoOpoyeHMe IEBOM HOMKM Ha 5 MM,
runotpodus neson ronexHn, 6eapa, BapycHaa aedopmauus
M YKOpOYeHWe N1eBON CToMbl Ha 1 CM, orpaHu4yeHue pas-
BeaeHus 6eaep fo 80 rpagycoB. MblleYHbIM TOHYC nepe-
MEHHbIN. PedneKcbl HOBOPOXKAEHHbIX CHUXeHbI. Y44 — 40/
MWH, YHCC — 110/MuH. HenpocoHorpadums: runoKCUYECKU-
MeMUYEeCKMe U3MEeHeHUs ronosHoro mosra. Y3W OBl
BbISIBUIO Spina bifida B rpygHOM oTaene, NoAKOBOOGPa3HYo
no4Ky. MPT N03BOHOYHMKA: aHOMaNnn pa3BUTUS HOTOXOPAbI
M cnuHHOro amspadusama — M 2-ro Tvna, PUKCUPOBAH-
Hbin CM, cybaypanbHasi NIMKBOpPHAs Moayllka B FPyaHOM
oTAene Mo3BOHOYHUKA, aHOManuu pasBUTUS Ten MO3BOH-
KOB W spina bifida HWXHErpyagHoro otaena no3BOHOYHUKA.
KT no3BOHOYHMKA: HapyweHue cermeHTauum Th7-Thl2,
YyacTuMyHasa cakpanuzauusa L5 cneBa u ero yacTuyHas KOH-
KpecueHuus ¢ S1 cne.a, spina bifida posterior Th7-Th12,
L5-S4. Taknm 06pa3oM, BbiCTaBEH 3aK/IOYUTENbHbIV AMa-
rHo3: HeoHaTanbHas »entyxa; MHoxecTBeHHble BIP CM,

KOCTHO-MbILIEYHOW CUCTEMbI U BHYTPEHHMX OpraHoB: AM
2-ro TMNa, QUKcMpoBaHHbIN CM, aHOManuMuM KonuyecTBa
n andodepeHUMPOBKM NO3BOHKOB, YKOPOUYEHWE TEBOM HUXK-
HEeN KOHEYHOCTH, BapycHas aedopmMaLlns 1eBOK CTOMbI; NO4-
KoBOOGpa3Hasa noyKka. KoHcepBaTMBHOE Nle4eHWe HeoHa-
TanbHOM YENTYXU C MONOXMUTENbHON AUHAaMUKON. PebeHoK
B YAOBNETBOPUTE/IbHOM COCTOSIHUM BbIMMCAH [AOMOWM
(11 KowKko-gHen) noa HabnwogeHve neguaTpa, HeBposora,
opTonega, Henpoxupypra, Hebponora; nNoKkasaHa KOHCY/b-
Tauus reHeTuKa.

3aknoyenume. [py Hannynm guspadryecKux NpU3HaKoB
Yy HOBOPOXAEHHOr0 MoKa3aHa OLleHKa HEeBPOJSIOrMYeCcKoro
ctatyca, nposegerHune Y3U, KT, MPT ana BbiaBneHus AM
N COYETaHHbIX C HEN CKPbITbIX [P NO3BOHOYHMKA U BHYTPEH-
HUX opraHoB. PaHHAA AvarHocTMka M no3sonser Bpayam
pa3Hbix cneynanbHOCTEN (HEMPOXMPYPT, HEBPOOT, OPTONEA,
Hedponor) BoibpaTh TAKTUKY M CPOKK NeYeHust ansa npeaort-
BpallleHnsa pa3BUTUS HEBPOMOrMYECKOro aeduumTta u MHBa-
nuansaumnu, yxyawaowmx KauecTBO XKUSHW.

KnuHunyeckKkuu cnyyam napokcusmanbHoun ¢opmbl pudopunnaumum
npeacepavun, NnapoKCU3mMasibHOM XKeJlyA04YKOBOM TaXuKapauu
y pe6eHKa ¢ MHOXXeCTBEHHOM CONYTCTBYIOLLEN NaToNoruen

3aBapkuHa A.A.

HayuHble pykoBoauTtenu: TerepuHa J1.B. Bpay-Kapguonor; Bapnamosa T.B. K.M.H., gou.
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AKTyanbHOCTb. APUTMUKU [ETCKOro BO3pacta OCTaloT-
Csl aKTyanbHOM Mpo6GnemMon 3ApaBOOXPaHEHUs, TaK Kak,
HECMOTPS Ha 3HA4YMTENbHbIM MPOrpecc B JIEYEHUU AaHHbIX
nauneHToB, OCTalOTCH O4HOM M3 OCHOBHbIX MPUYUH Pa3BUTUSA
cepAeyHon HeJoCTaTO4YHOCTU M BHE3AMHOW JETCKOW CMEPTH.

KnuHuuuyeckui cnyvai. MavumeHTtra A., 15 net, Ha6noaa-
€Tcs y IeTCKOro Kapauosnora [opoCKON AETCKOM NONUKIUHK-
Kn N°2 (F4MN N°2) r. NeTpo3aBoacKka Mo OCHOBHOMY AMarHo-
3y: [MapokcuamanbHas ¢opma dubpunnaumm npeacepaun.
MapoKcuamanbHasa »enygodkosas Taxukapausa. CoctosiHue
nocsie ornepauuMm 3neKTPoPU3NOoNIOrM4eckoro mccnenoBa-
HUS, TOYeYHas paauMovyacToTHas abnguus npaBoro nepe-
leNKa, ToYeyHas paguo4vacToTHas abnsauMs 04aroB 3IKTO-
NMUYECKUX NpefcepaHblX TaxMKkapauvn npaBoro npeacepaus
071 07.04.2017. OcnoxHeHue: XpoHnyecKasn cepaeyHas Hego-
crato4yHocTb IIA. ConytcTBylowmi: CocTositHWe nocne onepa-
TMBHOWM KOPPEKLIMM BPOXKAEHHOI0 MOPOKa cepaLa: ywrBaHue
nedeKTa MexKenyaoukoBomn neperopoaku (AMMKI), umnnax-
Tauma AByXKamMepHoro afieKTpokapanoctumynsatopa (AKC) —
aTpPUOBEHTPUKYNspHas 610Kaga (AB-6nokaga) 2-# cTenexu,
Mo6uL, 2, B yCNOBUAX UCKYCCTBEHHOIO KpoBoo6palleHus (MK)
oT 06.07.2009, peumnnanHtauma 10.06.2019. CocTosiHue
nocne onepauuu MAacTUKM aopPTO-MPaBOXKENyA04KOBOWM
duCTYNbl cMHTETUYECKOM 3annaTon oT 19.04.2016. CuHapom
Aucnnasumu coeflMHUTENbHOM TKaHW. Beretococyaucras guc-
ToHWUA nyb6eptaTHoro nepuoga. CMHAPOM BHYTpUYEpPErnHon
rMnepTeH3nn, KomneHcauus. HectabunbHOCTb LWEWHOro
oTAena MO3BOHOYHMKA. JIEeBOCTOPOHHWUI CKOMMO3 rpyaono-
SICHWYHOrO OTAeNa NO3BOHOYHUKA 1-W cTeneHun Spina bifida
posterior S1. bonesHb Kennepa 1. HapyweHue akkomoaa-
umn. Muonusa cnaéow creneHn OU. BTOPUYHBIM XPOHUYECKUIA
nuenoHedpuT, BHe 060CTpeHus. MNoveyHas HeJoCTaTO4YHOCTb
0-1 cteneHun. lacTpoasodareanbHaa pednoKcHas 601e3Hb
3-11 cTeneHun, BHe 060CTpeHMS.

Mo paaHHbIM aHaMHe3a, NepBble MPU3HAKUM OCHOBHOIO
3aboneBaHus nposiBUAMCb B Bo3pacte 3 mec (2006 r.),
B BMAE CMHKOMANbHOrO COCTOSIHUS, COMPOBOXAANUCH LiMa-
HO30M ry6, HOCOry6HOro TPeyrofibHWMKa, MOACYET YacTOThbl
cepaeyHblx coKkpauweHun (HCC), pernctpauma SKI He npo-
Boauncb. CoHorpaduyecku BbIsiIBNEH NepuMemMOpaHO3HbIn
nedeKT MexKkenyfoukon neperopoaku (AMMKIM).

B 3 roga (2009 r.) npu o6¢cnenoBaHnm BbiBIEHbI Hapy-
leHns puTMa: npeacepaHas Taxukapausa, AB-6noKaga
2-1 cTeneHu.

B 2009 r. B HaunoHanbHOM MeAULMHCKOM MUccreaoBa-
TENIbCKOM LEHTPE CEepPAEYHO-COCYAUCTON XUPYPrUU UMEHM
A.H. bakynesa (HMWL, CCX nm. A.H. bakyneBa) npoBeaeHo
onepaTnBHoe feyeHue: ywuBanne LMMKI, mmnnaHTauus
nByxkamepHoro 3KC. MNocneonepaunoHHbIM Nepros OCOX-
HeH: MHeBMOHUS. Pe3ynstart NnpoBeeHHOro nevyeHns: pabora
JKC addeKkTnBHa, peauayanbHbin AMMKIT 6e3 neperpy3ok
cepaua v ero4Hon runepTeHsnm.

B Havane 2016 r. o6¢cnegoBaHa B [eTCKOM rOpoOACKOWM
6onbHMue N°1 r. CaHKr-lNeTepbypra, BbIABAEHO Hanu-
yne reMogMHaMUYecKU 3HaYMMOW aopTO-NpaBOKENYLOY-
KOBOW @UCTYNbl, PEKOMEHAOBAHO OMEpPaTUBHOE nevyeHue
B PefepanbHOM LEHTPE BbICOKUX MEAULIMHCKUX TEXHOMOMUM
(PLBMT) r. KanuHuuHrpaga.

19.04.2016 npoBefeHO onepaTMBHOE BMeLIATeNbCTBO:
niacTuKka aopTo-NPaBOXKENYA0YKOBON OUCTYbl CUHTETU-
YeCKOM 3annaton B YCMOBWUAX WUCKYCCTBEHHOrO KpoBOOGpa-
weHwusa. lMocneonepaunoHHbIM MEepUos OCOXHEH: 06Wb-
Hoe oTgensemMoe Mo [peHaxam, B3fTa B OnepaLyoHHYIo,
nposefileHa pPeBU3Us CpefocTeHus. B npaBon nnesBpanbHOM
NMoNOCTU OBHAPYXKEH CTapblii BPEMEHHbIW 3NEKTPOS, yAaneH,
LpEeHaxu NpombIThl. B nocneonepalMoHHOM Nepuoie oTMeya-
JIUCb HapyLeHWs puTma: TpeneTaHue nNpeacepavin B Te4eHune
HECKONbKNX MUHYT, 6€3 CyObEKTUBHbIX Kanob, KynupoBanucb



CaMOCTOATeNbHO, HEOAHOKPATHO HOCOBbIE KPOBOTEYEHMUS.
CnycTts Hegento npoBedeHo TectupoBaHue IKC: KpaTkoBpe-
MEHHbIV 3NU304 TpeneTaHua npeacepann, BKIOYEHa YacToT-
HO-aflanTuBHas cTumynauums. NMpoBeaeHa Koarynsaums cocyaos
B 30He Kunccenbbaxa ¢ 2 cTopoH. 28.04.2016 B cTabuibHOM
COCTOSIHUM BbIMMUCaHa M3 cTauuoHapa.

19.05.2016 noctynuna B KapauMopeBMaTonorMyeckoe
oTaenenune [eTckon pecnybnnkaHckon 6onbHuubl (KPO [1PB)
r. MeTpo3aBoAcKa ¢ xanobaMu Ha OCTpyld 601b B FpyaHOM
KNneTKe cnesa (MpocHynacb OT 60/M), rocnuTanuadnpoBaHa. o
pesynbratam CKT BbIiBNEHbI MOCTBOCNANNUTENbHbBIE U3MEHEHHMS
OpraHoB rpyaHoOK nonoctu: naespoavadparmManbHble, NeBPo-
nepuKapamanbHble crnakun ¢ 06emx cTopoH. AKI — putm IKC
C MOCTOSIHHOM CTUMynsuuMen npeacepavi. MpoBoaunach KOH-
cepBaTUBHas Tepanusi C NoNOXKUTENbHON AUHAMUKON, 601EBOK
CUMHAPOM KynupoBaH. 9xo-KC — nonoctu ceppaua He pac-
LUMPEHbI, AOMOMHUTENbHLIX 06Pa30BaHMi Ha 3NEKTPOAaX HeT,
coKpaTtuTenbHas GyHKLMS yaoBNeTBOpUTENbHAN. BbinncaHa Ha
aucnaHcepHoe Habntoaexve (AH) kapavonora.

B aHBape 2017 r. nnaHOBO KOHCynbTMpoBaHa B HMMWL|
CCX um. A.H. bakyneBa.

B deBpane 2017 r. poautenu obpatunuck B [APE ¢ ano-
6amMu Ha yxyalweHne coCTosiHMA pebGeHKa — roI0BOKpYKe-
HWe, yyalleHHoe cepauebrenve, ambynaTtopHO No pesyfb-
TaTam XONTEPOBCKOrO MOHWUTOPUPOBaHUA (XM) BbIIBEHbI
3NU304bl MAPOKCM3MaNbHOM eNyao4KOBOW TaxuKapauu,
OT rocnuranu3auuu poauTenu oTKasanucb, ambynaTopHO
NOBTOPHO BbINOHEHO 4-cyTo4HOEe XM: pUTM KapauoCTUMy-
naTopa, cMHycoBbin puTM, YCC — oT 70 go 264 /MuH, BbisiB-
NeHbl MapoOKCM3Mbl KPYroBOW KeNyAO4YKOBOW TaxmKapauu
ctumynsatopa — 17, YHCC — o1 181 go 261/MuH, NapoKCcK3-
Mbl HaJyKenyao4KkoBoM Taxukapaun — 12, YCC — ot 190 go
261/MUH.

HanpaBneHa Ha rocnutanu3aumto B HMWL, CCX um.
A.H. baKyneBa ¢ OCHOBHbIM AnarHo3om: MapoKkcnamanbHas
dopma TpenetaHua npeacepaunn. MNMapokcmuamanbHas Keny-
[04KOBas TaxmKapams, HeaddeKTUBHOCTL padoTbl IKC.

07.04.2017 B HMWL, CCX um. A.H. baKyneBa npoBeaeHo
3/1EeKTPODU3NONIOTMYECKOE UCCNe0BaHNe, TOYeYHas pagno-
YacToTHas abnsauusa NpaBoro nepellerka, Toye4yHas pagno-
YacToTHaa abnauus o4aroB IKTOMUYECKUX MNpeacepAHbiX
TaxuKapaum npasoro npegcepaus. BoinucaHa nop gucnaH-
CepHoe HabloAeHME N0 MECTY XUTENbCTBA.

B nanbHeviweMm HeoaHoKpaTHO nocTynana B KPO IPB ang
KOHTPONbHOro 06¢/1efoBaHus 1 oLleHKK paboTbl IKC.

CocTOoUT Ha AUCNaHCepHOM yyeTe y neauatpa, AETCKOro
Kapauonora, HeBponora, optonefa, Hedposora, racTposH-
Teposnora, odtanbmosnora AN N°2.

16.03.2018 rocnutanuMsaupoBaHa B HMWUL, wum.
B.A. AnmazoBa ans peuweHnsa o 3ameHe IKC. lNpoBeneHo
ob6cnefoBaHne, MUHUMaNbHbIA pacyeTHbIM CPOK CAYXObl
JKC cocTaBnsieT 6 Mec, B CEHTAOpe peKoMeHAoBaHa NOBTOP-
Has KOHCyNbTauums.

Mo pesynsbtataM JanbHEWWNUX HabMIOLEHUN U KOHCYSIb-
Taumin 10.06.2019 8 HMUL, um. B.A. AnmazoBa 6blia npo-
BejeHa 3ameHa JKC.

14.01.2020 Ha npueMe fgeTckoro kapauonora AN Ne2
COCTOSIHME YLOBJIETBOPUTENBLHOE, CTabunbHoe 6e3 Meau-
KamMeHTo3HoW Tepanuu. Ha 3Kl ot 28.08.2019 — putm
CWHYCOBBbIN, camocTosTenbHblM, HCC — 77 /muH, PQ — 0,18.
JKT o1 06.03.2020 — pUTM CUHYCOBbIW, CAMOCTOATENbHbIN,
YCC — 74/MuH.

3aknovyeHue. brnarojapss CBOEBPEMEHHOW [AuarHo-
CTUKE, MPEeEeMCTBEHHOCTM paboTbl pecnybiMKaHCKUX Meau-
LIMHCKMX YYPEXKOEHUN M LieHTpanbHbiX 6a3 K HacToswemy
MOMEHTY COCTOsIHME pebeHKa yaanocb cTabmunmanpoBarb.

KnuHunyecKum cnyyam TaXXenoro Te4eHUst HEKOMMNaKTHOro
MUOKapaa 1eBoro xenyaodka y pe6eHka 1 ropga

KapnukoBa K.B., Munéxuna M.10., BpbisranuHa C.10., MonoBa A.I.
Hayunble pykoBoautenu: Kotnykosa H.M., ao.M.H., npodeccop; JlapuHa J1.E., K.M.H., goueHT; Makcumsk J1.A.,

K.M.H., aCCUCTEHT

®rAQY BO «Poccunckuin HaumoHanbHbi MccnegoBaTtenbckuin MeamumnHcKuii YHuBepcuteT um. H.W. NMuporosa», Mockga,

Poccuickas ®enepaumnsa

AKTyaNbHOCTb. HEKOMMAaKTHbIM MUOKap[ N1eBOro Xesy-
foyKka (HMJTXK) — nepBuYHas, reHeTUYECKU reteporeHHas
KapavomMuonaTtus, fBAsioWasncs CNeAcTBUEM HapylleHUs
pa3BUTUSA CEPAEYHOM MblliLbl Ha 3Tane ambpuoreHesa.
XapaKkTepuayeTcs HaauMyinem Hespenoro (ryé4aToro) Muo-
Kapja c pacnonaraloowmmcs noj HUM KOMMAaKTHbIM Crlo-
€M, MOBbILEHHON TPaGEeKyNAPHOCTbID MMOKapAa WM Halu-
ynem rNy6oKUX MEXTPabeKyNspHbIX MPOCTPaHCTB (N1aKyH).
3aboneBaHne MOXKET UMETb AWNaTaLMOHHbINA UAW TMNEPTPO-
GUYECKMI PeHOoTUMN, NPOABAATLCS CUMMTOMaMKU CepaeYHHON
HepoctaTodHocTn (CH), aputMmsaMun U anuzogamu Tpomo6o-
3M60/MI. B TpeTu cnyqaeB BO3MOXHO 6ECCUMMNTOMHOE Teye-
HWe Kapauvomuonatuu. [anee npefcTaBneH KIMHUYECKUM
cliydal TSXKenoro reHetndyecku obycnoBneHHoro HMITK
y pebeHka 1 roaa.

KnuHnyeckun cnyyan. Manbumk U., 1 rog 1 wmec.
M3 aHaMHe3a M3BECTHO, 4TO pebeHoK OT MaTepu 35 nerT,
oT 1-n 6epeMeHHOCTH, BO BpPeEMS KOTOPOW AMarHoCTUpO-
BaH ruMnotupeos (nosnydana tepanuio L-TUPOKCUHOM). pu
NJaHOBOM YNbTPa3BYKOBOM uccnegoBaHuu (Y3M) nnoga Ha
32-33-1 Hep rectauuu BbISIBEHbI YBENMYEHWE pPa3MepPoB
cepaua 1 HapylleHWe cepile4Horo putma y pebeHka.

MpoBoannacb guddepeHumnanbHas UarHOCTUKa Mexay
BPOXAEHHbIM MOPOKOM cepALa (KoapKTauus aopTbl) U Kap-
auToMm. Mo pesynbratam noBTOpHOro Y3U Ha 34-35-t Hen
NoATBEPKAEHbI AnnaTaLmsa 060MX Keyao4KoB cepaLa ¢ pes-
KUM CHUXEHUEM MUX COKPATUTENbHOM CMOCOBHOCTU, MPU3HAKM
HEKOMMaKTHOr0O MWOKapja. B CBSi3U C BbLICOKMUM PUCKOM
rméenn nnofda Ha 35-36-i Hepd rectaumMm NPOBEAEHO 3KC-
TpEHHOE KecapeBo ceyveHne. Macca Tena npu poxaeHun —
2400 r, anvHa — 47 cm, oueHKka no APGAR — 5/6 6annos.

Ha 6-e cyT »M3HM pebeHoK 6bln nepeBedeH B OTae-
fleHne peaHMMaLMu U UHTEHCMBHOM Tepanun HOBOPOXK-
NEeHHbIX [JeTCKON ropoACKOM KIMHUYECKOW 6O0MbHULBbI UM.
3.A. bawnseBon, rae BepudULMPOBAH AMArHO3 HEKOM-
NMaKTHOrO MWOKapaa 060MX XKenyao4YKoB (COOTHOLIEHWe
HEKOMMNAKTHOr0 CNosi K KOMNaKTHOMY 2:1) ¢ AunartauuoH-
HbiM deHoTMNnoM. OTMEYanoCb CHUXKEHUE COKpPaTUTENbHOM
CNoco6HOCTH cepalia (bpaKumsa BblOpoca NeBOro Kenyaovka
(PBJTXK) — 50%), NpM3HaKM HapyweHUs AMacTOMYECKON
yHKLUMM J1XK no 1-my TMny, OTHOCUTENbHAsA HeAOCTaTOYHOCTb
MWTPaNbHOrO KnamnaHa TSXeNon CTENeHW U TpexcTBopyaTo-
ro KnanaHa yMepeHHOW CTeneHu, pesunayanbHas fieroyHas
runepTeHsuns. KnMHnyeckn otMmevyanmucb CUMNTOMbl HeaocTa-
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Short Report

KpaTkue cooGuieHusn

To4yHOCTM KpoBoo6paueHusa (HK) IIA—b cteneHun. YuutoiBas
paHHMI Ae6ioT 3aboneBaHMs, UCKIOYaAIUCh BPOXKAEHHbIE
NOpPOKK cepaua (B ToM yucne cuHapom bnaHta — Yanta —
[apnaHpa), MMOKapauT. bbln YyTOYHEH CEMENHbIM aHaMHES3:
YCTaHOBJ/IEHO, YTO Yy CECTPbl MaTepu MMeeTcs Mojo3peHune
Ha Ha/Myne KapguomuonaTtuu (He obcnenoBaHa), a efylKka
pebeHKa No MaTepMHCKOW MHMKM ymep B Bo3pacTe 40 net
OT MHbapKTa MUOKapaa. 3To NO3BOMIO0 3aM0A03PUTb FreHe-
TUYECKMI XapaKTep 3aboneBaHua y pebeHKka. lMogbupanoch
Jle4eHne ¢ NpUMEeHeHMeM WHOTPOMHbLIX NpenapaTtos (gona-
MWH, @ 3aTeM OUIrOKCWH B NOAAEPKUBaAIOLWEN A03€e), KanTo-
npuna, AMypeTUKOB C LieNblo FreMOANHAaMUYECKON Pa3rpy3Ku
(cnnpoHonaKToH, ¢ypocemua), aHTMarperaHToB (aleTtuiaca-
nmumnoBas Kucnota). ManbymK 6bl1 BbiNMUCaH C PEKOMEH-
JauuMaMu NPOAO/IIKEHUA Ha3HavyeHHoW Tepanuu. 3atem
pebeHOK elle ABax/bl MIaHOBO rocnutanvMaupoBancsa Ans
AVMHaMU4YeCcKoro HabngeHns U KOPPEeKLMK Tepanum ¢ y4e-
TOM npubaBkM maccbl. OgHAKO, HECMOTPS Ha MPOBOAMMOE
aKTUBHOE JfleyeHue, OTMeYanocb [JafibHeHlee CHWXeHue
OBJIXK po 28%. Ha doHe runepsonemun B Masom Kpyre
KpoBooOGpalleHUs y pebeHKa pa3BuBainuCb HEOLHOKpPaATHbIE
NMHEBMOHWU, TaKKe CNYXMBLUME MOBOAOM N5 rocnutan1sa-
UMM B cTauuoHap. [MoaTBeprKAEH FeHETUMYECKMI XapaKTep
3aboneBaHnsi — BbisiBeHa mMyTaums B reHe MYH7, npuBo-
AdAWasn K NaTtoNorun Taxenbix Lenen B-MnuosnHa.

B Bo3pacTte 7 MecC *M3HW pebGeHoK Haxoaunca B PrAy
«HMWL, 3g0poBbs fetenr. [poBeaeHO NOBTOPHOE reHeThve-
CKOe uccnefoBaHue, NOATBEPAMBLLEE Npeablayline pesynb-
TaTbl. BbiiBNEHO TaKXe HOCWUTENbCTBO FEHOB TPOMGOPUIUK
(reteposurota ITGB3 (MHTerpuH 6eta-3), SERPINEL (PLANH1)
(MHrMBUTOP aKTMBaTOpa nnas3MuHoreHa), romosurota MTRR
(MeTUOHMH-CHMHTa3a-peayKTasa). 1o pe3dynbrataMm 3XOKapau-
orpadmm (3xoKI) — npusHakn HMJTXK ¢ yBennyeHnem nesbix
OTAENOB cepiLa, aHeBpM3MaTUYeCKoe BbiNg4yMBaHUE B anu-
KanbHOM cermeHTe JIXK, @B/ — 20%, oTHOCUTEeNbHas
HEeAOoCTaTOYHOCTb MUTPAsbHOMO KianaHa — A0 3-W CTeneHu.
lpoBeneHa KoppeKuusa Tepanuu: ansg nNpoduUnakTuKu pemo-
[eNMpOoBaHUs MMOKapaa U C LieNblo HEMPOrymopasbHOW pas-
rPYy3KW MPOJOIKEHA Tepanusa KanTonpuaom, a TakKe Ha3Ha-
YyeH [B-6nokatop (Kapseamnon). [JUroKCUH Gbla NOCTENEHHO
OTMEHEH, AMypeTuYecKas Tepanus NPOAC/IKEHA B MPEXHEM
o6beme. KnnHMYecKn yganocb AOCTUYb YMEHbLUEHUS MPOSiB-
nenunin HK, no 3xoKIN — ®BJIXK yBennumnack go 37%.

HacTtosiwas rocnutanuMsauua B OTAENIEHUE 3KCTPEH-
HOM KapAMOXUPYPrUU U WHTEPBEHLMOHHOW KapAnosiornu

CuHpapom UueHKo — KywuHra
MapbuHa O.U.

MOpPO30BCKOM AETCKOW FOPOACKON KIMHUYECKOW 6ONbHULbI
coctoanacb B fAekabpe 2019 r. ¢ Kano6amMu Ha OAblLKY,
oTeku. [pun ocmoTpe obpaLlanv Ha cebsi BHUMaHWE OTEYHbIN
CUHAPOM (OTEKM B NapaopbuTanbHbix 06/1aCTsX, MTaCTO3HOCTb
roneHen), ofblllKa € 4actoTon AbixaHus o 60/MuH, nme-
710 MECTO paclUMpeHne rpaHul, OTHOCUTENbHOW CepAeYHOwM
TYNocCTH BfIEBO (40 cpeaHen NOAMbILLIEYHON IMHUM), TYXOCTb
TOHOB cepAua, yBenuyeHwe pasmepoB neyveHn Ao +4 cMm
no npaBoN CPefHEKTIOYMYHON JIMHUU. Ha peHTreHorpamme
OPraHoOB rpyaHOM KNETKM MMENIO MECTO YCUIEHUE NIEFOYHOIO
pPUCYHKa 3a CYeT BEHO3HOro KOMMOHEHTa, 3Ha4yuTenbHoe
pacliMpeHue TeHW cepaua, KapauvoTopaKasibHbl WHAEKC
(KTHU) — 70%. Mo 3xoKI: HMJ1}K (oTHOLWEHME HEKOMMAKTHO-
O CNOst K KOMNAKTHOMY 2,5:1) ¢ AMnaTauMoHHbIM GEHOTUNOM
(aKcueHTpuyeckaa runeptpodus JIXK, pacwupeHue noso-
cten JIXK 1 neBoro npeacepanst), BolpaxkeHHaa anudodysHas
runokmHesuns JIXK, rno6anbHas cokpatumocTb JIXK cHMKeHa
(PBNK — 28-30% no Temxonbly, 35% — no CMMMCOHY),
OTHOCUTENbHas HEeAOCTaTOYHOCTb MUTPASIbHOro KnanaHa
TSXKENOW CTEeNeHW U TPUKYCMUAANbHOMO KnanaHa ymepeH-
HOW CTeMeHu, pacyeTHoe AaBfieHWEe B MPaBOM XKenyaouke
(M¥) — 50-52 MM pT. cT. (Hopma — 25 MM PT. CT.), pacLiu-
peHue nero4Hon aptepuu. B ctaumoHape 6bina yeuneHa amy-
peTuyeckas Tepanus, Ha poHe Yero yganocb JOOGUTLCS NOJO-
UTENBHOIO KIIMHMYECKOro addeKTa B BUAE KynupoBaHUs
OTEYHOr0 CMHAPOMa, COKpalLeHUs pa3MepoB neyveHu. B cta-
6MNBHOM COCTOSIHUM peBEHOK 6bl BbIMUCaH C PpEKOMEHAaLIN-
AMU NPOAO/IKEHUSA Ha3HAYEHHOro NleYeHns n HabalaeHus
B AMHaMuKe.

3aknoueHume. HacTtodwmnm onucaHMem XoTenocb Mnpo-
[EMOHCTPUPOBATb BapUaHT TAXKENOro TeYeHUs MNepBuY-
HOM Kapanomuonatun — HMJTK. 3aboneBaHue 06ycnoB-
JIeHO naTtonoruen TsKenblx uenen B-mMuo3vHa Ha doHe
MyTauuum B reHe MYH7, 4To npuBeno K pa3BUTUIO Bbipa-
YXEHHOW aunaTtauuu nosocTen cepiua U CUCTOSIMYECKOM
OVMCOHYHKUMN YIKe BO BHYTPUYTPOGHOM nepuoge. PebGeHoK
TpebyeT perynspHoro HabalAEHUS U KOPPEKLMU Tepanuu
B YCNOBMUSAX KPYMHbIX MHOrONpo®uabHbIX CTaLWOHapoB,
oTMe4yaeTcs HepocTaToyHasas 3OPEKTUBHOCTb 6Ga3UCHO-
ro KapAuoJIOrMYECKOro JIeYEHUs, COXPAHAETCH TAXKENbln
NporHo3. BbisiBNeHWe KapavoMuonaTuuM C paHHUM [ae6to-
TOM €BASIETCA MNOKal3aHWEM [ns reHeTuyeckoro obcene-
[OBaHUS C MOCAeaylLnM KOHCYIbTUPOBaHWEM pebeHKa
M POACTBEHHUKOB OTHOCWUTENIbHO BOMPOCOB NiaHWpOBaHUA
CEMbM.

HayuHbi pyKoBoauTeb: JlonatHuKoBa E.H., K.M.H., AOLEHT

PIre0Yy BO «ApocnaBCcKUi rocyaapcTBEHHbIM MEAULIMHCKUMI YyHUBepPCcUTET» MnHUCTEpPCTBa 34paBooxpaHeHns PoccriicKom

depepaunn, Apocnasnb, Poccuinckas Pegepaums

AKTyanbHocTb. CuHapom MueHko — KylimMHra — Kowm-
NIEKC KIMHUYECKMX CUMNTOMOB, BO3HMKAIOLWMX BCEACTBME
M36bITKa IOKOKOPTUKOMAOB. [10 AaHHbIM aMepUKaHCKUX
uccnefosaTtenen, cMHApoM KyliMHra vauwe BCEro BblI3bl-
BaeTCH 3K30MEHHbIM MOCTYMNNEeHUEM [IOKOKOPTUKOUAOB.
OHIOreHHas npuymMHa BcTpevaeTcs peako M B 90% cnyvyaes
pa3BuBaeTcad B 25-40 net. ExerogHas 3a601eBaemMoCTb
3HOOrEHHbIM cMHAPOMOM KylwinHra coctasnser 13 cnyyvaes
Ha 1000000 yenoBekK. M3 atoro yncna 70% cny4yaeB Bbl3Ba-
Hbl AKTI-npoayumpytowen onyxonbto runodusa (KOPTUKO-
TponuHoMma, 6one3Hb NueHKko — KywuHra), 15% cnyyaeB —
AKTI-npoayumpytoLen onyxonbio MHOM NoKanusaumnn n 15%
clydaeB — OMyxonblo HaanoyeyHwka. 3abosieBaeMoCTb

cpean peten coctaBnsieT 0,2 cnyyaa Ha 1000000 yenoBek
B rog.

KnuHuyeckum cnyyai. MauneHtka M., 14 neTt, nocTynu-
Nna B 3HAOKpMHONOrMyeckoe otgeneHne 061acTHOM OETCKOM
K/IMHUYECKOW 60NbHUUbI I. ApocnaBns ¢ xanobamu Ha yBe-
NIMYEeHNe Beca, 3afepPKy pocTa M MOJOBOro pPasBUTUS,
YyacTble rosioBHble 6011, NOBbILEHHOE apTepuanbHoe AaBne-
HWe, nepuoanyeckme 60aun B 061aCTU CNUHbI.

Anamnesis morbi: C paHHero Bo3pacTta oTmevaeTcs
rMNepPTPUX03 KOHeYHOCTeW, CNUHbI. BnepBble o6cnefoBaHa
3HAOKPUHOMIOrOM MO MECTY XMUTeNbCTBa B Bo3pacTe 12 net
B CBSI3Y C BblPaXKEHHbIM FMNEPTPMUXO30M; H8 MOMEHT OCMO-
Tpa 9HAOKPUHHOWM NaTONOMMKU He BbisiBNeHo. C 12 neTy pebex-



Ka OTMeyvaeTcsl OoTCTaBaHWe B POCTe, MOsIBJEHWE Bbipa-
YEHHbIX TOM0BHbIX 60M€el, NPOrpeccuBHbLIM Habop Macchbl
Tena, NoBbILEHWEe apTepunanbHOro gaBneHus. O6cneqoBaHa
HEBPOJIOrOM B YC/I0BUAX CTaLlMoHapa, YCTaHOBJIEH ANarHos:
BEretococyauctast AUCTOHWUS, MUrPeHenoAoGHbI CUHAPOM
Nno rMNepTOHMYECKOMY TWMy, Mojayyana CUMMMTOMaTUYECKYIO
Tepanuio.

B mapTte 2019 . — KOMMPECCUOHHbIVM Nepesom no3Bo-
HOYHMKa (Th4, Th7), BOSHWKWKA NpU NageHnn ¢ BbICO-
Tbl co6CTBEHHOrO pocta. B uione 2019 r. o6cnegoBaHa
B 3HAOKPWHOMOTMYECKOM OTAENTIEHUU MO MECTY XKUTENbCTBA.
B ropMoHanbHOM npoduie oTMe4anncb NoBbILIEHNE YPOBHS
KopTu3ona (723 HMONb/N), HapylleHUs puUTMa CeKpeLuu
KopTtusona (20,00-747,3 HMOAb/N), N0 pe3dynbraTam nepo-
panbHOro [IIOKO30TONIEPAHTHOrO TecTa BbISB/IEHO Hapy-
lleHMe ToflepaHTHOCTM K rnoko3e (5,9-10,6-12,2-9,6),
no AaHHbIM 0dTaNbMOIOrMYECKOr0 OCMOTPa — aHrnonaTus
no rMNepTOHMYECKOMY TUMy, YCTaHOBMEH AnarHos: bonesHb
MueHko — KywuHra (?), cteponaHbli anabet, cumnToma-
TUYecKaa apTepuanbHas runepreHaus. Cneunduyeckoro
neyeHua He nonydana. o npeacTaBfeHHbIM BbIMUCKaAM
Nno MecTy *uTenbcTBa ypoBeHb AKTI He nccnemoBaH, MPT
roN0BHOIr0 MO3ra He npoBoaufacb. B Hos6pe 2019 1. npu
obcnegoBaHuKM poct coctaBnan 140 cm (SDS -3,35), otme-
Yanocb nepepacnpefesieHne MoAKOXHO-XXMPOBOW KeTyar-
K1 No abaoMUHanbHOMY TUMY, KIMMaKTEPUYECKUI FOpOUK,
BbIPaXEHHbIN MaTPOHM3M, 3afepiKKa MOJ0BOro pasBuTHS,

yMepeHHasa apTepvanbHas runepteHaus. Mo gaHHbIM PeHT-
reHAEHCUTOMETPUN BbISBIEHO 3HAYUTENIbHOE CHUXKEHUe
KOCTHOM MNIOTHOCTH (z-score — 4,8), oTMeYanacb 3afepxKa
KOCTHOro Bo3pacTta (KOCTHbIM Bo3pacT coctasnsan 11,5 net
npu nacrnoptHoMm Bo3pacte 14 nert). Mo gaHHbiM MCKT
OpraHoB OPIOLWHOW MOSIOCTU BbISIBIEHO 06beMHOE 0b6pa-
30BaHWe 1eBOro HaAnoyeyHUKa (KJIMHUYECKU KOPTUKO-
cTepoma). Ha OCHOBaHWKW BblparKEHHOM 3afepXKW pPocCTa,
KTIMHUYECKON KapTUHbI TMNEPKOPTU30/IM3Ma, JaHHbIX FOPMO-
HaNbHOro Npoduns (NoBbILLEHWE YPOBHSA KOPTU30S1a B YTPEH-
Hee (699 HMonb/n) M BevyepHee (515 HMoONb/N) Bpems,
CHWKeHue ypoBHa AKTI (1 nr/mn), aaHHbIx Y3U, MCKT Haa-
NOYeYHUKOB (afeHOoMa N1eBOro Haano4Ye4yHMKa)) ycTaHoBEH
[AMarHo3 «cuHapom MueHko — KyliMHra» 1 peKomeHgoBaHo
npoBeAeHWe OrnepaTUBHOro NeyYeHus.

B pekabpe 2019 r. npoBeaeHa NIEBOCTOPOHHAS nana-
pocKonuyeckas agpeHanakToMus. [MCTonornyeckn onyxosb
COOTBETCTBOBaNa afeHOME C BbICOKOW GYHKLMOHANIbHON
aKTUMBHOCTbIO. B nocneonepaunvoHHOM nepuoge nonyyana
Tepanuio npenapatamMu rIOKOKOPTUKOMAOB C MOCTOSHHbIM
CHUXEHWEM A03bl.

3aknoyeHue. Becneactere 60MblWOM pa3HOHaNpaBeH-
HOW rpynnbl CUMNTOMOB M PEAKOM BCTPEYaeMoCTW AaHHOWM
naTofiorun y feten BO3HUKaIOT TPYAHOCTU B AMArHoCTuke
1 NOCTaHOBKE MpaBW/IbHOro AnarHo3a, YTo BfeYeT 3a cO60#M
YXYALIEHWE COCTOSIHWA MalMeHTa, Pa3BWUTUE OCIOXHEHWM
M yMEHbLUIEHWE LWaHCOB Ha BbI3AOPOB/EHME.

KnuHU4YecKuit npumep: CUHAPOM MIOKO30-ra/laKTO3HOM

Manbaécopoyuumn

MewanuHoBa H.B., BoHpapeHko A.A., MaTtueBa [1.B.
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AKTyaNnbHOCTb. [J1IOKO30-ranakrto3dHas manbabcopoumsa —
peakoe o6MeHHoe 3aboneBaHWe ¢ ayTOCOMHO-PELLECCUBHBIM
TMNOM HacnefoBaHUs, MPOSBASIOLEECH HapyLWeHWeM Bcachl-
BaHMS MIOKO3bl U FalaKTO3bl B TOHKOM KULLIEYHUKE U, KaK crnea-
CTBUE, TAENBLIM TEYEHUEM C NEPBLIX AHEN XM3HU C OCMOTUYE-
CKOWM gnapeen v runormapataumen. HapyweHve BcacbiBaHMS
[MIIOKO3bl U ranakTo3bl 06YCnoBAEHO LedeKTOM HaTpUR-IIto-
KO3HOro KoTpaHcrnopTepa 1-ro Tuna, KOTopbin obecrnevynBaet
AKTUBHbIM TPAHCNOPT IOKO3bl U CTPYKTYPHO CXOHOM C HEN
ranakTo3bl U3 NPOCBETA TOHKOM KULLIKKM B 3HTEpPOLMTLI. Kpome
TOro, HaATPUM-MIOKO3HbIM KOTpaHcrnopTep-1 cnoco6eTByeT
peabcopbLMK MIOKO3bl B MPOKCMMasbHbIX KaHanbliax NoYekK.
TpyoHoOCTb AMarHOCTMKM OOycnoBneHa peaKkon BCTpevyaemo-
CTblO A@HHOM NATONOMMKU U BOMbLWIMM KOMMYECTBOM 3aboieBa-
HWW, NPOTEKAIOLWMX C CUHAPOMOM MaSibabCopOLMK.

KnuHnyeckun cnyvan. PebeHok X., 5 net 11 wmec,
OT 6/IM3KOPOACTBEHHOrO 6paka (MaTb M OTel, — ABOKOPOA-
Hble 6part 1 cectpa). U3 aHamHe3a U3BECTHO, 4TO Y pebeHKa
Ha rpyaHOM BCKapM/IMBaAHUM C POXKAEHWUS MOCMEe Kaxaoro
KOPMAEHNUS KUAKUIA, BOAAHUCTbIA, NEPUOANYECKU XKUPHbIN
cTyn. B cBs3Kn ¢ 4yem B Bo3pacTe 1 Mec nocnegoBatefibHO
nepesefeH Ha 6e3N1aKTO3Hble CMecH, cpefHeLenoyeyHble
TPUIAWLLEPUABI, COEBYIO CMECh. [10CTOSIHHO noslydan pepmeH-
ToTepanuto, aHTubaKTepuanbHytlo Tepanuio. C 8 mec nepe-
BeAEeH Ha napeHTepanbHOe NUTaHue, aHTepanbHO Moayyan
6€e3MON0YHYI0 CMEeCb, 3a CYEeT Yero OTMeYasocb He3Hauyu-
TeNbHOE KIIMHUYECKOE YyNy4dLlleHHe.

B 11 mec BnepBble NOCTYNW B racTpo3HTEpOsiOrnye-
CKoe oTfeneHue. lNpn 0CMOTpe COCTOSTHUE TAKENOE, Kanobbl
Ha OTCYTCTBME NPUGABKU B MAacCe, YacTbIV XKUAKUI HenepeBa-
peHHbIn cTyn Ao 10 pas, pasaparKUTenbHOCTb, KanpU3HOCTb,
6eCrNOKOMCTBO Mocne efbl, Bbipa)keHHOe B3[yTUE XWBO-
Ta. JInxopaaKa, MHTOKCUKALMSA, BbIPaXEHHOCTb KULEYHOro
CUHApPOMa W 6GEeNKOBO-3HepreTMyecKkas HefoCTaTOYHOCTb.
Ha doHe npoBefieHHON MHOY3WOHHOW Tepanuu NosBUIIUCH
M3MeHeHus: pebeHoK npubaBnaan B Macce, KynvpoBanacb
BOCNasuTeNbHas aKTMBHOCTb, HO BbIPaXKEHHOCTb KULLEYHOIO
CUHApPOMa U GYHKLMOHaNbHbIE PACCTPOMCTBA COXPaHSAIUCH.
B xoge KomnnekcHoro o6cnefoBaHUs OblIM UCKOYEHDI
LlelMaKkns, MyKOBUCLMAO03, aH3HAOKPUHO3 KMLIEYHWNKA, aMu-
Hoauugonatuu. Y4utbiBas rMUCTONOTMYECKOEe 3aK/lovyeHue,
BbICOKMWE TUTPbI ayTOAHTUTES, HAIMYUE annepru4ecKoro KoMm-
NOHEHTa, NMOHOCTbIO UCKITIOYUTL ayTOMMMYHHOE MopaxeHue
KWLWEYHMKa He NpeacTaBasNoCh BO3MOXHbIM, B CBA3U C YEM
pebeHKy Ha3HayeHbl MIOKOKOPTUKOCTEPOUabl M3 pacyeTa
1 Mr/Kr BHYTPMBEHHO C MEPEXOAOM Ha MepopasbHbIA Npu-
€M — C YMEPEHHOW MONOXNUTENbHON ANHAMUKOW.

Ha ocHOBaHMM AaHHbIX OCMOTPa, OTCYTCTBUSA BblpaXeH-
HOW NONOXUTENbHOM AMHAMWKK Ha GOHEe NPoBOAUMON Tepa-
NMUKU, OPraHMYeCKON MaToNOrMUKN U TUCTONIOTMYECKUX U3MEHE-
HUW, HanMumMa HedpOKanbLMHO3a, a TaKKe KOHCYybTauun
[AuveTosnora, reHeTuKa, Hedposiora Helb3a UCKNIOYUTb Teve-
HWe [/II0KO30-ranakTo3HoM HepocTaTo4yHocTU. M3 pauumo-
Ha UCK/IIOYMIIM NPOLYKTbI, COAepIKallme KO3y, caxapoay,
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Short Report

KpaTkue cooGuieHusn

ranaktosdy v nakTosy. Ha 4-e cyT oT Havyana gueTbl oTMeYa-
Nlacb BbIpaKeHHast NoNoXuTeNbHas AMHaMUKa: YactoTa CTy-
Na cokpaTtunacb o 5 pas, a Yyepes Hegento — Ao 1-2 pas.
Ctyn odbopMNEHHbIN, B34yTUE U ra3oo6pa3oBaHue Kynupo-
Ba/IUCb. YYWUTbIBAS MONOXKUTENbHYIO AMHAMUKY, ynyylleHue
061Lero CoCTOSAHUS, HopManu3aumio 3MOLMOHaNbHOro GoHa,
KynMpoBaHWe KULWEYHOro CUHAPOMa, 06beMbI NapeHTepasb-
HOrO MUTaHWS MOCTEMNEHHO YMEHbLUEHbl A0 MOJIHOW OTMe-
Hbl, Ha GOoHe Yero obliee cocTosHMe pebGeHKa OcTaBanoch
CTabunbHbIM, B Macce NocTeneHHo Npu6aBnsi, KULWEYHbIN
CVYHAPOM OTCYTCTBOBaJ. 3aTeM Ha4yaTo CHUXKEHUE A03bl [T1t0-
KOKOPTUKOCTEPOMIOB A0 NOAHOM OTMeHbl. C 11 mec Ha dpoHe
noao6paHHON AMEeTbl COXPaHAN KIMHWKO-N1abopaTopHYLO
pemuccuio.

HacTosiwas rocnutannsaunsa B Hepponormyeckoe orae-
nenve HMMULL, 3popoBbs geten B Bo3pacTte 5 net 11 mMec
B CBSI3W C runepkanbuvemunen. C uenblo 3ameaneHus npo-
rpeccMpoBaHus HedpoKanbLMHO3a HasHavyeHa Tepanus —
uMTpaTHas cmecb. lMepeBefeH B racTpoaHTEpOsornyeckoe
otaeneHue. lNMpun ocmoTpe: Macca — 21,3 Kr, pocT — 116,3 ¢cm
(SDS +0,5). dnsunyecKkoe pa3BuTHE cpeHee, rapMOHUYHOE.
UMT — 15,75, SDS UMT +0,2. XMBOT BbICTynatowunn, npm

nanbnauun Markun, 6e360ne3HEHHbIN BO BCEX OTAenax.
Ctyn opopmMAeHHbIN M KaweobpasHbii, 1-3 pa3a B OeHb,
6e3 naTonorMyeckmx npumecen. lNpoBeaeH rOKO30ToNE-
PaHTHbIN TECT, pe3ynbTaT KOTOPOro COOTBETCTBYET MNIOCKOWM
caxapHOW KpPUBOW, YTO HE UCKIIOYaET ManbabCcopOumIO Mto-
KO3bl. B pesynbsrate MONEKynspHO-reHeTMYeCKOro nceneao-
BaHMWA B 3K30He 15-ro reHa SLC5A1 BbIIBNEH HYKNEOTUAHbIM
BapuaHT ¢.1916del (chr22:32506121del; NM_000343.3)
B FOMO3UIOTHOM COCTOSIHWM. HYKNeoTUAHbIM BapuaHT onw-
caH B MexayHapogHon 6aze gaHHbix HGMD professional
y NauWeHTOB C [IIOKO30-ranakrto3Hon Manbabcopbumen.
CornacHo 6a3e gaHHbix OMIM, myTtauun B reHe SLC5A1
onucaHbl y NaUMEHTOB C [JIIOKO30-ranakro3HoM Manbab-
copbumnen (OMIM #606824), HacnegyeMon No ayToCOMHO-
peLeccuBHOMY TUMY.

3aknoyeHune. CoyeTaHne cuHApoma ManbabcopbLmm
TNIIOKO3bl, ralakTo3bl, Caxapo3bl U NIAaKTO3bl, HedGPOKaNbLW-
HO3a W MONOXMUTENbHON AMHAMUKKU Ha GOHEe 3NMMUHaLM-
OHHOM AWEeTbl MO3BONIUNO CY3UTb AWArHOCTUYECKUN MOUCK
M CBOEBPEMEHHO MOCTaBWTb AMAarHo3, BMOCNeACTBUM MOA-
TBEPXKAEHHbIN MONEKYNAPHO-TEHETUYECKUM WCCeA0BaHu-
eM. NporHo3 6naronpUsATHbIN.

Bceraa nu papmaKkope3ucTeHTHaA 3Nuaencus npocTo

anunencua?

Hukutckasa A.C., MutpodaHoBa B.[1., Bepewak [.01.
Hay4Hbi pyKoBogutenb: Co6oneB B.b.
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AKTyanbHoCTb. CuHapom XabepneHaa — KpanHe
PEeAKUM HEMPOKOXHbIM CUHAPOM W3 rpynnbl pakomaro-
30B. BnepBble AaHHbIM cuHAPOM Obln onucaH B 1970T.
XabepneHaom K lepy, U Ha JaHHbIM MOMEHT B npodeccuno-
HanbHOW NWTepaType npefcTaBneHo nopsaka 60 cnydaes,
Ccpean KOTOpbIX TOSIbKO Y MOMOBUHbI OblIM 3NUNenTUYecKme
npucTynbl. OCHOBHBIMW KIUHUYECKUMU KPUTEPUAMU 3TOrO
cuHapoMa aBnfoTCA: 1) OAHOCTOPOHHME JIMMOMATO3Hble
KOXXHble HOBOOGpa3oBaHus; 2) anoneuus; 3) uncunatepanb-
Hble 0PTaNbMOSIOrMYECKNE U HEBPOIOTMYECKNE NMOPOKK pas-
BUTUS; 4) Apyrve BUcCLepanbHble MOPOKU B BUAE KOapKTauuu
aopTbl, ONYXONEN YENOCTH, KOCTHbIX KUCT.

KnuHnyeckui ciayvyan. B KIMHWMKY T MOCKBbI Ans
o6cnefoBaHMa B CBA3WM C HanuuveM dapMaKope3WCTEHT-
HbIX 3MUAENTUYECKMX MPUCTYMOB MOCTYNWA nauueHt 5 net
(11.07.2012 r.p.). '3 aHaMHe3a M3BECTHO, 4TO pPebeHOK OT
1- 6epeMeHHOCTH, NpoTeKaBLlen Ha GoHe yrpo3bl Npepbil-
BaHusa B | TpumecTpe. C poxaeHus HabnogaeTcs Kapamosno-
roM C JMarHo30M «KoapKTauus aopTbi». Cpean BUcUepanb-
HbIX @aHOManuv pas3BUTUS AUMArHOCTMPOBaHbI: 1) aHomanus
pPasBUTUS MOYEK — Ta30Bble MOYKK; 2) OMyXOSib HUXKHEW
yentoctu. O4yaroBble ANUTENbHbIE AMUNENTUYECKUE NPUCTYMbI
B BWAE CTEPEOTUMHbLIX MOTOPHbLIX TOHUYECKUX [BUXKEHWUM
nossuancb B Bo3pacte 3 Mec. [onbiTka nogbopa Tepa-
nUK 3NWNENCUN B TEYEHWEe HECKONbKMX neT 6e3ycneluHa.
Bbinn ncnonb3oBaHbl 3TOCYKCMMUA, pyduHamMu, knobasam,
Ba/NbnpoeBas KucnoTta, KapbamasenuH M OKCKap6a3enwuH,
Tonupamar B CTaHAapTHbIX 419 Bo3pacTa pebeHKa J03UpOoB-
Kax. Ha momeHT o6cnefoBaHus nosydyan neseTupaLeram
1000 mr/cyt. B xoge neyeHus anunencum 6bi1o0 obpalle-
HO BHMMaHME Ha KOXHble 06pa30BaHus, Obll 3anoJ03peH
daKomaTto3s, B CBSI3N C 4eM pPebeHOK Oblnl KOHCYLTUPOBaH
fAepmatonioroM. bbina BbiNonHeHa 6uoncus obpas3oBaHui
KOXW N5 NOATBEPXAEHWS npejnosaraemMoro juarHosa.

o pesynbratam 6UONCUMK onpeaeneHHbl o4aroBbii GU6pPO3
KOXMW, MOBbLIWEHHOE KOMWYECTBO MOAKOXHOIO »upa, pac-
NPOCTPaHAIOWEroCH B BEPXHIOID PETUKYNAPHYIO Aepmy. MNpu
OCMOTpE BbISIBNIEHbI CTUTMbI AN33MOpHOreHe3a: Yepen acuMm-
METPUYHbIN, NuLEBble aucMopdun, 6opoaaByaTeie 06paso-
BaHWs B 0611aCTU BEPXHUX BEK (IMMoMaTto3Has ramaptoma
BEKa crnpasa), HapylweHHbIM POCT PecHUL, crnpasa, BU3ya-
nmaupyetca anubynbbapHbliM gepMouns (B BMAE 04aroBoro
nepudepryeckoro NOMYTHEHUS POroBULIbI — 3pEeHMe Ha
YPOBHE CBETOOLLYLIEHUS), YHACTKU IMHENHOW TUNEepnurmeH-
TalMK Ha KOXe KOHEeYHOCTeM, TyNoBULLa, NOAKOXKHAasA Inno-
Ma B NI06HON o6bnactu cnpasa. IMET MecTo ymMCTBEHHas
1 peyeBas 3ajeprKa, JUCTOHMYecKasn pasrnbaTenbHas ycTa-
HOBKa CTOMM, MblLLIEYHbIV TOHYC CO CKTOHHOCTbBIO K TMMOTOHUM.
Mpu npoBegeHun MPT BbigBeHa atpodua ¢ aHrMOMaTo30M
M MNOIMMUKPOrMpUen B MNpaBoOM nonywapuun. Buaeo-330
NoKasasno CTePEOTUNHbIE O4aroBble MOTOPHbIE TOHUYECKUE
NPUCTYNbl 6€3 30Hbl MHULMaLUK Ha 3.

Takum 06pa3om, GEeHOTUNMUYECKU U KIIMHUYECKU Y AaH-
HOroO nauueHTa OnpeaensioTcs creaylolMe AuarHoctTuye-
CKMEe KpuTepuu cuHapoma XabepneHaa (guarHoCTUYeCKue
Kputepun Moog ans ECCL): 1) odpTanbmonormyeckue pac-
CTPOMCTBA (XOPMCTOMa POroBULbl); 2) KOXHble MOoparKeHus
(noaKoOXHasa nvnoma B NIOGHO-BMCOYHOW 0O6GNacTu, ysano-
Bbl€ KOXHbl€ MOParKeHUs Ha BeKax); 3) NMopaxKeHus Apyrux
OpraHoB (KOapKTalLus aopTbl, OMyXOJib HUXHEW YesoCTH);
4) paccTponcTBa LEeHTpanbHOW HEPBHOM cUCTEMBI (aTpodus
C aHrMoMaTo30M W MOJMMUKPOrMpUen B MpaBoM nosyla-
puK), YTO NO3BOJIAET HA OCHOBaHWUU BOBJIEYEHUSA 3 CUCTEM
C ABYMS M 6051ee OCHOBHbIMU KPUTEPUSIMM MOCTaBUTb Ana-
rHO3 «CMHAPOM XabepneHaa».

3aknueHue. [aHHbI KIMHWYECKMI Clydan sBaseTcs
APKUM NMPUMEPOM TOrO, HYTO JII060E PE3UCTEHTHOE K CTaHapT-
HOM Tepanuu 3aboneBaHne y pebeHKa TpebyeT yrnybaeHHOro



W HecCTaHZapTHOro o6cnefoBaHUA MalleHbKOro nauueHTa.
Mpy HanMyYMM MHOXKECTBA OTKIIOHEHWI U HEOYEBUAHOCTH Ana-
rHO3a J0MIXKHa 6bITb MPOBEAEHA KOHCY/bTaLIMS HE TONbKO Bpa-
Ya-reHeTmka ¢ XpOMOCOMHbIM U TEHETUYECKUM aHa/lM30M, HO

W KOHCYyNbTaUus cneumanncta no opdaHHbIM 3a60N1eBaHUAM,
TaK KaK He Bceraa, layxke MMes Ha pyKax [JaHHble reHETUYECKO-
ro UCCNeaoBaHUsl, MOXHO TOYHO MOCTaBWUTb TAKOM CIOMHbIN
HacneacTBEHHbIV IMarHo3, KaKk «CMHAPOM XabepneHaar.

OcTpblit MUEeNUT MHPEKLMOHHOM 3TUOJIONUU KaK NpUYnHa
CUHApPOMa OCTPOro BSAJIOro Napanauya B AeTCKOM Bo3pacTe

OmenbueHko C.B., TypuuHey A.M., Pycckun B.O.
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AKTyanbHoOCTb. OHUM U3 BaXKHENLLMX 3TarnoB MNPUHATON
B 1988 r. BO3 NporpaMmbl IMKBUAALMKU NONMOMUENNUTA ABNS-
NI0Cb NpoBeAeHne Haa3opa 3a CMHAPOMOM OCTPOro BSIOro
napanuya. CuHapOM OCTporo Bsoro napanuya (OBI) — ato
noboe ocTpoe 3aboneBaHue y pebeHka go 15 net ¢ OBIl
WKW CXOLHOE C MOJIMOMUENUTOM 3abosnieBaHue y 601bHOro
noboro Bo3pacrta. Psag 3a6oneBaHuit CONPOBOXKAAETCH pas-
BUTHEM cuHapoma OBI1, B ToM yncne MHOEKLIMOHHbIE nopa-
eHus nepudepuyeckorn HepBHOM CUCTEMbI M CAMHHOIO
MO3ra (Bbl3BaHHbIE MOJMOBMPYCAMK, HEMOMMOIHTEPOBUPY-
camu, repnecsupycamu), cuHapom lmineHa — bBappe, ocTpbIn
nonepeyHbli MUENuT, 60/1e3HN ABWUraTeNbHOro HEMpoHa,
pexe — TpaBMaTU4YECKMUE HEBPUTbI, HAPYLLIEHUS KPOBOCHA6-
YEHMSA M OMNyx0an CMMHHOrO Mo3ra. BeisiBneHue Bcex cnyva-
eB 3aboneBaHui, npossBasowmxcs cuHgpomom OBI1, Kak
NoTEHLMaNbHbBIX CllyYaeB nonvomuenuta Tpebyet nposene-
HUS HEMEANIEHHOro 3MUAEMUONIONMYECKOro paccneaoBaHus
1 ABNseTcs NokasarteneM 3PpOEeKTUBHOCTU CUCTEMbI anuae-
MWONIOrMYECKOro Haa30pa U COXpPaHEHUs BbICOKOTO YPOBHS
HACTOPOXKEHHOCTU MEAMLMHCKUX PabOTHMKOB B OTHOLIEHWUHM
nonvomuenuta. lNpoBeaeHne anddepeHLmanbHOW anarHo-
CTUKKM cuHapoma OBI1 npegctaBnsier 6onblive TPYAHOCTH,
0 4eM CBUAETENbCTBYET CEeAYOLWMIN KITMHUYECKUI CyYan.

KnuHuyeckun cny4yan. MNMaumerTtka T. (29.12.2015 r.p.).
HacnenctBeHHOCTb He oTdAroweHa. OT 1-i 6epemMeHHOCTH,
npoTtexkaslen dusnonormyeckn. Poabl caMmocTosTeNbHble,
B CPOK. [pu poxaeHunn macca Tena — 3150 r, anivHa Tena —
50cMm, oueHkano wrkane APGAR —8/9 6annos. Habnwoganacb
neanaTtpoM U KapavMonorom no noBoay BPOXAEHHOMO NOpoKa
cepiua (OTKpbITOe OoBaNbHOE OKHO). MOTOpHOE M pedyeBoe
pasBuTMe no Bo3pacTy. BakuuMHMpoBaHa B COOTBETCTBUM
¢ HauuoHanbHbIM KaneHgapem MNpoPUNAKTUYECKUX MNPU-
BMBOK. B 3 roga 8 mec (KoHel, aBrycta 2019 r.) nepeHecna
OCNOXKHEHHYI0 MHOEKLMNIO, BbI3BAHHYID BMPYCOM MPOCTOro
repneca 1-ro Tuna, nony4yana ne4yeHue aLumMKIOBUPOM.

C 07.09.2019 oTtmeyanocb NoBbIWEHWE TemnepaTypbl
[0 38 °C B TeveHue 2 aHeNn, Kallesb; 6bl1a Ha3HaYyeHa aHTU-
6aKTepuanbHas Tepanums.

09.09.2019 ynana Cc rOpKM BbLICOTOM OKoMO 1 M,
Ha cneayoumMi AeHb BeYepom MoAbeM TemnepaTypbl A0
38,5 °C, HOYblO 6GECNOKOMHO cnana, YTPOM MOSiBUIUCH
}anobbl Ha HapylleHWe aKTUBHbIX ABUXEHWWA U YyBCTBMU-
TeNbHOCTU B NEBOW pPyKe, CaboCTb B HOrax, roI0OBOKpPYKe-
Hue. lMauuneHTKa Gblla rocnuTannu3npoBaHa B CTaLMOHaPp,
18.09.2019 nosiBMAUCH OrPaHUYEHUS aKTUBHbIX ABUKEHUI
B NPOKCMMaJSIbHbIX OTAENax NpaBon pPyKu, oTMevasncsa 6one-
BOM CUHAPOM B 1eBOM pyKe. Bo Bpems npebbiBaHUA B OoTae-
NIeHUN ABaXKabl 6blN XKUAKUI CTyN, NPU UCCeAOBaHMUM Kana
M Ma3Ka M3 poTornoTku (12.09.2019) BbiaeneHa PHK aHTe-
poBupyca. KT ronoBHOro Mo3ra v WeWHOro oTaena no3so-
HOYHWKa — 6e3 naTtonornun. KT opraHoB rpyaHOM MosocTu
(11.09.2019) — npu3HaKU o04aroBo-UHGUNLTPATUBHBIX

U3MEHEHNN 060MX Nerkmx B obnactu SX, noBTopHas KT
(20.09.2019) — ¢ NONOXKUTENBHOW AMHAMMUKON. 10 AaHHbBIM
afekTpoHenpomuorpadum (AHMI) (27.09.2019) — npwu-
3HaKOB HapyLleHWs NPOBEAEHMS MO CEHCOPHbLIM BOJIOKHAM
nepudepuyecknx HepBOB BEPXHUX KOHEYHOCTEW He nosny-
YEeHO, HeNb35 WUCKIIYUTb MepPeaHeporoBoe MoparkeHue.
MPT cnuMHHOro mo3ra WenHOro oTaefia ¢ BHYTPUBEHHbIM
KoHTpactupoBaHunem (01.10.2019) He BbISBUIO NATONOIMMK
M y4aCTKOB HaKOMJEeHUs KOHTPACTHOro BellecTBa. 3a pems
npebbiBaHMsa B cTaumoHape ¢ 10.09 no 08.10.2019 nony-
Yana aHTMbaKTepuasnbHylo Tepanuio, WMMYHOrNoO6YInH
(8/B 1 r/Kkr/cyt) ButaMuH B. Ha dpoHe npoBoanmoro neve-
HUS NOSIBUIUCH ABWXXEHUS B MpPaBOW pyKe, CcTana XOopoLllo
XO[WUTb, COXPaAHSAIUCL SIBAEHUA SIEBOCTOPOHHEN BeEpXHeWn
MOHOMJIETUK.

C 09.10 no 07.11.2019 Haxogunacb Ha J€Y4eHUU
B MHOEKUMOHHON KNMHWYeCcKon 6onbHuue N°1 ¢ auarHo-
30M «OCTPbIN BAMbIM Napanapes3 ¢ npeobnagaHWeM cneBar.
B cBs3u ¢ nogo3peHnemM Ha cuHapom OBl 6bi1 npoBeaeH
aHanus3 Kana (02.11.2019) — naToreHHble aHTepobaKTe-
pUK He oBHapyXeHbl, 2 Npo6bl Ha MOIMOMUENUT HeraTuB-
Hble. C 07.11 no 04.12.2019 Haxoaunacb Ha nevyeHuu
B PoccuicKown AeTcKoM KauHuyeckon 6onbHuue (POKB).
Mo gaHHbIM MNOBEPXHOCTHOM W CTUMYNSILMOHHOWM JHMI
(14.11.2019) oTMeYvaeTcsa CMeLaHHbIM XapaKTep HapyLeHuUs
aNeKTporeHesa Mblwy, Ha ypoBHe C5-Thl cnesa no nepea-
HEepPOroBOMYy TUMY, aKCOHalbHO-AEMUENNHU3NPOBaHHAA
nosiMHenponaTusl 1eBON BEpPXHEM KOHEeYHOCTM ¢ mnpeobna-
[aHWeM aKCOoHOMNaTUK, MUENMHONaTUKU NpPaBbiX CPEAUHHOrO
W Nly4eBOro HEPBOB B AWCTAsbHbIX OTAenax, MUenMHonaTm
NnpaBoro JIOKTEBOr0 HepBa — B MPOKCUManbHbIX OTAeNax.
Mo aaHHbIM MPT cnnHHoro moara (03.12.2019) — Henb3ad
VCKTIOYMTb HEe3aBepLIEHHbIEe BOCManuTe/bHble U3MEHEHUS
CMUHHOM xopAabl. [Mpn HEBPONOrMYECKOM OCMOTPE: acumMMe-
TPUS BEPXHErO NJIe4EeBOro nosica 3a c4eT rmnoTpodun cnesa,
orpaHuyeHune obbema ABUKEHUI B IEBOM PYKE, MOHONMIEruns
B [MCTa/lbHbIX OTAENax B NpaBOM pyKe — yMepeHHoe orpa-
HUYEeHWe B MPOKCUMANbHbIX OTAEeNax MpW OCYLLECTBIEHUU
AKTUBHbIX ABUXEHWW KUCTU NpU CxaTum Kynaka. Co cnos
MaMbl, OTMEYaeTcs NONIOXUTENbHAA AMHaMMUKa: NauneHTKa
CTana nojH1UmaTb MpaBylo PYKY Ha ypoBeHb MNJjievya U Bbile
rOpu30HTanu, BBEPX, ABWKEHUS B KWUCTU B 3HAUYUTESIbHOM
o6bemMe, 6epeT U yaepKuBaeT NpeamMeTbl, CONPOTUBASETCS
npu npo6ax ¢ K1cTbto. Cuna MblllL, CHUXKEHA B NIEBOM pyKe
no 0-1 6anna guctanbHo, Ao 1-2 6annoB NPoOKCUManbHO,
B NpaBoW pyke — [0 4-5 6annoB B AUCTalbHbIX OTAEnax.
Mnotpodusa MbiwL, B obnactu NIeBoro rnjevya, ymepeHHas
B 06/1aCT¥ N€BOM KWUCTU, CUMMTOM «06GCOCAHHbIX Manbyu-
KOB», yMEPEHHas Mo3anyHasa runoTpodus MbillL, NaJ0OHHOM
NOBEPXHOCTH, FMMNO-aTOHMA NIEBOW PYKU 3a cyeT nepude-
puyeckoro napesa (nneruun). CyxoxkunbHble pedneKcol cne-
Ba — BbI3blBAETCH HEMOCTOSAHHbLIN pednieKe ¢ buLenca, Kap-
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Short Report

KpaTkue cooGuieHusn

nopaguanbHbii, C TpuLenca He Bbi3biBAeTCA. YMEPEHHO
BblpaxeHHble akpornnepTepMus, aKkporunepruapo3a B 1eBowm
pyKe. bbiiv npoBefeHbl AOMONHUTENbHbIE UCCNELOBAHNSA ANS
OCYLLECTB/IEHUSA AUArHOCTUYECKOTO MOUCKA, KOTOPbIN BKIIO-
Yan: onTMkomuenut [leMBuKa (0gHaKO Ha odTanbMONOru-
YEeCKyl0 CMMMTOMAaTWUKY OTCYTCTBYIOT »Kanobbl, KIMHUYECKME
[JaHHble W 3aKJIl0YeHMe OKYNUCTa), APYyrMe MWeNuTbl BUpYC-
HOW 3TMONOMMK, ayTOUMMYHHbIE MUENUTDI.

AHanua nukeopa (06.12.2019) — aHTMTeNna K akBamno-
puHY 4 1 aHTM-MOG B npegenax pedepeHCHbIX 3HaYEHUN.
AHanu3 nuKBopa (09.12.2019) — 6enok (0,84 r/n T), FNHOKO-
3a (2,51 Mmonb/n ), 44 numdounTa, 38 MOHOLIMTOB-MaKpO-
daroB, HSV simple 1 1gG (Negative). AHanu3 BEHO3HOM
KpoBu (09.12.2019) — HSV simple 1 IgG (Positive). AHanu3
nuKkBopa (12.12.2019) — meTtogom [LUP aHTepoBupyc He
o6HapyxeH, AHK Bupyca dnwrerH—bappa, uMTomeranosm-
pyca, BMpyca npoctoro reprneca 1-ro, 2-ro TMNoB B KPOBM
1 NIMKBOpPE OTpuLLaTeNbHbI.

Monyyana neyeHve — unuaakpuHa rugpoxnopua, AT
C KOKapboKcuiia3on, nynbc-tepanug MeTUnnpeaHu3osno-
HOM + duanonornyecknn pactsop N5 B TeyeHne 4-5 u.
Monyyana Kypc umMmyHorno6ynnHa (10% MMMyHOrNoGynuH

Yye/loBEKa HOpMasbHbIM) B f03€ 1 I/Kr Ha KypC C BblpaeH-
HbIM MOJIOXKUTENbHBIM 3PDEKTOM — yyyLWIWIUCL ABUra-
TenbHble GYHKUMKU, YBENUUYUICSH 0O6bEM aKTUBHbIX ABUKEHUM
B JIEBOM KOHEYHOCTU (B MPOKCUMalbHbIX OTAenax, npeg-
nneybe), OTMEYEHO yyylleHne TPOPUKM MblLlL, YBETUYEHNE
MbILWEYHOM CUMbl. BbIIO peKOMEHAOBAHO BBEAEHME EXKEMeE-
CAYHbIX KYPCOB BbICOKOOYULLEHHOTO UMMYHOMO6YNMHA AN1s
BHYTPMBEHHOIO BBEAEHUS EXXEMECAYHO 1 r/Kr/Kypc.

27.02.2020 noctynuna B POKB ¢ xanobamu Ha orpaHu-
YeHue [BWKEHUW B NpaBoW pyKe, cnaboCTb, orpaHuyeHue
OBWXEHUI B NeBOW pyKe [Ans MaaHoBOro ob6cnefoBaHUs
1 MPOAOMKEHUS NIeYEHUS.

3aknoyeHune. CuHapom OBIl TpebyeT npoBedeHus
anddepeHUnanbHOM AMArHOCTUKU C PSAAOM MHPEKLMOH-
HbIX MOpPa)eHWM CMUHHOro MOo3ra, C TpaBMaTUYECKUMM,
AYTOMMMYHHbIMU U OHKOJIOTMYECKMMU MOpParKEHUSAMMU.
MpeacraBneHHbIM KAMHUYECKUIA Clydyan [OeMOHCTpupyeT
CNOXHOCTb MPOBEAEHMUS [MArHOCTUHECKOro MOWUCKa, Ba-
HOCTb paHHeh NOCTaHOBKW AMarHo3a W CBOEBPEMEHHOrO
Hayana Tepanuu, 4To Onpeaensetr ucxol 3aboneBaHus,
Bbl3BaBLUEro passutue cuHapoma OB, 1 BnvaeT Ha Kade-
CTBO }KM3HM NaLMeHTa.

KnuHunyecKkum cnydyam nayueHTta ¢ 6one3Hblo parenma —
YecTepa ¢ U301IMPOBaAHHbIM NOPaXXeHUeM roJIoBHOro mo3ra

PyccKuH B.O., TypunHey A.M.

Hay4Hble pykoBogutenu: XonuH A.A., 8.M.H., npodeccop; ConoBbeB B.b.

®rAQY BO «Poccuitckuit HaumoHanbHbIi MccnegoBatenbckuii MegnumHekuin YHuepeuteT um. H.U. Muporosa», Mockea,

Poccuitickaa Pepepauns

'BY3 «Mopo30BcKas AeTCKas rOpoACKas KMHU4YecKas 6onbHuUa JenapTaMeHTa 3apaBooxpaHeHuns ropoaa MocKBbI»,

MockBa, Poccuitckas Penepaumsa

BBepeHue. bonesHb Iparenma — Yecrepa — 310 pea-
KOe MyNbTUCUCTEMHOE 3abonieBaHue, XapaKTepuaytoulieecs
CBEPXMPOAYKUMEN U HAKOMIEHNEM TUCTUOLIMTOB B pasnny-
HbIX OpraHax M TKaHsX. [MCTUOLMTbI — 3TO KOMMOHEHThI
MOHOLUMTaAPHOro POCTKa, ABNSAIOWMUECH TKaHEBLIMU MaKpo-
daramun. B TUNUYHBLIX cnydasx 3abofieBaHWE XapaKTepusy-
eTCcs MopaKeHWeMm cKeneTa, 3HAOKPUHHOM CUCTEMbI, MOYEK,
LleHTpanbHOM HepBHOM cuctembl (LIHC).

AKTyanbHOCTb. TOYHbIX AaHHbIX O YacTOTe BCTpe4YaeMo-
CcTh 6onesHn Iparerima — Yecrtepa HET B CBA3K C PEAKOCTbIO
[laHHOW NaToNorM1, B MMPOBOW NIUTEpaType ONMUCaHO OKOJIO0
500 60nbHbIX. B 601blUMHCTBE Criy4aeB 3aboneBaHue Haun-
HaeTcs ¢ 60711 B KOCTSAX, BNOCAEACTBUM MPUCOEANHSAIOTCS cna-
60CTb B HUKHMX KOHEYHOCTSX, aK30dTanbM, AnabeT 1 HEBPO-
NOrMyeckne CUMMNTOMbI. [laHHbIM cnydyan OeMOHCTpUpyeT
KpaWHe peakoe nposiBneHne 6onesHun Iparemnma — Yecrtepa
C U30/IMpoBaHHbIM rnopaxeHuem LUIHC. CToMT OTMETUTb, 4YTO
CYMMTOMbI MOPA¥EeHUS APYrMX CUCTEM HE MOSIBUIIUCH Ha NPo-
TSXKEHUN ANUTENbHOro Neproaa Bpemeru (8 ner).

KnuHuyeckun cnyvyan. PebeHOK OT 1- 6epemMeHHo-
CTWU. AKYLIEPCKMI aHaMHe3 He oTdarouleH. PaHHee pasBuTue
no BO3pacTy.

[e6ioT 3a6oneBanna B 2012 r. B Bo3pacTte 11 neT ¢ reHe-
pannM30BaHHOIO TOHUMKO-KIIOHMYECKOro MPUCTyna, Haxoauncs
Ha CTauMOHapHOM nedvyeHun, rae 6bI10 nposegeHo MPT-
ncecnegoBaHue 1 BbiSBIEHO 06beMHOE 06pa3oBaHue 1eBon
BMCOYHOW [ONK, pacLieHeHO Kak acTtpouutoma. B panb-
HeviweM B TeyeHue 5 NeT Haxoguics Ha AMHAMWYECKOM

HabnoaeHrun, 1 pa3 B rof nposoaunack No3nMTPOHHO-3IMUC-
CWOHHass — TomMorpadus ¢ METMOHMHOM, OTpULLaTENbHOM
OVHaMUWKKM He Habnwpanocb. Jo 2017 r. nonyyan npena-
paTbl Ba/NbNpPOEBOM KWUCNOTbl B [J0O3MPOBKEe 21 Mr/Kr/cyT.
MpuUcTynbl COXpaHAUCh B BUAE OCTAHOBKM aKTUBHOCTH, PUK-
calumu B3opa ANnTeNbHOCTbIO A0 5—-10 ¢ YacTOTOM HECKOSIb-
KO pa3 B rog. B fanbHevweM pekomeHaaumam He cnegosan,
LO3MPOBKY aHTUIANUIENTUYECKUX NpenapaToB He cobntogan.
B aBrycte 2018 r. oTMeYanacb cepusi reHepaan3oBaHHbIX
TOHUKO-KJIOHUYECKUX MPUCTYNOB B OTBET Ha MOBbILEHUE
Temnepatypbl. bbin rocnvtannanMpoBaH B OTAENEHWE pea-
HUMaUUK, TAe COCTOSHWE 6blNo CTabuan3uMpoBaHo, nocne
yero pebeHOK Obin nepeBefleH B OTAeNeHWEe HEeBPOJOrvu
M BbINUCaH C PEKOMEHAALMAMU Npuema BasbNpoeBOn KUC-
notbl 900 mMr x 2 p/cyt. B okt6pe 2018 r. cocTosiHMe yxya-
LUIKSIOCb — MPUCTYNbI NOBTOPSAINCHL C YacToTon 4 pasa/cyT,
B CBSI3M C YeM OblfI0 NPUHATO PELIEHNE O HEMPOXUPYPrUYye-
CKOM BMellatenbcTBe. B nekabpe 2018 r. 66110 NpoBeaeHO
XMpypruyeckoe yganeHme o6beMHOro o6pa3oBaHus n1eBoK
BMUCOYHOM ponu. Mo pesynbrataM rMCTONOrMK OT SIHBaps
2019 r: KapTMHa FUCTOLMTAPHOro MOpa*KeHWs ronoBHO-
ro mMo3ra, COOTBETCTBYET 60/ie3HN Iparenma — Yectepa.
Mcexopn xupyprudeckoro neveHus — |A no Engel.

3aknyeHue. [JaHHbI KIMHUYECKUI clydan aBnsieTcs
YHUKaNbHbIM MPUMEPOM M30/IMPOBaAHHOro nopaxkexHmsa LIHC
npu 6one3xHu IpareMma — Yectepa 6e3 NposBAEHUS CUM-
NTOMOB MOPaXKeHUs APYrux OpraHoB U CUCTEM C KaTaMHE30M
B 8 net.



NMopaxkeHue KOCTHOM CUCTEMbI B 1€610Te BPOXKAEHHOIro
cudunuca. TpyaHOCTU AUArHOCTUKHU

Waxrunbanx J1.4., CMupHoBa J1.A.
HayuHbiit pykoBoauTtens: WaxrunbasH C.B.

MHbeKunoHHas KnuHuyecKasa 6onbHuua N2 1, MockBa, Poccuiickas depepauus
®rAQY BO «Poccuickunin HaumoHanbHbi MccnegoBaTtenbckuin MeauumnHcekuii YHuBepcuteT um. H.W. Muporosa», MockBa,

Poccuitickaa depepauus

AKTyanbHOCTb. Hanbonee xapaKTepHbIMKM MpPU3HaKa-
MU BPOXAEHHOrO cubdunmca SBNAIOTCA MOPAXKEHUS KOXM
M CNIU3UCTbIX 060N104EK, KOTOPblE O6HAPYXUBAIOTCS YXKe Npu
POXXAEHWUM UNW MOSABNSAOTCSA B NEpPBble AHWU XWU3HW. OaHaKo
TeHAEHUUEN nocnefHux NneT ABNseTcs TeyeHue paHHero
BPOXAEHHOrO cuduanca 6e3 XapaKTepPHbIX MPOSIBAEHUM
CO CTOPOHbl KOXMW C MPEeUMYyLLeCTBEHHbIM BOBEYEHUEM
OMOpPHO-ABUraTeNlbHOro annapata, YTo BeAeT K TPYAHOCTAM
B CBOEBPEMEHHOW MOCTAaHOBKE AMarHosa.

KnuHuyeckun cnyyai. MauneHt M., 2 mec, noctynun
B OTAeNleHWe C HanpaBAsoWUM ANarHo30M «OCTPbIN BS/bIN
BEPXHUM Mapanapes3». Peb6eHoK oT |l 6epeMeHHOCTH, npo-
TeKkaBlen GU3N0NOrMYEeCcKH, 2-X CPOYHbIX POAOB. B }KeHCcKoM
KOHCYNbTalMW MaTb He Habnaanack. Macca Tena npu poxx-
neHmn — 3000 r, anvHa — 51 cM. C poXKaeHus Ha rpyaHOM
BCKapm/iMBaHuU. B poagome BbiNonHEeHa BaKUMHaUMA npo-
TMB renatuta B, BCG. BbinucaH Ha 3-1 CyT B yAOBAETBOPU-
TENbHOM COCTOSIHUM.

B Bo3pacTte 1 Mec oTMeYanucb JioKanbHble rMnepemMus
M OTEK MPaBOro npeanneybs, orpaHu4yeHne ABUKEHWI B Npa-
BOM pyke. [pegnonoxkeH nepenom. Ha peHTreHorpadum
KocTeW npeanneybs U3MEHEHWN He BbisiBNeHO. CUMMNTOMbI
pacLeHeHbl Kak anfnepruyeckas peakums, HasHavyeHa aeceH-
cnbunuaunpyowaa Ttepanus, Ha (GOHe KOTOpOM BbisiBNEHaA
He3Ha4yuTeNnbHas MONOXKUTENbHAs AMHAMUKa B BMAE Hapac-
TaHMa 06beMa aKTUBHbIX ABUKEHWN.

B BO3pacte 2 Mec npu coxpaHsaioWweMcs orpaHuye-
HUW OBMXXEHWN B NPaBOM pyKe NPUCOEAMHUNOCH OrpaHuye-
HWEe ABWXXEHUI B NeBOW. HeBponorom AaHO HanpaBieHue
Ha rocnuTanu3aumio Ans UCKIOYEeHUs BAIOro napeaa.

[MpK NoCTynieHnn cOoCTosiHME pebeHKa cpeaHen Taxe-
CTU. JInxopagKku, WHTOKCMKaLWMKM He 6bino. lMpu ocmoTpe
BbIIBNEHbI OrPaHUYEHNE ABUKEHWUI, CHUKEHWE MbILLIEYHOTO
TOHYca B 06eMX pyKax NPU COXPaHHbIX CyXOXWbHbIX U Nepu-
ocTanbHbIX pedniekcax. MaccuBHbIE ABUKEHUSA B BEPXHMX
KOHEYHOCTAX 60se3HeHHbl. [N UCKNoYeHUsT HeBPUTUYe-
CKOro nopaeHus NnpoBeaeHa aneKTpoHenpommorpapua —
natonoruv He BbiBAEHO. pn peHTreHorpaduun LWenHoro
oTAena MO3BOHOYHWKA B 2 MPOEKLMSAX U yNbTPa3BYKOBOM

ncenefoBaHUKU CIMHHOIO MO3ra LWenHOro oTaena naTonorum
TaKkXXe He BblfBJIeHO. [InarHo3 ocTporo BSAJIOro napanuya
Obl1 CHAT.

B comaTtnyeckom cTaTyce obpalana Ha cebs BHUMa-
HWe renaTtocnneHomeranus (neyeHb +6 CM, cenes3eHKa
+5 cm). B obuiem aHanuse KpoBW remornobuH — 73 r/n,
aputpounTl — 3,0x1012/n, TpomM6GoLMTEl — 237x1092/n,
nenKountbl — 10,7x10%/n, n/a — 3%, c/a9 — 27%, NUM-
dountbl — 35%, MOHOUUTEI — 13%, aTUNUYHbIE MOHOHYKE-
apbl — 20%, CO3 no BecteprpeHy — 45 mMm/4. B 6Moxumu-
4eCcKOM aHanuse KpoBu C-peaKTUBHbIM 6e0K — 96 mr/n,
ACT — 312 Ep/n, AIT — 244 Ep/n. MNokasaTtenu obuiero
aHanM3a Mo4u B HOpMe.

Ha peHTreHorpamMmme KOCTEM Mpeaniedynn — u3meHe-
HUS CTPYKTYpbl aNMPU30B 06ENX KOCTEN, XapaKTepHoe Ans
CUDUANTMYECKOrO OCTeoxoHapuTa. lpu ocmoTpe OKynucta
BbIIBIEHO CHWXXEHWe doTopeaKkLuun, 3payok Apranna —
Po6epTtcoHa. NpoBeaeHo o6cneaoBaHMe matepu U pebeHka
Ha cUOWANC: MONOXKUTENbHbIE peaKLMM MUKponpeuunnuTa-
umun, PMIA, PUBT, PU®D, antutena knacca IgM y matepwu
1 pebeHKa. Y pebeHKa AMarHoCTMpOBaH paHHWIA BPOXAEH-
HbI CUDUINC C BOBNIEYEHUEM KOCTEN, MEYEHU, CENE3EHKM.
HasHayeHa NpOTMBOMUKPOGHaa Tepanus NeHUUUIIMHOM
100000 ME 6 pa3 B AeHb B Te4eHue 2 Hej, C NOoNoXKUTENb-
HOW AMHaMWKOW B BUE MCHE3HOBEHMS 60NEBOr0 CMHAPOMA,
yBenyeHUs 06beMa aKTUBHbIX ABUKEHWUW B pyKaXx.

Pe6eHoK no TpeboBaHUIO poanTenen BoinucaH nog amoy-
NnaTopHOe HabIoAeHME MO MECTY XUTENbCTBA.

3aknoyeHue. [log Mackol BSNOro napananya MOXKET
CKpbIBaTbCq Macca pasfMyHbIX MaToNOrM4YeCKUX COCTOS-
HWUI, HauyMHaa OT OMyXxofier, HapylleHW KpoBoobpalleHKUs
M 3aKaH4uMBas MHOEKLMOHHBIMU MOPAXKEHUAMU pa3iny-
HOWM 3TMONOrMK. PefKon naTtonorven asnsetcs cneumduye-
CKOE CUDUINTMYECKOE MOParKEHWEe KOCTEeW, 4TO Bbi3blBa-
eT 6onbluMe TPYAHOCTM B AMarHocTvke. [daHHbI mpumep
[eMOHCTPUPYET CNOXKHOCTU MOCTAHOBKM AMarHo3a paHHero
BPOXAEHHOro cubunmnca npu oTCyTCTBUMU COOTBETCTBYIOLLETO
aHamHesa y Matepu 1 noJ4epKuBaeT BaXHOCTb 06cnefoBa-
HUSA 6epeMeHHbIX Ha NOAOGHYIO MHDEKLIMIO.

Russian Pediatric Journal. 2020;1(4):36-53

):36-53

2020;1(4

MNCKUIM NegnaTpuYecKuii JypHan.

Poccu



https://doi.org/10.15690/rpj.v1i4.2198 ) Chock for updates Q

3HaMeHaTeNbHble U IOUuNenHblie aaThbl
uctopum neguatpum Poccum 2021 roga”

Yka3z NeTpa | 06 ycTponcTee B MOCKBe rocnurtanemn ans Hesa-
KOHHOPOXAEHHbIX MnageHueB (1721).

BocnutatenbHbln oM B [letepbypre u PoaunbHbIM UHCTUTYT
npu Hem (1771).

«Apyr matepen, nnun lNMonHoe pyKoBOACTBO, KaK npeaynpex-
JaTb, pacrno3HaBaTb AEeTCKMEe B0JIE3HU U NeYnTb ux» ([pym-
oxxmumanno K.M., 1846).

[lepBbl OTEYECTBEHHbLIW NeauaTpuyecKnm }ypHan «letckas
MeauunHar» (1896-1905).

BbicliMe HayyHble KypcCbl BOCMUTaATENbHULL U PYKOBO/MU-
TeNbHUL, PU3NYECKOro o6pas3oBaHUsA, OpraHM30BaHHbIE
M.P. Necradptom B lNeTepbypre (1896).

AnoHcKoe neanartpuyeckoe obulectso (Tokno, 1896).

[ekpet CoBeTta HapoaHbix Komuccapos PCPCP «O getckom
nuTaHumn» (1921, 22 nons).

[ekpet CoBeta HapoaHbix KommnccapoB PCPCP «0O6 oxpaHe
300P0BbS NOAPOCTKOB U Aeten» (1921, 15 ceHTabpsa).

«bpyuennesy geten» (0.4. Cokonosa-loHomapeBa, 1946).

«JleTtckag aHgokpuHonorus» (M.A. }ykoBckuun, 1971).

«HacneactBeHHble 6one3Hn y geten» (J1.0. bagansH,
B.A. Ta6onuH, HO.E. Benbtnies, 1971).

*  CocTaBuTENU: BeAyLMi Hay4YHbIN COTPYAHMK, K.WU.H. EropbiweBsa W.B., cTaplwmnit Hay4Hbl COTPYAHMK, K.M.H. LepcTHeBa E.B. (Otaen nctopmu
MeanumHbl PrEHY «HaumoHanbHbin HUW obuiecTBeHHOro 3g0poBbs MMeHn H.A. Cemawko» / FSSBI «N.A. Semashko National Research
Institute of Public Health»); otdelistorii@rambler.ru
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Co agHs poxageHnunsa CtenaHa ommnya XOTOBULUKOIO (1796
1885, poa. B mecT. KpacunoB CTapOKOHCTaHTUHOBCKOIO ye3-
na BonbIHCKOW ry6epHUK), OTeHECTBEHHOIO aKyllepa U negu-
aTtpa, o4HOro U3 OCHOBOMOJIOXHUKOB neanaTpmn B Poccuu.

Cospan (1836) B MeanKo-xupypruyeckon akagemuun B [letepbypre n Bosrnasun (1836-1847)
camMoCToATENbHYIO Kadeapy aKyllepcTBa C YHEHUEM O XEHCKUX M AETCKUX 60Ne3HsAX. ABTOP OKOJO
30 neyaTHbIX paboT Mo aKyWwepcTBY, EHCKUM 60M1Ie3HAM, neamatpmun, MHOEKLMOHHBLIM 60JIE3HAM
u rurueHe. Ero pyHaoameHTanbHbIn TpyA «[leguatpuka» (1847) — nepsoe B Poccun pyKOBOACTBO MO
neanatpun. BHec BKnag B pa3BUTME B CTpaHe MMrMeHMYecKon Hayku. bbin pegaktopoM «BoeHHo-
MeOMLMHCKOro xypHana» (1833-1839).

Coy. n nut.: cM. BMO. 3-e u3a.; bC3. 3-e u3a.; bP3; buktumnpos B.B., LleByyk C.H. HoBble aaH-
Hble O XW3HKU K geaTtenbHocTn C.P. XotoBuuKoro // CoB. 3apaBooxp. 1989. N2 5. C. 70-73;
MukuptnyaH I.J1., CyBopoBa P.B. MNepBbin pycckuin neanatp C.P. XotoBUUKKMIK // Penbaluep 1 aky-
wepkKa. 1987. N2 2. C. 58-61.

Co aHsa poxaenusa KopHenun Katapuubl [E JIAHTE (C.C. De
Lange 1871-1950), HnaepnaHACKOro neguarpa.

[dana nogpo6Hoe onucaHue BPOXKAEHHOro CUCTEMHOro 3abofieBaHWs (BMepBble OMUCAHHOMO
B 1916 r. B. bBpaxmaHom) ¢ KOMOMHALMEN MHOMXECTBEHHbIX AEreHepaTuBHbIX aHomManun (1938,
cuHapom ge Jlanre I). B 1934 r. getanbHO onucana BPOXAEHHYIO MblLEYHYO TMNEepTPOdUI0 U BPOXK-
[JeHHOe nopakeHue roloBHOro Mo3ra, BrepBsble NpeacTaBieHHble @. bpykom (cuHapom bpyka — [le
INaHre).

Coy. v imt.: cm. BM3. 3-e u3a. T. 7. C. 89. [le NaHre cuHapoMmebl; Wie is dat? Gravenhage, 1948.

Co aHs1 poxaeHus TanuHbl HukonaeBHbl CEPAHOKOBCKOM
(1921-2004, poa. B MOCKBE), POCCUUCKOro rmMrueHucTa,
aKagemuka PAMH.

C 1963 no 1996 r.— aupektop HUW rurmveHbl ageter u NoapoCTKOB. HayyHble Tpyabl MNOCBALWEHbI
U3Yy4YEHUIO BINSHUSA GaKTOPOB OKpYXKatlowen cpefbl Ha pa3Butie, opMUpoBaHmue 1 340P0OBbLE Yeno-
BEKa B [€TCKOM M NoApPOCTKOBOM BO3pacTe, B YaCcTHOCTM B ycnoBusix KpanHero Cesepa n Cuéupu,
pa3paboTKe rMMrMeHUYeCcKMX acneKToB NPOEKTUPOBaHUSA U 060PYAOBAHMUS LWKOM U OETCKUX ydperae-
HWIN, UCCNeaoBaHUIO TMrMeHbl GU3MYECKOro BOCNUTAHUSA U cnopTa; npobiemam npodpeccnoHanbHOM
OpUeHTaLMnN 1 NpodeccuoHanbHOro oTéopa NoAPOCTKOB. YAocToeHa npemMumn um. @.®d. 3pncmaHa 3a
MoHorpaduto «CoumnanbHble YCIOBUSA U COCTOAHUE 300POBbSA LIKOIbHUKOB» (1979).

Coy.: cM. BM3. 3-e u3g.; lMcuxorurneHa geten v nogpocTkoB. M.: MeauuunHa, 1985. 224 ¢. (CoBMeCTHO
¢ ap.); 3oopoBbe, pa3BuTtune, MM4HocTb. M.: MeanumHa, 1990. 332 c. (CoBMecTHO ¢ ap.).

Jlnt.: I.H. CepatokoBcKas // 60 net PoccnicKon akageMmnn MeanUmMHCKmMX HayK. M.: 2004,
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Co pgHa poxaenus Banepusa HOpbeBnya AJIbBULUKOIO (poga.
14 anpens 1941 r. B KazaHu), pOCCUMCKOro neanartpa n Ucto-
PUKa MeauLUHbI.

B.HO. Anb6ULIKUIA — M3BECTHbIM YHEHbIN, BHECLIMN 3HAYUTENbHbIM BKA4 B U3y4EeHUE COCTOSTHWUS 340pP0-
BbSl, UHBA/IMAHOCTM M CMEPTHOCTHM AETCKOro HaceneHusa Poccuinckon eaepaunn, a TakKe B U3yYeHne
UCTOPUK OTE4YECTBEHHOW MeauLMHbl. OAWH U3 OCHOBOMONOXHUKOB COLIManbHOM NeanaTtpun B Hallen
cTpaHe. Jlaypeat npemun lNpasutenoctea PP B 061acCT¥ HayKU U TEXHWKM, 3ACNYKEHHbIN AesATeNb
Haykn Poccuitickon Pegepaumm n Pecnybnukm TaTapcTaH, AOKTOP MEAMLMHCKMX HayK, npodeccop.
ABTop 60nee 520 Hay4HbIX NyGAUKaLWUK, B TOM Yucie 60 KHUM U y4eBHbIX MOCOBWIA, UMEET HECKONbKO
CBUIETENbCTB O peructpaumu nporpamm ang 3BM. Mm noarotosneHo 23 goktopa v 49 KaHAMAATOB
MeANLMHCKUX HayK.

Couy.: HacTto 6onetowme fetu. KnMHUKo-coumanbHble acneKTol. [yTn o3gopoBneHuns. 1986. (coaBT.
A.A. BapaHoB). UcTtopusa KasaHCKOro rocyaqapcTBeHHOro MeanLMHCKOro yHusepcuteta. 2006 (coBMECT-
Ho ¢ ap.); Uctopua Hay4Horo ueHTpa 340poBbs AeTen POCCUMCKON akageMun MeAMLIMHCKMX HayK. 2013
(coaBT. bapaHoB A.A., LLIep C.A.); AKTyanbHble npobnembl coLmnanbHoW neamaTpun. M36paHHbIe OYEPKHU.
n3a. 2-e, pon. 2020.

Co aHa poxkaeHusa AnexkcaHapa AnekcaHaposuya BAPAHOBA
(poa. 15 vionga 1941 r. B gepeBHe Ap3amatoBo LLlapaHrckoro
paroHa KMpoBCcKon 061acTn), pPOCCUMUCKOro neauartpa, akaae-
MuKa PAH (4neH lMpesnanyma PAMH 2014-2018 rr.).

C 1979 r.— aupekTtop lopbkoBckoro HUW negmatpun. B 1987-1992 rr.— 3amectutens (¢ 1990 r.—
1-1 3amecTuTeNb) MMHUCTPa 3apaBooxpaHeHuss CCCP. C 1989 r.— 3aBeaylownin Kadbeapon OETCKUX
6one3Hen MOCKOBCKOW MeauLMHCKOW akageMun um. M.M. CeyeHoBa M OOQHOBPEMEHHO MPE3UAEHT
MexayHapoaHoro ¢oHa oxpaHbl 300POBbst MaTepu 1 pebeHKa, ampektop HUU rurmeHsl n npodpunak-
TUKKM 3abosieBaHnI AeTen, NoaApoCcTKoB U monogexn. C 1998 no 2018 r.— anpeKtop Hay4Horo ueHTpa
3p0poBbsl geter PAMH (¢ 2017 r.— HauuoHanbHOro MeguLUMHCKOro MccnefoBaTelbCKOro LieHTpa
3n00poBbsa Aetert M3 P®). C 2004 r.— rnaBHbIM BHeLWTaTHbIK cneunanucT neamatp M3 Pd. OcHOBHbIe
Hay4Hble UccneaoBaHuMs NOCBSLLEHbI PyHAAMEHTabHbIM MPo6GaeMaM pocTa U pa3BUTUS AeTel, pa3pa-
OOTKE HOBbIX TEXHOMOMMIM AMArHOCTUKM U nevyeHus 601e3HeN OpraHoB MuLLEBAPEHUS, MPODUIAKTUKE
CoLManbHO 3Ha4YNMbIX 6ONE3HEN AETEN N NOLPOCTKOB, CHUXKEHUIO MNaAeHYeCKOn CMEPTHOCTU B CTpa-
He. [NaBHbIK pefaKTop *ypHanoB «POCCUMCKUI negnaTpuyecKui X}ypHasa», «Bonpockl coBpeMeHHOM
neavaTpum». Ynen HayyHoro coseta npm CoBeTe 6e3onacHocTv PP, uneH Coseta npu lMNpesnaeHte PO
Nno Hayke, TEXHONOrMaM n obpasoBaHuto. JlaypeaT npemut PAMH nmenn H.®. dunatoBa 3a ny4iiyto
Hay4Hylo paboTy No negmMatpum 1 UMeHn A.A. boromonbua 3a Ny4Lyo Hay4Hyto paboTy Nno naTosorunye-
CKoM dwmaunonoruu, npemun NMpasutensctBa PP B 061aCT HAyKU U TEXHUKM.

Cou.: TponeneBTnKa [OETCKUX 6GonesHen: y4ebHuK. M.: MeauuuHa, 1998. (CoBmecTHO ¢ ap.);
3p0poBbe aeten Poccuu: (CoctoaHmne n npobnemsl). M., 1999. (CoBmecTHO ¢ ap.); [leTcKkue 6ones-
HU: y4ebHUK. M.: MeguumnHa, 2001. (CoBmecTHO ¢ ap.); 3a0poBbe, 06y4eHne U BOCNUTaHUE AeTEN:
McTopusa n coBpemeHHocTb (1904-1959-2004). M., 2006. (CoBmecTHO ¢ ap.); MyT1 onTuMmnsaumm
cTtaumoHapHon nomouwm aetam. M., 2006. (CoBMecTHO ¢ ap.); CMepTHOCTb AETCKOro HaceneHus
Poccuun. 3-e usg.— M., 2009. (coaBT. B.1O. AnbOULIKKIA).

Jlut.: A.A. bapaHoB // 60 net PoccuinCKoW akafemMun MeauUMHCKUX HayK. M.: 2004. C. 348-349; BPJ;
Anbbuukmi B.1O. K 106uneto akagemmnka PAMH A.A. bapaHoBa // BectHuk PAMH. 2011. N2 6. C. 5-7.



Co gHAa poxaeHua Hukonas Hukonaesuda BAIAHOBA (pog.
24 oKTta6psa 1941 r. B rop. PogHnkn MiBaHOBCKOW 06n1acT),
POCCUMCKOro neauvartpa, U3BECTHOro opraHmM3aTtopa 34paBo-
OXPaHEHMUS.

1987-1989 rr. — 3amMecTuTeNb HadvanbHWMKa [MaBHOrO ynpaBneHus fe4ebHO-NPodUIaKTUYECKON
nomotm agetam u matepsam Munsapasa CCCP. 1989-1996 — 3amecTuTeNnb MUHUCTPA 34paBoOXpaHe-
Hua PCOCP/P®. C 1991 r. — 3aBeayowmnin Kabeapon MeamMKo-coLmanbHbiX MpobaemM oxpaHbl maTte-
pUHCTBa M AeTcTBa POCCUMICKOM MEeAULIMHCKOW akagemun nocneamniomMmHoro o6pasoBaHus. B 90-e rr.
BHEC BECOMbIV BK/1aJ B pa3paboTKy cTpaTernn cnyxo6bl oxpaHbl MaTEPUHCTBA U AeTcTBa. Bo3rnasnss
¢ 1998 no 2016 r. PecnybnnKaHCKyto (HbiIHe POCCUMICKYIO) AETCKYIO KIMHMYecKyto 6onbHuuy (PAKBE),
cosfan Accoumalmio AETCKUX 60NbHKUL, Poccuu, OCHOBan Hay4HO-NpPaKTUYEeCKUM XypHan «[eTcKas
60nbHULa». 3a roabl pa6otbl B PAKE yganocb 3Ha4yuMTebHO YNYYlIUTb BCE OCHOBHbIE NMOKasaTenu
[esiTeNIbHOCTM 60MbHULbI: B 4 pa3a CHU3UTb JIeTaNbHOCTb, YBENNYNUTb YACIO FrOCMUTannM3auun geten na
pernoHoB Poccun ¢ 10 go 20 Tbic. B roa. Jlaypeat npemun MpaButensctBa Poccuickon degepaumm
B 06/1aCTU HaYKMN U TEXHUKM, 3aClyKeHHbIM Bpay Poccuickon denepalimm, JOKTOP MEAULMHCKMX HaYK,
npodeccop. ABTop 60nee 190 HayyHbIX Ny6AMKaLmi, 5 MOHOrpadun.

Co pgHa poxaeHuns Banepua TumodeeBnya MAHYHYKA
(poa. 7 wvioHa 1941 r. B cene AbaH AGaHCKOro pawnoHa
KpacHosfipcKoro Kpasi), pPOCCUMCKOro neauartpa, YieHa-Kop-
pecrnoHaeHTa PAH.

B 1976-1989 rr.— pykoBOAUTENb OTAENEHUS U OAHOBPEMEHHO (1989-1992) 3amecTuTeNnb ANPEK-
Topa, ¢ 1992 r.— aupektop HNU meamumnHckux npobnem Cesepa CO PAMH. Hay4Hble nccnegosa-
HUWS NOCBSILLEHbI BONPOCcaM ajanTalmn OETCKOro opraHMamMa K aKCTpeMasibHbIM YCIOBUSM BbICOKMX
CEBEPHbIX WMPOT, 0COOBEHHOCTAM HOPMMPOBaHNS 340POBbSA AETEN KOPEHHOIO U NPULLIOrO Hacene-
HUA Cnbupun n Cesepa.

Coy.: OCOBEHHOCTM BaKLMHONPODUNAKTUKK Kopn B yenoBusax KpanHero Cesepa // CMOBUPCKUIA Meq.
XypHan (Mpkytck). 2002. N2 6. C. 74-78; MeTeoTponHble peakLmn cepaeyHo-cCoCyaUCTon CUCTEMbI
n ux npodunakTnka. Hosocnbupck: Hayka, 2005. (CoBmecTHo ¢ ap.); Aetn CeBepa: npobaembl Ncu-
Xxuyeckoro 3gopoBbs. MpKyTcK, KpacHospck, 2006. (CoBMeCTHO ¢ ap.).

Jlnt.: 60 net PoccuinCKOM aKadeMnn MeanLUMHCKMX HayK. M.: 2004. C. 461.
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