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Te3ucobl y4acTHUKOB X BcepocCUUCKOH
Hay4YHO-NMPAaKTU4YECKOMU CTYleHYEeCKOM
KoOHPepeHUuuu <Ma3ypuHCKUE YTEHUSRA».

YacTtb 2

OT pegakuum: 26 Hosi6ps B PHUMY um. H.U. Muporosa npowna exerogHas X BcepoccucKas Hay4yHO-NpaKTMyecKas
CTyfeH4yecKas KoHbepeHL s NamMATh 3aBeytoLlero Kabeapon nponefeBTUKM AETCKUX 60/IE3HEN NenaTPUYECKOro GaKynb-
TeTa AHapes BnagumupoBuya MadypuHa — «Ma3ypuUHCKUE HYTEHUS».

OAvarHocTtuka HoBoM GpopMbl ayTOBOCHNA/IMTE/NIbHOIO
cuHpapoma: STING-accouMMpoBaHHbI BaCKynauT

(cuHppom SAVI)

ABepoBa A.11.

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

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

MockBa, Poccuickasa ®egepaums

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

depepauns

Llenb. MpeseHTauma KIMHWYECKOro cryvyas nauueHTa
C peakum aytoBocnanuTenbHbiM cuHapoMoM — STING-
accoLMMpPOBaAHHbIM BACKY/IMTOM.

AKTyanbHOCTb. l/cnonb3oBaHWe COBPEMEHHbLIX Mone-
KYNSIPHO-TEHETUYECKMX METOAO0B WCCnedoBaHus C Lefblo
NMOCTaHOBKM AMarHo3a v CBOEBPEMEHHOro Havyana MeavKka-
MEHTO3HOW Tepanuu.

Martepuanbl U MeToabl uccnepgoBaHua. O6bLEKTUBHOE
o6cnegoBaHue nauneHTa Ha 6ase HMULL AFOU um. AmuTpus
PorayeBa, nsyyeHue uctopmu 60ne3Hu, aHHblX 1abopaTtop-
HbIX U UHCTPYMEHTasIbHbIX METOLOB UCCNeA0BaHUs, aHann3
nutepatypbl. MONeKynsipHO-reHETUYECKUI aHanu3 MeTo-
[IOM BbICOKOMNPON3BOANTENLHOIO CEKBEHUMPOBAHMSA HOBOrO
nokoneHus (NGS).

BBepgeHune. CuHgpom SAVI (STING-Associated
Vasculopathy with onset in Infancy) — ayToCOMHO-4OMM-
HaHTHOe 3ab6oneBaHue U3 rpynnbl HACNEACTBEHHbIX ayTOBO-
crnanuTenbHbIX CUMHAPOMOB, pa3BUTUE KOTOPOro obycnoBne-
HO HaNM4YMeM MyTauuh ¢ NnpuobpetTeHneM QYHKLMUKU B reHe
TMEMZ173 (STING1), kogupytowem 6enok STING (ctumynsi-
TOp reHoB WHTepdepoHa), YTO NPUBOAUT K aHOMasSibHOMY
YCUIEHUIO aKTMBHOCTM 6efika U runepnpoaykuun IFN (.
STING — Ko4YeBOW aganTepHbid GenoK B 3HAoMIa3ma-
TUHECKOW CETU, KOTOPbIM HEOBXOAMM ANna UHAyKummn IFN B.
CornacHo gaHHbIM MUPOBOWM IUTEPATYyPbl, OCHOBHOE KINHU-
yecKoe nposiBneHune cnuHgpoma SAVI — aT10 Te4yeHne cuctem-
HOro BacKynWTa, Bblparkaloleecs B pa3BUTUM 3pUTEMATO3-
HOM CbIMM Ha KOXe, MHTepCTULMaNbHON GONEe3HWU NErkux,
apTpanrumn, IMXopaKu, Cyxmx raHrpeH nanbLEB U HEKPO3OB
TKaHen B Ucxoae BackyuTa.

KnuHuyeckun cnyyai. MauneHtka A, 1 rog 6 Mec.
Pe6eHoK OT 4-i1 6epeMeHHOCTH, 2-X pPoAoB (2 BbIKMAbILA
Ha cpoke 5-6 Hepd), ManbyuK OT 1-i 6epeMeHHOCTU 3[0-
poB. AHAaMHE3 XW3HW OTATOLWEH: POAbl NMPEeXAeBPEMEH-
Hble, Ha 34-i Hel, macca Tena npu poxaenmn — 2380 T,
O1MHa Tena — 46 cMm, oueHKa no wkane APGAR — 8/8

6annoB. B nmocTtHaTanbHOM nmepuoge: pecnupaTopHbIA Auc-
TPEeCcc-CMHAPOM, AblXxaTeflbHasi HEeAOCTaTOYHOCTb TSXKENOon
CTeNeHu, NPOBOAMIACh UCKYCCTBEHHASA BEHTUNIALMS JTIETKMUX
(MBJ1). Pe6eHOK 60n€eH C poXaeHMS, KOraa BnepBblie NOsBU-
JINCb 3pUTEMATO3HbIE NMATHUCTbIE BbICbIMAHUSA Ha BEPXHUX
M HUKHUX KOHEYHOCTSX, @ TaKXKe Ha nLEe Mo TUMY BaCKyIn-
Ta, nepexofsiine B 3KXMMO3bl. B ganbHenwem y AeBOYKM
OTMeYaanCb YacTble pecrnupaTopHble UHDEKLMU, KoTopble
NpPoSBASSIUCD PUHOCUHYCUTAMU, NapUHTUTaMK, BPOHXUTaAMMU
1 NMHEBMOHMEN (2 3nNn304a: B HEOHaTaNbHOM Nepuoe 1 Ha
NepBOM rofy XU3HH).

B Bo3pacTe 9 Mec pebeHOK HaxoAnCs Ha CTaLMOHapHOM
06CcnefoBaHWM U NIe4EHUN MO MECTY KUTeNbCTBa NO MNOBO-
[ly BOCNanUTENbHbIX BbICbINAHUNA Ha HWXHUX KOHEYHOCTAX
B BUAE OOLUMPHBIX YH4aCTKOB 3pUTEMbI C [ajibHENLWEN Mpo-
rpeccven B aKxuMo3bl. lpoBefeHa 6uoncusg BocnanuTesb-
HOrO 3fnemMeHTa, Mo pe3ynbratam NatoMopdonorMyecKoro
nccnefoBaHus: ANUAEPMUC C OUHOYHBIMWU 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 3M1300B HEMOTUBMPOBAHHOWM JIUXO-
pagku. MNMauneHTKe 6bin BbiCTaBneH AvarHo3: KOBEHWbHbIN
naMonaTUYeCKnn apTpuT, CEepOHeraTMBHbIA, C CUCTEMHbIM
HayasnoM; 3anof03peH ayToBOCNanUTENbHbIA CUHAPOM.

B depane 2020 r. B Bo3pacTte 1 roga 6 Mec naumneHTKa
rocnutanuaunpoBaHa B HMULL AFOU um. Amutpus Poravesa
Ons npoBeAeHns ob6cnefoBaHWs M MOCTAHOBKM AMarHo-
3a. [pn ocmMoTpe BbISIBEHbI 3pUTEMATO3HbIE BbICbIMaHUA
Ha Tene, 6e360/ne3HEHHblE, UCYe3aloT NpW HajasB/vBa-
HUWU. Ha HUXHUX KOHEYHOCTAX — FUMNEPNUrMeHTUPOBaHHbIe
Yy4aCTKM Ha MecCTe pa3peLlaloLiMxcs 3KXMMO30B, Pa3BMBLLM-
ecs 6e3 npejlwecTsyolen TpaBMmaTnusalumm Ha GoHe apute-
MaTO3HbIX 3/1IEMEHTOB.

Mo aaHHbIM NabopaTopHbIX TECTOB Y NALMEHTKM OTMEYa-
eTcs wenesogednumnTHaa aHeMus 1-v cTeneHn (CHUKEHUe
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remornobvHa — pgo 100 r/n, depputnH — 13,7 MKr/n,
CbIBOPOTOYHOE ¥ene3o — 4,2 MKMOJb//1), BOCNaAUTENbHbIX
W3MEHEeHUN He BbiiBAeHO. o AaHHbIM UMMYHOPEHOTUMU-
poBaHUs NUMGOLUTOB 3HaAYUMbIX AePUUMTOB MONYyNALUN
MMMOOLNTOB He BbisiBNieHO. o pe3ynbratam nccneaoBaHUs
MMMYHOTTIO6Y/IMHOB CbIBOPOTKM — 6€3 3HA4YMMbIX OTKIIOHE-
HUI. Mo pe3ynbTaTam aHTUHYKJIeapHbIX CKPUHUHIOB ayToaH-
TUTEN He BbiiBNeHO. 1o gaHHbIM KT opraHoB rpyaHOM KNETKK
[IMarHoCTMpOBaHbl UHTEPCTULMANIbHbIE U3MEHEHWUS B BUAE
Y4YaCTKOB YMJIOTHEHUS MO TUMY «MaToBOro CTEKNa» NepubpoH-
XManbHO B 060MX IETKUX U Cy6NNEeBPanbHO B 1EBOM JIETKOM.

C uenblo BepudMKaLMM AMarHosa nauumeHTKe O6bl1o
NPOBEAEHO MOJIEKYNIIPHO-TEHETUYECKOE WCCneaoBaHne
METOOM BbICOKOMNPOU3BOAUTENIbHOIO CEKBEHUPOBAHUSA
HoBOro nokoneHus (NGS), no peaynsrataM KoToporo 6bina
BbifiB/leHa MyTauua B reHe TMEM173 ¢.505C > TR169W
(p.Arg169Trp), B retepo3uroTHOM COCTOSIHMM 3aTparusa-
olLan KoHcepBaTUBHbINM AoMeH aumepusaunn 6enka STING.

Hanuyne psga OMarHOCTUHECKWUX MPU3HAKOB: pPaHHWUM
[e6toT 3a60neBaHns, BaCKy/IMTHad CbiMb, NOParkeHne fbixa-
TeNbHOW CUCTEMbI, OTCYTCTBWME ayTOaHTUTEN W BOCNasu-

TeNbHbIX U3MEHEHUIH B KPOBM, MyTauusa B reHe TMEM173
¢.505C>T — MOXKEeT ABNATbCA OCHOBAHWEM 1 MOCTAHOBKM
avarHosda «STING-accouuMMpoBaHHbIM BACKynUT ¢ Ae6loTom
B paHHeM Bo3pacTe».

MauneHTKe MHUMLMMPOBaHa NaToreHeTu4yeckas Tepanus
MHIM6UTOPOM Jak-KMHa3bl TodaunTnHMboM (1 Mr/Kr/cyr).
[aHHbI NpenapaTr 610KMpyeT nepegadyy curHana ot Jak-
KMHa3 K WHTepdepoHCTUMynupytowemMy reHy (IFGS3), 4yto
YMEHbLIAET CUHTE3 SHAOMEHHbIX UHTEPPEepOoHOB | Thna.

3aknovyeHune. PaHHUI [ebloT 3aboneBaHUs, a Takxe
KIIMHUYECKas KapTMHa B BMAE KOXHOMO CUMHApOMA, mopa-
EHUS NEerkmnx MoryT CBMAETENbCTBOBATb B NO/b3y AedeKTa
BPOXAEHHOIO 3BEHA UMMYHUTETA, 4YTO TPebyeT 6onee rny6o-
KOro nojxofa B BUAE KOHCYyNbTaLMi NpodubHbIX creLmanu-
CTOB — UMMYHOJIOr0oB, PEBMaTOJIOr0B, a TaKXe NpoBeeHNs
[OMOJTHUTESIbHBIX METOI0B UCCNELOBAHNS C Lieblo Bepudu-
Kauuu guarHo3da. CBoeBpemeHHas MoCTaHOBKa AMarHosa,
a TaKXe paHHee Ha4vano cneundUYecKon Tepanuu, oTan4va-
foLencs oT NPUHATON Tepanumn BaCKyIUTOB, MOTYT HE TONbKO
CTabunnanposBaTtb COCTOSHMUE, HO U OCTaHOBUTb WHBaNUAK-
3aUMio NaumeHTa U 3HaYUTENBHO YNYYLWWUTb KAa4eCTBO KUSHMU.

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

B 16 net

ApanumoBa H.C.

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

HrAQY BO «Poccunckuin HaumoHanbHbiM MccnegoBaTtenbcknn MeamumHcekmnn YHusepcuteT nm. H.W. NMuporosa», Mocksa,

Poccuitckaa denepauus

AKTyanbHoCTb. CTeHnu [py3nHep, amepuKaHCKU AOK-
TOp, CTan TeEM 4YENOBEKOM, KOTOPbIM CMOr O6bACHUTb CYTb
M naToreHea NpPUOHHbIX 3ab6oneBaHni, 3a 4TO Gbla YAOCTOEH
Ho6enescKon npemun B 1997 . Y10 Mbl 3HAEM O NMPUOHHbIX
3a60/1eBaHMUSAX Ha CErofHAWHUI AeHb? Y YyenoBeKa MpUoH-
Hble 3a60neBaHUs MOryT Hacne[oBaTbCsl, MOMYT BO3HUKATb
crnopaguyeckun, a Takke OblTb NMPUOOPETEHHbIMU M KOHTa-
rMo3HbiMU. HelpogereHepatuBHble 3ab0feBaHUS OaHHOM
rpynnbl, UMes 40N MHKYGaLMOHHBIM NEPUOA (rodbl), nocne
MaHudecTaLmMm CUMNTOMOB GbICTPO NMPOrPeCCUpyIoT, MPUBO-
[ K pa3BUTUIO ABUraTeNIbHbIX HAPYLWEHUI U AEMEHLINN.

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

MepBble anobbl NosBMAMUCL B fHBape 2019r1. — Ha
HapyweHue cHa. [MauMeHTKa »KanoBanacb Ha KOPOTKUA,
NMOBEPXHOCTHbIW COH, A0 4-5 4 6ecrnoKoWIM KolIMapbl.
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-
6punmtetr — o 37,5 °C.

C aBrycta 2019 r. oTMevaloTcsl HapylWeHWe MOXOAKM
M KOOpAMHALMKU, HaBA3YMBbIE [ABUXKEHUSA MO TUMY XOPEOo-
WAHBIX, MPUCTYNbl NapafoKcalbHOro HaBA34YMBOrO [blxa-
HUS C TOHMYECKMM HanpsixKeHWeM MYCKynaTypbl, CHUXKEHWE
MbILIEYHOro TOHyCa, HapyweHue Ta30BbiXx OYHKLUMI B Buae
[IHEBHOIO M HOYHOrO 3HYpe3a, coxpaHsaeTcs cybbebpununTer,
NoBbllEeHHasa NoTAMBOCTb. OTMeYanuchb 3puUTeNbHbIE rano-
LiMHaUMKn Ha poHe o6LLErO KOTHUTUBHOIO AeduLinTa, COH Tak
1 He 6bl1 HOpMann3oBaH.

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

KPOBW Ha aHTUTeNna ot 17.09.2919 — oTpuuaTenbHble, 3neK-
TpoaHuedanorpadus — 6e3 aNMnenTMPopPMHON aKTUBHOCTH.
O6cnenoBaHa Ha cUCTEMHble 3aboneBaHua 23.07.2019 —
6e3 ocobeHHocTeN. JIKBop — Hopma. poBeaeHHbl aHanun3a
KPOBM Ha Liepynonia3mMuH U aHanM3 CYTOYHOM Mean B Moye
0T 24.10.2019 — naTonorMum He BbiSIB/IEHO.

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

BBuay WCKNOYEHWS ayTOMMMYHHbIX, MeTabonuye-
CKMX W GONbLIMHCTBA BO3MOMHbIX MPUYMH 3aboneBaHuA
nauueHTKe Obl1 BbiCTaBAeH [AuarHosd: HacneactBeHHO-
fereHepatMBHoe 3aboneBaHWe LeHTpaSbHOM HEpPBHOMU
cucTembl HeanddepeHunpoBaHHoe. B pekabpe 2019
nauMeHTKy HampaBWAM Ha reHeTuyeckoe ob6cnefoBaHue.
Pe3ynbTraThl NOIHOrO 3K30MHOIO CEKBEHMPOBAHMSA: MATOreH-
Hbl BapuaHT reHa PRNP, npMBOASILLMIA K aMUHOKUCIOTHOWM
3ameHe p.Aspl78Asn. [laHHbIM BapuaHT Obla acCOLMUMPOBaH
y MHOXecCTBa nauneHToB ¢ pamunbHon daTtanibHON 6€CCOoH-
HULEW, KOTOpas xapaKTepu3yeTcs HapylleHWeM CHa, npo-
rPeccUpyoLMM CO BPEMEHEM, ranioLMHALNSAMU, AETUPUEM
W ON3aBTOHOMMEN, NpPEeAWeCcTBYIOLLEN MOTOPHLIM M KOTHU-
TUBHbIM HapYLIEHUSAM.

B nutepatype onucaHo meHee 50 cemein ¢ Bepnuduumpo-
BaHHbIM AMarHo3oM dartanbHOn daMnibHOM 6€CCOHHULbI.

Cnydal JaHHOW MaLMEeHTKM YHUKANEH TaKKe No ToW npu-
YMHE, YTO 0O6bIYHbIM BO3PACT MaHMdecTaLUn KIMHUYECKMX
cumntomoB — 48-51 rof, y Halew e naumMeHTKM nepeble
NpU3HaKK 3abosieBaHna NosiBUAKCE B 16 net. AbdeKTnBHOE
Ne4yeHne Ha JaHHOM 3Tane OTCyTCTBYET. Beaytcs nccnenoBa-
HUS, HanpaB/eHHble Ha PAaCCMOTPEHWE KIIMHUYECKUX OCO-
6eHHOCTEN MPUOHHBLIX 3a60NeBaHUM, MONEKYNSAPHO-TEHETH-
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Short Report

KpaTkue cooGuieHusn

YECKUX acMeKToB MX natoreHesa, MPUHLMIMNOB COBPEMEHHOM
AMarHOCTUKM.

3aKknwo4yeHue. [JaHHbIM  cayd4am  OAEMOHCTpPUPY-
eT Ba)XXHOCTb CBOEBPEMEHHOW [AWArHOCTUKM B BUAe

reHeTu4ecKoro o6cneaoBaHMs MNaLMEHTOB C Hewnpoje-
reHepaTtuBHbIMK 3a60neBaHUSIMU, B OCOBGEHHOCTM Mauu-
€HTOB C OTSrOWEHHbIM aHamMHe30M MO AaHHOW rpynne
3a60/1eBaHUN.

KnuHnyeckuu cnyyam poKkanabHOM INUIENCUM Yy NaLUeHTa
C NOpPOKaMu pa3BUTUSA FOJIOBHOIo Mo3ra

ApanumoBa H.C.

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

®rAQY BO «Poccunckuin HaumoHanbHbiM MccnegoBaTenbckui MeanumHcKkuii YHuBepcuteT nm. H.W. Muporosa», MockBsa,

Poccuitckas denepaumsa

AKTyanbHOCTb. OJHOM U3 YaCTbIX MPUYUH TKeNbIX Gopm
anunencuv y aetev ABNSIOTCA NOPOKU Pa3BUTUS FOIOBHOIO
Mo3ra. B cBfi3u ¢ pacluMpeHMeM BO3MOXHOCTEN TaKoW pas-
BUBaloLLeNcs 061acTu, Kak XMPYpPrus anuaencuu, naumeHTbl
C MOPOKaMu pa3BUTUS HYXJalOTCH B CBOEBPEMEHHOM 06Cne-
foBaHuu. [TOPOKK pa3BUTUS, B HaCTHOCTU HOKabHbIE KOPTU-
KasbHble AMCnnasunu, MoryT 6biTb AMArHOCTUPOBaHbI TOMbKO
npu HeWpoBM3yaNnn3aLMOHHOM 06CNefoBaHUU, a MMEHHO
MPT, a BepudMUMpPOBaHbI TONbKO MPW TMCTONOrMYECKOM
ncenefoBaHum.

KnuHnyeckun cnyvan. lNauumeHT X., pebeHOK OoT 2-X
pofoB, 2-i 6epeMeHHOCTH, NMPOTEKaBLUEW C Yrpo30oW 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 ruapoledanus, MUKPOTPOM-
6bl B nepeaHux porax. OTMevyanucb GebpunbHblie CyaopOoru.
[MpuBWT cornacHo KaneHgapto. lNepeHeceHHble 3aboneBa-
HUS — aHrnHa, OPBU, BeTpsaHas ocna.

MepBbln anunenTU4ecKMin npuctyn cnyduncs 28.08.2019,
YTPOM, BO BpeMSsl 3aHATUI, OMUCAHHbIA KaK «3aMupaHue,
3aTeM NOBOPOT rofIoBbl BNPaBO U Mepexoj B reHepanuso-

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

AnekTpoaHuedanorpadpusa ot 11.09.2019 — 0OCHOBHOM
pUTM HE COOTBETCTBYET BO3pacTHOM HopMe. Ha ¢oHe Bbipa-
HEHHbIX ANPDY3HbIX UBMEHEHUI PETUCTPUPYETCH MELJIEHHO-
BOJIHOBas aKTMBHOCTb TeTa-AMana3oHa, KOMMIEKC ocTpasi—
MeaneHHas BosiHa BO GPOHTOLLEHTPabHbIX OTAENaAX.

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

3aknyeHue. Taknm o6pas3oM, paHHAS HenpoBM3ya-
IU3auUna U KIMHUYecKaa AMarHoCTUKa MOPOKOB Pas3BUTUA
rO/IOBHOMO MO3ra, COMPOBOXAAKWMXCH 3MUNENTUYECKU-
MU MpucTynamu, y Aeten crnocob6CTBYIOT CBOEBPEMEHHOMY
Ha3HAYEeHUIO paLMOHANbHOW aHTUANUAENTUYECKOW Tepa-
MUK U HEMPOXUPYPIrMYECKOrO NleYeHUs. ITO CHUXKaeT A0
dopMupoBaHus GpapMaKope3UCTEHTHOW INUIENCUN, a 3Ha-
YWUT, CMOCOGCTBYET Y/YYIIEHUIO KayecTBa XWU3HW TaKuKX
nauueHToB.

KnuHuyeckui cnydyam paHHen AMarHOCTUKM CUMHApPOMA

NMpaaepa — Buanu

Anues A.M.
Hay4Hbi pyKoBogutenb: CupgopoBa 0.A.

®rAQY BO «Poccuitckuit HaunoHanbHbIi MccnenoBatenbckuii MeanumHekuii YauepeuteT um. H.U. Muporosa», Mockea,

Poccuitickaa degepauns

AKTyanbHocTb. CuHapom [Mpagepa — Bunam (CMNB) —
3TO reHeTnyeckoe 3abofieBaHWe W3 TPynnbl HaACNeACTBEH-
HbIX GOPM OXMPEHUA. XPOMOCOMHbIE aHOManuu Mnpu CUH-
apome [lMpagepa — Bwunnu BKAOYalOT geneuuio ydyacTka
15-11 XpOMOCOMBI (Yalle Bcero) unun gucomuio (15q11-q12).
YacTtoTa BCTpeyaeMocTu aaHHoro cuHapoma 1 Ha 10000-
30000 »MBbIX HOBOPOMXKAEHHbIX.

3aboneBaHve xapaKTepusyeTcs BbIPAXKEHHbIM KIUHUYe-
CKMM NOIMMOPGU3MOM U MOMUMO OXMPEHUS BKIOYAET B ceb5
deHoTUNM4yecKkne 0CO6EHHOCTH, 3aEPIKKY POCTa, MCUXOMOTOP-
HOrO U YMCTBEHHOIO Pa3BUTUS, HapyLUEHWE AblXxaHWs BO CHE.
[pyruMn 3HAOKPUHHBIMU HapyLLEHUAMU, XapaKTEPHbIMU NS
CrB, sBng0TCH rMNOTUPEO3, TMNOroHaAUM3M, HaArnoYeYHUKO-
Bas HeAOCTaTOYHOCTb. CYMTAETCH, YTO B OCHOBE KIMHUYECKMX
nposienenHui CrNB nexxut runotanaMmmyeckas auchyHKUmS.

0Oco60e BHMMaHWe Npu AJaHHOM CMHAPOME 3aciy*KMBaeT
runepdarus, xapakTepuayloLaacsa TAXeNbIM 1 Nporpeccupy-
lowmm TedyeHmeM. Mpu ClMNB BO3HMKAIOT yCTOMYMBbLIE ob6Cec-
CWMK, CBSI3aHHblE C MOWCKOM, HaKOMJEHUWEM W XpPaHEHUEM

nuim. bea cTtpororo orpaHuMyeHus MULLKM OXUPEHME npwu
3TOM CUHAPOME CTAHOBMUTCH MOPOMAHbLIM C MOCAEAYIOLMUM
pPa3BUTUEM THIKESNbIX OCIIOXKHEHUN.

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

[eBoyka pogunack Ha 40-i Hel, macca Tena — 3010 T,
ANMHa — 51 cMm, NpU POXAEHUM — BbIPaXeHHas MbllleyHas
FMNOTOHUS, acnMpauns MEKOHWanbHbIMM BOAaMM C pas-
BUTMEM [bIXaTe/lbHOW HEeAOCTaTOYHOCTU. YuuTbiBas crnaboe
leBeneHne nnoga BO BpeMsi 6E€PEMEHHOCTH, MbILIEYHYIO
rMNOTOHMIO, CNaboCTb COCaHUS, CTUrMbl AMCIMOpUOreHesa
(honuxouedanus, MUHLaANEBUAHbIN pas3pes3 rnas, OnyLleH-
Hble Yrbl), TMAOMNIa3nio MasbliX MNONOBbIX ry6, Gbin 3anoao-
3peH ClB, 4To 6bI10 NMOATBEPKAEHO MOJSIEKYNSAPHO-TeHEeTH-
YECKUM MEeTOoAOM (OTCYTCTBME HEMETUMPOBAHHOIO annens
npoMOoTopHON obnacth reHa SNRPN).

B 1 roga 2 Mec npu oCMOTpe OTMevanacb 3adepKKa
NMCUXOMOTOPHOI0 Pa3BUTUS (HE CUAMT, HE MONI3AET, HE TYuT),



coxpaHsinacb MbllleyHas runotoHus. B xoge ob6bcneposa-
HUS BblM BbIABNEHbI HU3KKE YypoBHU UDPP-1 (29,5 Hr/mn),
6bi1 3anogo3peH CTr-geduumt. Mo AaHHbIM MTEpPaTyphl,
ceKkpeuunss ropMoHa pocta y geten ¢ ClMB 3HaYMMO CHUMKEHa
W 3KBMBANEHTHa AMarHo3dy «COMaToTpPOMHas HeaocTaTou-
HOCTb». C aHabONMYeCKOW M POCTOCTUMYNIMPYIOLLEN LIENbio
6blI0 PEKOMEH[I0BAHO Jle4EHNE PEKOMOMHAHTHLIM TOPMO-
HOM pocTa.

JledyeHve conpoBOXAaNOCh YCKOPEHWEM TEMMOB POCTa,
CHUXXEHWEM YMPOBOW MaccChl M YBEMYEHMEM MbILLIEYHON
Maccbl 6e3 NO60YHbIX IPDEKTOB.

B 2 roga 10 mec npu o6cneaoBaHMM 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
6blla Ha3Ha4YeHa 3aMecTUTeNbHas ropMoHasbHasa Tepanus
NEBOTUPOKCUHOM.

B 3 roga 6 mec (B HacTosiuiee Bpems): pocT — 103 cm
(SDS 1,37), macca Tena — 19 kr, SDS UMT — 1,42. Ha
doHe nonyyaeMon Tepanuu OTMevaeTcs yaydleHue Mncu-
XOMOTOPHOro pa3sBuTus. OTMevaloTCcs MpU3HaKKW runep-

darun, B CBA3KM C YeM pOAUTENAMM MpPoBOAMTCHA paboTa
C MCUXONOroMm.

3aknioyeHue. ClB ABnseTcs camon 4actow reHeTuye-
CKOWM MPUYMHOM OXKMPEHUA U NpefcTaBnseT cobon cepbes-
HYIO MEOWUMHCKYI0 U couuanbHylo npobnemy, TpebyoLwyo
0Cc0o60ro nofgxofa W cneumanbHbIX 3HaHWW. [aHHbIM KAK-
HUYECKWUW CnyYyanh OEMOHCTPUPYET BaXKHOCTb paHHen aua-
FHOCTUKM C LENbio yNnyyleHUS KayecTBa XU3HU MauueHTa.
PaHHAs gnarHocTuKa (4o 24 mec) 1 CBOEBPEMEHHOE Havasno
Tepanuu HeobxoAMMbl N5 NPefoTBPaLLEHNUA PAa3BUTUS OXKU-
peHusa (camas Yactas NpUYuHa MHBaNMAU3aLMKU NaLMEHTOB
¢ CIB). YuntbiBas OTCYTCTBME NMATOr€HETUYECKOro NevyeHus
N «BHbIX» GMOMAPKEPOB, CBUAETENLCTBYIOWMX O TAKECTU
ClNB, nporHo3 3aboneBaHns 3aBUCUT HE TONbKO OT CBOEB-
peEMEHHOW AMarHOCTUKWM W paHHEero Hadvana neyeHus, Ho
TaKKe OT COBMOAEHUS PEKOMEHAUMN, TaKUX KaK KOHTPO/b
nuweBoro noseaeHus. Npu JaHHOM CMHAPOME Heo6XoanMo
AWHaMU4ecKoe HabnoaeHne 3a COCTOSHUEM YrNeBOAHOrO,
YMPOBOro 06MeHa, a TaKXe NpPoBeAeHMe NoMCOMHOorpadum
NS OWarHOCTUKKU U NIeYEHUS PaCCTPOMUCTB [AblXaHUSA BO CHe,
0COGEHHO NPHU YKe Pa3BUBLLEMCS OXKMPEHUMN.

BTOpUYHbLIA LMPPO3 NeYeHU Ha PoHe GUNMapPHOU 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

®rAQY BO «Pocecunckuin HaumoHanbHbiM MccnegoBaTtenbcknn MeamumHcekmnn YHusepcuteT num. H.W. Muporosa», MockBsa,

Poccuitickas depnepauus

AKTyanbHocTb. bunvapHas atpesvns — peakoe 3a60-
NleBaHWe HEeU3BECTHOro MPOUCXOXKAEHMS, KOTOPOEe Xapak-
Tepuayetcs obnauTepaumen xenyesbiBoaswmx nyten. OHO
NPosIBNAETCH B NepuHaTasbHOM Mepuoje U rnopaxaeT Kak
BHEMNeYeHOoYHble, TaK U BHYTPUMNEYEHOYHbIE XeN4yHble Npo-
TOKW, MPUBOANUT K BTOPUYHOMY BUANAPHOMY LIMPPO3Y, neye-
HOYHOM HELOCTaTOYHOCTU U B KOHEYHOM UTOre, Npu OTCyT-
CTBUM NIEYEHUSA, K CMEPTU B TEHEHUE NEPBbLIX 2 NIET XKU3HW.

KnuHu4yeckui cnyyan. leBoyka, 3 mec 23 gHA. Pe6eHOK
OT 3-i1 6epeMeHHOCTH, NMpoxoanBlUeh Ha GOHe pe3yc-KOH-
dnunKTa, 3-X CPOYHbIX POAOB, Macca Tena npu pPoXAEHUNn —
3350 r, annHa — 51 cm. APGAR — 8/9 6annos.

B 1,5 mec poautenu obpaTuiv BHUMaAHWE Ha XKenTyll-
HOCTb CKJIEP U KOXHbIX MOKPOBOB Yy AEBOYKU C TEHAEHLMEN
K HapacTaHuio, B CBA3M C YeM pebeHOK npoluen obcneaoBa-
Hue u nevyenme B ®IbYH «PUL, nuTaHns n GUOTEXHONOT UMY,
Bbln BbIIBIEH CMHAPOM LMTONM3a, Xonecrta3a W rUMnepxo-
nectepuHemmnun. MckoveHbl BUPYCHble renatutbl A, B, C;
60n1e3HN OOMEHa; CUHAPOManbHas reHeTMyeckas naTtono-
rvs. BeinucaHa ¢ MUHUManbHOM NOJSIOXKUTENbHOM AUHAMUKOM
C AnarHo3om: KpuntoreHHbln renatuT yMepeHHON aKTUBHO-
CTU c xonecTtasoM. lNuwesas anneprus, racCTpOMHTECTUHASb-
Has M KoXXHas popMbl. [ledUumnT macchol Tefia N1erkon ctenexHun
TAXECTU. MNOrMUKEMUA HEACHOIO reHesa.

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

KNMHMYecKyto 6onbHuuy (MAIKB) B otaeneHne peaHnmaLmnm
N MHTEHCUBHOW Tepanuu. B 1-e cyT Ha ¢oHe HapacTaHus
CUHApOMa nonuopraHHown HegoctatoyHocTn (CMOH) nepe-
BefleHa Ha WBJ1, Taxenas runepnaxkrateMus C¢ MOMEHTa
NOCTYNNEHNS, TMNONPOTEMHEMMUSA, TUMOKOArynauums, obLun
6UnnpyeuH — 255,7 MKMonb /1.

YyutbiBas NposiBNEHUA acuuta M abaoMUHAaNbHOro
KOMMapTMEHT-CMHAPOMa, BbINOSIHEH fanapoLeHTes, Hadva-
Ta aHTUbMoTMKOoTepanus uLedbonepa3oHoM/cynbbaKTa-
MOM. Ha 2-e cyT BbIMONHEHa nanapoCcKonuyecKkas peBusuns
6ploLWHON nonoctu, 6uoncus neveHn. K tepanuu gobasneH
MeporneHeM. B nocneonepauMOHHOM nepuofe pa3BUIUCH
CUHAPOM [OUCCEMUHUPOBAHHOIO BHYTPUCOCYAUCTOrO CBEp-
TbIBaHUS, XeNyA0YHO-KULLEYHOE U NEro4HOE KPOBOTEYEHMHS.
B panbHeiwem oTMedvanocb HapacTtaHue CIOH, aHypus,
fenpeccus cepaeyHom aestensHocTW. bbina npoBeaeHa cep-
fe4vHo-nerovyHaa peaHumauus (CJ1P) ¢ ycnelwHbiM UCXOA0M.
MpoBoauMnacb MNOCUHAPOMHAs Tepanus, 3amecTuTeNbHas
naasmoTepanus, BbicokoyacToTHas WMBJ1. Ha ¢doHe npo-
rpeccupoBaHusa CIMNOH 26.11.2019 ocTaHOBKa cepaeyHown
pestenbHoctM. 30 muH CJIP 6e3 addekTa. 26.11.2019
B 06:29 KoHcTaTMpoBaHa 6Guonorvyeckass cMepTb pebeH-
Ka. [MocMepTHbIn AMarHo3: ATpe3uss XenyHblX MPOTOKOB.
Linppo3 neuveHwn, feKoMNeHCMPOBaHHbIA. PYHKLMOHANbHbIN
Kknacc C no Yanng — MMblo.

3aknoyeHue. [JaHHbIA KIWMHUYECKUI ClydYar HarnsgHo
NOKa3bIBaET, YTO NPU BEAEHWM AETEW C 3aTAHYBLUIENCS XKeNTy-
XOW HeNb39 3aHUMaTb BbiXUAATENbHYIO No3uumio. MpuyinHa
ENTyXM JO/KHa 6bITb HaWAEHa KaK MOXHO GbICTpee U CKop-
puruposaHa. Y onucaHHoro pebeHka uMMena MecTo artpe-
3US KENYHbIX MPOTOKOB, KOTOpasi O4YeHb GbICTPO MpuBena
K LLMpPPO3y NeYeHn 1 AEKOMMNEHCALIMM COCTOHUSA NaLMEHTKM,
B TO BpeMS KaK CBOEBPEMEHHO BbIMOMIHEHHAsA NOPTO3HTEPO-
CTOMUS MOTN1a 6bl CHU3UTb BEPOATHOCTD JIETANIbHOMO UCX0Aa.
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Short Report

KpaTkue cooGuieHusn

HacneacrBeHHbIn pednumut paktopa cBepTbiBaHUA —

runopuopuHOreHemMus

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

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

Poccuitickas denepaumsa

AKTyanbHOCTb. [MnodubpuHoreHemmnss — Hacnem-
CTBEHHas Koarynonatus ¢ ayToOCOMHO-PELLECCUBHbBIM TUMOM
HacnefoBaHWs, XapaKTepuaylowascs HU3KUM COfepXKaHu-
eM dubpuHoreHa B Kposu. B ocHOBe naTtonornn — myrta-
LMS reHa, KOAUPYIOLLEro CMHTEe3 MNenTUAHOM YacTu MOJeKy-
nbl. [MnodnbpuHoreHeMnn 1M aPpubpuHoreHeMmun (NosiHoe
oTcytcTBME GUOPUHOreHa) 6biBAOT BPOXKAEHHBIMU U MpPU-
o6peTeHHbIMU. HacneacTBeHHble GOpPMbl BO3HUKAIOT O4YEHb
pefKo, U UX 0COBEHHOCTbIO ABNIAETCH CYOKIMHUYECKOE TeYe-
HWe 3aboneBaHus. Y 60Jibller 4acTu naLueHTOB UMEETCH
reMopparMyeckMm KOMMOHEHT (IKXMMO3bl, NETEXWUU, CMOH-
TaHHble KPOBOTEYEHUS, 06pa30BaHMa remaTom Npu Manen-
lwen TpaBMe). Y HEKOTOPbIX MaLMEHTOB 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 niaHoBoro
o6cnefoBaHMa B CBA3M C M3MEHEHWUSMU B Koarynorpamme

nepen onepaTMBHbIM JIeYEHMEM MO MOBOAY aAe€HOMAHbIX
Beretauum.

M3 aHaMHe3a: paHee He 6blf0 HUKaKKX onepauun, TpaBM
M KpoBoTeyeHu. Mpu cbope aHamHe3a OBHapyXeHOo, YTo
y 6abyllKkM nauueHTa rMnodubpuHOreHeMusl, Kotopas He
COMNPOBOX/aNacb KPOBOTEYEHUAMM B TEYEHWEe XKM3HW. [lpu
NoCTynaeHmun: obliee COCTOSIHWE CPefHEN TAXECTH, CO3HaHWe
scHoe. Status localis: ysennyernue muHganut Il ctenenn. Co cto-
POHbI OCTa/lbHbIX OPraHOB U CUCTEM MaTONOrMI HE BbISIB/IEHO.

B Koarynorpamme 6blna o6HapyxeHa runodubpuHore-
Hemusa: dubpuHoreH no Knaycy — 0,3 r/n. MauuneHT 6bin
BbinncaH gomon 11.02.2020 ¢ peKoMeHAauusiMu Habnio-
[JeHus neguMaTpa U remartonora U reMocTaTM4yecKon Tepanum
KpuonpeuunutaTtom nepes onepaTtMBHbIM BMeLLaTEIbCTBOM
1 NPU KPOBOTEYEHUM.

3akno4yeHue. MnodmbprvHoreHeMmsa He UMeeT 4YeTKOo
0YEPYEHHON KIMHUYECKOM KapTUHbI, MOTOMY 4YTO CMOHTaH-
Hble KPOBOTEYEHMS BO3HUKAIOT HEYACTO, MO3TOMY UCCneaoBa-
HWe KoarynorpaMmebl nepej onepaumnen oKkasanocb BarKHbIM.
PaHHA9 IMarHoCTMKa AaHHOW NaToNorMmn Heobxoanma ans npe-
[NOTBpPALLEHNA OCNOXHEHUS ONepaTMBHOrO BMellaTe/lbcTBa.

dynbMUHAHTHasA nypnypay pe6eHKa ¢ MEHUHIOKOKKOBOM

cenTuuemMmuen

lTop6eHKo T.M.
HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AOLEeHT

®rAQY BO «Poccuitckuit HaunoHanbHbIi MccnenoBatenbckuii MegnumHekuin YauepeuteT um. H.U. Muporosa», MockBea,

Poccuitickaa degepauns

AKTyanbHOCTb. MEHUWHIOKOKKOBasA cenTuLeMus —
reHepannsoBaHHas dopmMa MEHUHTOKOKKOBOW WHOEKLMHK,
nposiBnsoWwancgd 6akrepueMmen ¢ MacCUBHOW TUBENbIO
MEHUHIOKOKKOB (Neisseria meningitidis).

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

M3 aHamHe3a: okono 20:30 11.01.2020 pebeHOoK BHe-
3anHoO cTan pe3Ko GEeCrnOKOMHbIM, nepuoabl 6ecnoKowm-
cTBa noBTopsnucb Ao 3 pas. Jluxopagun Beyepom 11.01
1o 37,8 °C. bpuragomn ckopol MeauLMHCKOM NOMOLLM AOCTaB-
neH B npuemHoe otaenenne MAIMKB. Mpu noctynnexHun
COCTOSIHWE CpefHEN TAXKEeCTU, 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 NpaBon GOKO-
BOW MOBEPXHOCTU XMBOTa €ANHUYHbIE aTOMUYHbIE 3NIEMEH-
Tbl, BblBNIEHHbIE MPWU OCMOTPE B MPUEMHOM OTAENIEHUMN.
Hanu4ue gpyrov ceinn Beyepom 11.01.2020 matb oTpULL@ET.
OT MEHWHTOKOKKOBOW MHOEKLMUN HE NMPUBHT.

Cnycta 8 4 noBblleHWe TemnepaTypbl Tena go 39,5 °C,
KOXHbI reMopparuyeckum CUMHAPOM B BMAE MHOMXECTBEH-
HbIX KPYMHbIX reMopparM4yeckux BbICbINaHWW AUMaMeTpoM
[0 4—5 cM Ha TynoBwuLle, KOHEYHOCTSX, ronoBe. PBOTa cbe-
OEHHOM nuwen, 3 pasa. BbiaBNeHbl MEHWHreasnbHble CUM-
NTOMbI: PUTMAHOCTb 3aTbIIOYHbIX MbILL, HUXHWUA CUMMTOM

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

B remorpamme ot 12.01.2020 — Tpomb6ouuTOne-
Husa (101x109/n), aHemus 1-i cTeneHu, HenTpodunes co
CABWUIOM NlenKouuTapHon GopMynbl BAEBO (IEMKOLMUTbI —
10,6x10%n (n/a — 7%, ¢/9 — 62%, Nd — 22%, MH —
9%)). B eanHMYHBIX HerTpodunax o6HapyKeHbl 6060BUAHbIE
CTPYKTYpPbl, MOXOXME HA MEHUHIOKOKKU. B Guoxmmumyeckom
aHanuse KpoBu oT 12.01.2020 — BbIpaXeHHble Bocnanu-
Te/bHble U3BMEHEHUS: NPOKanbUUTOHMH — 60nee 10 Hr/mA,
C-peaKtuBHbIN 6enok — 0,1 r/n.

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

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

Hua go 35x109/51, B 60nblUeit CTENEHU 3a CHYET CUHAPO-
Ma notpebneHns, B GUOXMMUYECKOM aHaln3 KpoBWU OT
14.01.2020 — npu3HaKKM MNOopakeHus nevyeHu (runonpo-
TEMHEMUS, TUNoanbObyMUHEMUS, MOBbILEHNE MOYEBMU-
Hbl, MHOFOKpaTHOe MOBbIEHNE TpaHcamuHa3s, 6onblue



acnaptataMuMHoTpaHchepas M nakTaTaerMaporeHas, BbICO-
Kui C-peaKTUBHbIV 6EN0K).

Ha MomeHT ocmoTtpa 15.01.2020 auMHamuKa cocTos-
HUS oTpuLaTesnbHasd, KpanHAS TAXECTb COCTOAHWA 0O6y-
CNoBfiEHa SBNEHUSMW MONMOPraHHOM HEeLOCTAaTOYHOCTH.
MNepudepnyeckme otekn Anddy3Hble, BNIOTb O aHacapKu.
MHOeCTBEHHblE FreMopparnyecKkne BbICbINaHWsA C HEKPOTK-
YECKMMM 3NEeMEHTAMM Ha TYNOBMULLE, KOHEYHOCTSX U rofoBe,
He HapacTatoT. SpO, — 90%, Taxukapams — 157 ya/MuH
Ha ¢oHe runeptepMumn. AYCKYNbTAaTUBHO [bIXaHWE XECTKOE,
NPOBOAMTCS BO BCE OTAENbI, XPUTbl BlAXKHbIE MENKOMY3blpya-
Tble. [emoanHaMuKa HecTabunbHas, TEHAEHUMS K apTepuarb-
HoM 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 UBMEHEHWI 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-
HuUA. [leyeHb — +5 cM OT Kpasa pebepHoun ayru. MNposeaeHa
B6POHXOCKOMNKUA, NO pe3y/ibTataM KOTOPOW BbiiBNieH dbUbpu-
HO3HO-THOMHbIA ABYXCTOPOHHWUW 3HAOOGPOHXUT 2-M CTEMEHM.
Mpu KomnbloTEPHON TOMOrpadun opraHoOB rPyAHON NOMAOCTH
BbISIB/IEHbI aTeIeKTa3 BEPXHEN JONM NPaBOro Nerkoro, HUx-
HeW [o/IM NIEBOrO JIErKOro, NoJIMCErMeHTapHble UHbULTPa-
TUBHbIE UBMEHEHNS B 060MX NETKMX.

Mpr ocmMoTpe HEBPOIOroM BbiSIBIEHA YMEPEHHO BbIpaXKeH-
Has PUrMAHOCTb 3aTbINOYHbIX MbILLILL, MbILLEYHbIA TOHYC FMMNOTO-
HUYHBIW, CYXOXKUNbHbIE pedneKCbl OXMBIEHbI. Henb3s UCKto-
YWUTb TEYEHME NONMHENPONATUN KPUTUHECKMX COCTOSHUN.

Ha MPT ronoBHoro mosra ¢ KOHTpacTMpOBaHWEM OT
23.01.2020 KapTMHa Y4acCTKOB LIMTOTOKCMYECKOrO OTeKa
B 6€/10M BeLLEeCcTBe 1eBOM NOGHON U TEMEHHOKN 0N Cy6KOop-
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 oanHamuKe BbIiBNEHO 06paTHOE pa3BUTUE HEKPO30B KOXMK,
otcyTcTBUue 0TeKoB. SpO, — 100%, AbIxaHKe }KeCTKOoe, XpUTbl
NpPoOBOAHbIE, 60JbLUE CNpaBa. YMepeHHoe ANCMHO3S (AblxaHue
6onblle MneyYeBbIM MOSICOM), MPU CaHaLUKU TPaxeobpOHXU-
anbHOro AepeBa — 3Ha4YuTeNbHOE KONn4ecTBo 6enecoBaTon
MOKpOTbI. COCTOsIHWE CTabUAbHO TAXENOoe.

Ha npoTtsxxeHuun Bcero nepuoaa npeboiBaHUs B oTaese-
HUW peaHnMaLun U UHTEHCUBHOM Tepanuu NnaumeHT nosy4yan
aHTMb6aKTepuanbHylo 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.

HayuHbii 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); nonumMuKcnH B 2 mr/Kr B/B KanenbHO
(c27.01 no 26.02.2020); aHTUKOArynsiHTbl: FrenapuH HaTpus
12 EA/Kr/4 B/B KanenbHo (¢ 24.01 no 13.02.2020); KOH-
ueHTpaT npoterHa C 50 E[l/Kr B/B CTPYWHO MeASIEHHO
(14.01.2020); TpaHchy3na cBeKe3aMOPOKEHHOW Mna3mbl
15 ma/kr (12.01, 14.01.2020); napauetamon cycneH-
3ng 10 Mr/Kr nepopasibHO Mpu nuxopanke; npeaHu30soH
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 MeMKaMeHTO3HOM cepaLuuu
Ha ¢doHe deHTaHMna 5 Mr/Kr/4 U pPoKypoHus Gpomuaa
0,6 mMr/Kr/u.

[narHo3 ocHoBHOW: [eHepann3oBaHHash MEHWHIOo-
KOKKoBasi MHdeKumsa. MHOEeKUMOHHO-TOKCUYECKUI LIOK.
OcnoXkHeHne 0CHOBHOrO: [1BYyCTOPOHHAS NonucerMeHTapHas
NHEBMOHMSA. ATenleKta3 BepxHen [OoSM MnpaBoro Jierkoro.
CUHOPOM MOMMOPraHHOM HeJoCTaToYHOCTM: [lbixaTenbHas
HeAoCTaTO4YHOCTb 3-M  CTeneHu, cepaevHo-cocyaucTas
HefoCTaTO4YHOCTb. DynbMMHAHTHAA nypnypa. AcuwuT.
MonunHernponaTns KPUTUHECKUX COCTOSTHUN.

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

Ha paHHbIM MOMEHT MpW MEHWHIUTax MEHUrOKOKKOBOWM
aTMonoruun y aeten netanbHoctb 10-15%, a Npu MEHUHro-
KOKLLEMUWK OHa Bo3pacTaeT 4o 60%. BeposTHOCTb HeobpaTu-
MbIX NOCNEACTBUI Y AETEN, NEPEHECLINX MEHUHTOKOKKOBbIN
MeHUHIUT, — 10-20%, KoTopble BK/IOYatOT B ce6s HapyLle-
HUS cnyxa, 3peHUs, yMCTBEHHOIO Pa3BUTUS, Maccy HEBPOJIO-
TMYECKUX PacCTPOMCTB. TaKKe BenKa BepOosiTHOCTb Heo6-
XOAMMOCTK amnyTaLuu BCNeACTBUE HEOBPATUMOrO HEKPO3a
KOHeYHOCTeN, pasBuBalollerocs Ha ¢boHe pacnpocTpaHeH-
HbIX FEMOPPArnYeCcKMX U HEKPOTUHECKNX BbICbINMaHWM.

B HacTosillee Bpemsl BaKUMHaLMA OT MEHMHTOKOKKO-
BOM MHOEKUMM He BK/IOYEHa B 06§3aTesbHbl NepeyvyeHb
HauunoHanbHoro KaneHaaps NpMBMBOK, OAHAKO PUCKU THXKe-
NIOr0 TeYeHUs y AeTer, B 0COGEHHOCTU paHHero Bo3pacTa,
KpalHe BbICOKM, U CyLLECTBYET HEOGXOAMMOCTb NMPOCBELLe-
HUS poauTenen B faHHOW cdhepe, CTUMYNALMU BaKLMHaLUK
neten.

'BY3 «Mopo30oBcKas AeTCcKas ropofcKas KiMHuyeckas 6osbHuLa [lenaptameHTa 3apaBooxpaHeHuns ropoaa MocKBbi»,

MockBa, Poccuickaa ®egepauums

®rAQY BO «Poccunckuin HaumoHanbHbiM MccnegoBaTtenbckunn MeamumHceknn YHuBepcuteT um. H.W. NMuporosa», Mockga,

Poccuickas ®enepaums

AKTyanbHocTb. CuHApoM }aKeHa, UM BPOXKAEHHOE
HapylieHue rmukosunupoBaxus la Tuna (CDG-la), — Hacneg-
CTBEHHOE 3aboneBaHue, 06ycnoBneHHoe AedeKTOM BUOCHH-
Te3a MMUKonpoTenmHoB. B pesynbrate Mmytauuu reHa PMM2
Hapywaetcsa npouecc N-rMUKO3WANPOBaHKS, YTO NPUBOANUT
K HeAoCTaTO4YHOCTU UK AUCOYHKUMKU BGONbLIOTO Yucna ru-
KOMPOTEUHOB, TAKNX KaK TUPOKCUHCBSA3bIBAIOLMI FMOBYINH,
rantorno6uH, GakTopbl CBEPTbIBAHUSA, aHTUTPOMOWH, XONK-

HacTepasa, IM30COMHble pepPMEHTbI U MEMOPaHHbIE MUKO-
npoTeunHbl. Hacnegyetca no ayToCOMHO-PELLECCUBHOMY TUNY,
TOYHas 4YacToTa Heum3BecCTHa. Bce 3aboneBaHus U3 3TOM
rpynnbl — MyAbTUCUCTEMHbIE C BOBfIeYEHWEM B NaTOOrM-
YEeCKWUM NpoLecc neyeHu, MoyeK, KOCTHOM, IHAOKPUHHOM
M KPOBETBOPHOW CUCTEM, INa3 M nepukapha. Y MHOrmx
nauMeHTOB B KIMHWYECKOW KapTuHe AOMUHMpYeT nopa-
YKEHWe HepBHOW cucTeMbl. Cpean HEBPOSIOrMYECKUX Hapy-
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Short Report

KpaTkue cooGuieHusn

WEeHNN Beaywumu cumnTomMamMu MoryT ObiTb 3afeprKKa
NCUXOMOTOPHOIO0 Pa3BUTWSA, MbllleyHas cnabocTb M rumno-
TOHUS, CYXOXU/bHasa apedneKcus, Kocornasue, nNUrMeHT-
Has AereHepaLms ceT4aTku, CyAoporu U UHCYILTONOAOGHbIE
3NM304bl. Y HEKOTOPbIX 60JIbHbIX HabMOAAETCS BPOXAEH-
HbI TUMEPUHCYIMHU3M C TUMEPUHCYTMHEMUYECKUMU TUMO-
rMUKEMUAMW B TPyAHOM Bo3pacTe. 3aboneBaHue TaKKe
COMNPOBOXAAETCA PA3IMYHbIMU AUCMOPOUYECKUMMN OCOBEH-
HOCTSIMW, TaKMMU KaK 4YeltoCTHO-TULEBON AUCMOPDU3M,
BTAIHYTbl€ COCKM U NOAKOXHO-XUPOBbIE NOAYLIEYKU Ha Aro-
avuax. B KayectBe 6GMOXMMMYECKOrO MapKepa rpynmnbl
cuHapomoB CDG ucnonb3yloT NMULIEHHbIN YrNeBOAOB aHO-
MasnbHbIM TpaHcHeppuH, a ANa AanbHENWEro YTOYHEHUS
AMarHo3a MCMnosib3yloT MOSIEKYNSPHO-TEHETUYECKUI METOS.
MeTtonoB 3dpdeKTMBHON Tepanuu cuUHApoma MXaKeHa He
pa3paboTaHo.

KnuHuyeckun cnyvyam. B MOpPO30OBCKOM AeTCKOWM
rOpOACKOM KnnMHmnyeckon 6onbHuue (MAIKE) Habnogaetcs
aeBoyka M., 1 rog 1 mec. Pe6eHOK OT 2-# 6epeMeHHo-
CTW, NpoTEeKaBLWeN Ha GOHE XPOHUYECKOrO ayTOUMMYHHOIO
TMpeouauTa v runotTupeosa y mMatepu (monay4yaeT ropMoHO-
3aMecTUTeNbHYI0 Tepanuio L-TUPOKCMHOM), 2-X CPOYHbIX
caMoCTOsTeNbHbIX poJoB. Macca Tena npu poXAeHUn —
3390, gnvHa tena — 59 cm, APGAR — 8/9 6annoB. B Bo3-
pacte 19 cyT XU3HU NOCTynuia B OTAE/NIeHUE HEOHATOIOM UK
B COCTOSIHUW CPEAHEW TAXECTU C MPU3HAKaMW AblXxaTelbHOM
HeLOCTaTOYHOCTU 1-i CTEeNEHU U YMEPEHHbIMU SABNEHUS-
MW MHODEKLMOHHOro TOKCMKO3a. [lpoBoaMnacb NpoOTUBO-
BUPYCHas Tepanus ¢ NonoxutenbHolM addexkToM. Ha npo-
TSXKEHUU BCEW rocnuranndaumm OTMeYasuCb CHUKEHHbIN
anneTuT, HegocTaTo4yHasa NpubaBKa B Macce Tena, Kotopble
HOPMaNM30BaaMCb MOCNE KOPPEKLMU pexuma u obbema
KOPMAEHUN.

B Bospacte 5 mec Haxogunacb Ha nevenun B MATKB
¢ anarHosoM: OcTpas pecnupatopHas BUpycHas MHbeKLMS,
OCTpbI GapuHIuUT. AGTO3HbLIM CTOMATUT. KOHTaKTHbIM nepua-
HanbHbIK aepmatut. o pesynstatam Y3U BbiiBNeHa renaTo-
Meranus ¢ UBMEHEHUAMU NapeHXUMbl MeYeHu, yBenmyeHme
NIMHENHbIX pa3dMepoB noyeK ¢ AMPOY3HbIM MBMEHEHUEM UX
napeHxnmbl. B 6MOXMMUYECKOM aHann3e KpoBu — MoBbILLe-
Hue KOK, AT, TpaHcammHas, oco6eHHo ACT (go 6760 Ea/n),
CHWXXEHWeE 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
-1-aHTUTPUMCHHA, TM30COMHbIE 60NE€3HN HAKOMNEHUS, TN-
KOreHo3bl, aMMHOaLMgoNaTMM, MWTOXOHAPUasbHbIE rena-
TonaTuun, OAHAKO BbIBNEH aHOMasbHbIA CNeKTp TpaHchep-
PUHOB, XapaKTepHblM ANS HapyweHUs [MUKO3UIUMPOBaHUA
| TMna. Mo pesynbraTtam ceKBeHMpOoBaHus reHa MPI natoreH-
HbIX BapMaHTOB He 0O6HaPYXEHO, HapyLeHWe rMMKO3UINpo-
BaHuA |b TMNa UCKNIOYEHO.

[leBo4Kka HaxoauTcs noa HabnwgeHuem HeBposora,
odTanbmosnora, racTpoaHTeposora M 3HAOKpuHonora. o
[aHHbIM 3NeKTpoaHuedanorpadbmm yoeauTenbHbIX pesysb-
TaToB O HaNM4yuMK INUNENTUGOPMHON aKTUBHOCTU He Mony-
YeHO, 3NuIenTUYecKMe MNpPUCTyNbl He 3aperncrpuMpoBa-
Hbl. C OKTA6psa 2019 . ycTaHOBMEH AMarHo3 rMnoTupeos
(TTF — 15,1 mKMe/mn, T4 cBo6oaHbii — 8,74 MKMe/mn),
MHULMMPOBaHa 3aMecTuTenbHaa Tepanug L-TMPOKCUHOM
18,75 Mr/cyt ¢ nofioXKuTenbHblM abdekToM. OCcMOTpeHa
odTanbMonorom, guarHo3: OU yactuyHas atpodus 3putenb-
HOrO HepBa, CXOAsLLeecs COAPYKECTBEHHOEe Kocornasue,
runonnasvsa Makynbl U AUCKa 3pUTENIbHOrO HepBa; MUOMUA

cnabow ctenexu. B Hoa6pe 2019 r. Haxoaunacb Ha o6¢cneao-
BaHuu B ANKB nm. H.®. dunartosa.

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

B KOHTPONbHOM OGWOXMMWYECKOM aHaln3e Kpo-
B oT 04.12.2019 BbISIBNEHO HapacTaHMe TpaHCaMWHa3
(ACT — 892,3 Ea/n, AT — 721,4 En/n), pebeHOK 3IKC-
TpeHHo rocnutanuanposaH B MAIKB ¢ uenbio o6cnegoBa-
HUS M KOppeKuuun Tepanuu. Mpu ocmoTpe AnnHa Tena —
94 cm, macca — 7400 r, BbiIBAEHbl MHOXECTBEHHbIE
CTUIrMbl An33aMbpuoreHesa (MWUKPOrHATUSA, HWU3KUWA POCT
BOJIOC, BbICOKOE He6o, 3anaBluas nepeHocuua, KIMHOAAK-
TUNKUSA), MbIWEYHbIK TOHYC ANDOY3HO CHUMKEH, CYXOXMWIb-
Hble pedneKcbl Ha pyKax M HOrax CHWXKEeHbl, onpeaens-
eTcsl MaTofiorMyecknn pednekc babUHCKOro ¢ 2 CTOPOH.
HepBHO-NcMxnMyeckoe pas3BUTUE 3aMeANIEHO, AEPKUT roso-
BY, MepeBOpaynBaeTcs CO CMWHbI Ha XMWBOT, HE CUAMT.
[eyeHb BbICTyNaeT Ha 2 CM U3-noj Kpas pebepHon gyru. Mo
[aHHbIM NabopaToOpHbIX UCCNeAoBaHWU HabntoAanMCh NOBbI-
LEHHblE YPOBHM LWenoyHon docdatadbl — ao 473 En/n
(N =124-341 En/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, runokoarynaums 6es remop-
parMyeckoro cuvHapoma, runonpotenHemus. Mo AaHHbIM
MHCTPYMEHTaNbHbIX METOA0B 06c/efoBaHus, B 4acTHOCTH
Y3W opraHoB 6pIOWHON NOMOCTH, MOYEK U 3aBPIOWMHHOIO
NPOCTPaHCTBA: JIMHEWHbIE pa3Mepbl MeYeHW YBENUYEHDI,
napeHxmma audPy3Ho n3ameHeHa, ornpeaensieTcs KUCTO3Hoe
o6pas3oBaHue HenpaBuiabHON dopMbl 5x4x4,3 MM Ha rpa-
Huue Il n IV cermMeHTa; yBennM4yeHue IMHENHbIX pa3MepoB
Cene3eHKU; yBeNMYEHNe IMHENHbIX pa3MepoB 06eunx MoYeK,
napeHxmma gundPy3HoO USMEHEHa, CHUMKEHa KOPTUKO-Meayn-
napHasa guddepeHumaums, npu LAK — KpoBOTOK 06€eHEH,
He npocnexuBaeTcs A0 Kamncynbl, MHAEKC PE3UCTEHTHOCTH
cocynoB yBennyeH. CKoOpoCTb 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 Eg/n, AT — po 179,80 Ea/n, ACT — po 188,30 Ea/n,
O[HaKO CcOXpaHAnucb yanuHeHHoe AYTB, runornnkemus
(ao 2,01 mmonb/n), rMnonpoTenHemus. TMNEPUHCYIMHU3M
MUCK/IOYEH (MMMYHOPEAKTUBHbIM WMHCYIMH — 41 nmonb/n
npu N = 13-161 nmonb/n, Nnpoba ¢ ronofaHuem oTpuua-
TenbHas). 3aKlo4YuTeNbHbIM AnarHo3: HapyleHue rnMKo-
3unMpoBaHus la Tuna, obycnoBneHHOe MyTauWsMU B reHe
PMM2, wHdaHTunbHas dopma. OCNOKHEHUA OCHOBHOIO
anarHosa: CMHOPOM MbllWEYHOW AUCTOHUMU, 3a4epiKKa MCu-
XOMOTOpHOro passutna. OU yacTuyHasg atpodus 3putesb-
HOro HepBa, cxofslieecsd COAPYKEeCTBEHHOe Kocornasue,
rMnoniasuns Makysbl, AMCKa 3putenbHoro Hepsa. OU myuonus
cnabow crteneHu. lopakeHne neveHun, CUHAPOM LMTONM3a,
BTOPUYHAA Koarynonatus. XpoHuyecKass 60/51e3Hb MOYEK,
1-9 ctagus. CyOKIMHUYECKUIA TMNOTUPEeO3. TpaH3UTopHas
TUNOTINKEMMUS.

BbinucaHa 14.12.2019 ¢ ynydweHuneM. Tepanuio BUKa-
CO/IOM, 3HanNanpuioM PEKOMEHJOBAaHO MPOAO/IKMUTL B Tex
e 003upoBKax. Heobxoanmo cobnogaTb AUETY C AHEBHbIMU
MHTEpBanamu He 6onee 4-4,5 4, C HOYHbIM NEPEPLIBOM He
6onee 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
nocneaytollern 6epeMeHHOCTH.



MaHCUHYCUT U TPOMGO3 COCY 0B roJioBbl U LUEU KaK

OCJ/1I0XKHEHUA caxapHoro p,MaGeTa 1-ro Tvuna Y NoApPOCTKa
[fo6poHpaBoBa E.[l., locTioxuna A.[., Pa6oBa A.I., Cac [.C., Typbiruud C.B.

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

®IAQY BO «Poccuitckuit HaumnoHanbHbIM MccnenoBatenbckuii MeamumMHekuii YHuBepcuteT um. H. M. Muporosa», MockBa,

Poccuitickas denepaumns

AKTyanbHoOCTb. CaxapHblt gnaber 1-ro TMna — 3HAO-
KpWHHOE 3aboneBaHue, xapaKTepU3yloLeecs XPOHUYECKUM
[ECTPYKTUBHbBIM MNOPaXKeHUeM [B-KNeTOK MNOAXKeNyLo4HOM
*enesbl. 3T0 NPUBOAUT K aBGCONOTHOMY AeDULMUTY UHCYIK-
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 OCNOXHEeHMs, KaK JuabeTnyeckas MUKpPOaHrno-
natus. Mpu gaHHOM 3abofeBaHWW OTMEYaeTcs MpPOTPOM-
60TMYECKOE COCTOSIHME CBEPThIBAOWEN CUCTEMbI KPOBM,
a TaKe MNOBbIWEHWE 3IKCMPECCUN UHIMBUTOpa aKTuBaTopa
nnasmMuMHOreHa v MOJIEKYN KIETOYHOW afresvu, Yto cBuje-
TeNbCTBYET 06 3HAOTENNANbHOW AUCHYHKLMU U TaKKe cro-
COGCTBYET MOBbILLEHHOMY TPOMB006PA30BaHMIO.

Kpome TOro, runepriMkeMusi yrHetaeT rymopasbHoe
W KJIETO4YHOE 3BEHbS UMMYHUTETA, YTO BELET K MOBbILEHUIO
BOCNPUUMHYUBOCTU BOJIbHBIX CaxapHbIM AUa6GEeTOM K UHbEK-
LIMOHHbIM 3a6011eBaHUAM.

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-
6MH oT 12% n 6onee Ha NPOTAKEHUU BCero 3abosieBaHus.
Pe6eHOK HaxoauTca Ha WHCynuMHoTepanuu npenaparamu
WMHCYNIMH NTM3MPO U UHCYSIUH JernyaeK.

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

B ceHt16pe 2019 r. pebeHok nepeHec OPBWU, KoTopas
COMpoBOXAanachb rofloBHbIMU 6ONAMM.

01.10.2019 geBouYKy ¢ *anobamu Ha OTEK NPaBOro Beka
1 apTepuanbHyto runepteHsuto (4o 170/100 MM pT. CT.) rocnu-
TannanpoBanu B 061acTHYI0 AETCKYI0 60bHULY . YensbuHcKa,
rae 6binn o6HapyXeHbl MPU3HAKW OKKITIO3UW BHYTPEHHEN COH-
HOW apTepuu, MPU3HaKKU ULLEMWUM Ha FPaHULLE NPaBbIX TOGHOM
W TEMEHHOW [0Nen, Npu3Haku TpoMbO3a NpaBoOW BepXHEW
rMa3HWYHOW BEHbI; MPU3HAKW BOCMaIUTENbHbIX U3MEHEHUH
pelwertyaTbiX U KIMHOBUAHBLIX Na3yX, a TaKXe nopaxeHue
npaBoro rnasofBurateslbHoOro Hepsa 1 NoJsiHbIV NTO3 cnpasa.
[o rocnuTanusaumyv HWKaKOW aHTUKOArynsHTHOM Tepanuu
[eBOYKa He nosyyana, ieynnacb CUMNTOMaTUYECKH.

21.10.2019 pebeHoK KoHcynbTMpoBaH B HMMWL, aHpo-
KpUHOMOrMn B MOCKBE B CBSI3W C AEKOMMEHCcaLMeEN caxap-
HOro anabeta. B ganbHenwem 6bln NPoBeLEHbl KOHCY/b-
Tauun HenpoodTanbmMonorom u Henpoxupyprom HMMULL
Henpoxupyprun um. H.H. BypZieHKo: 3anogo3peHa 60ne3Hb
BereHepa. B cBfI3n C GbICTPO MPOrPECCUPYIOLIMM U KU3-
HeyrpoXatlwmm coctoaHueMm 24.10.2019 pgeBoyka Obina
rocnutanM3anpoBaHa B 3HAOKPUHOMOIMYECKOe OTAeNieHne
MOpPO30BCKOM AETCKON rOPOACKON KIMHUYECKOM 60MbHMLLbI
(MArKB) ¢ nocneayoWmMM NEPeBOLOM B OTAENEHNE OTOPUHO-
napuHronoruu. lNpu ocMoTpe oTMevancs NTo3 NpaBoro BeKa.
CocTtosiHue Taxenoe, 06ycnoBeHHOe BOCNanuUTeIbHbIM Npo-
LLeccoM 1M TPOMBO30M.

Mo pesynbratam Y3M noyeK 1 HaanoYe4YHNMKOB OTMEYEHDI
axorpaduyeckune npusHakn audey3HbIX UISMEHEHUIN NapeH-
XMMbI MOYeEK.

Mo pesynbtratam KT-uccnegoBaHWs NpPUAATOYHbLIX Ma3yx
HOCa C KOHTpacTupoBaHuem oT 24.10.2019 BbIABNAEHO MSr-
KOTKaHHOe o6pa3oBaHWe BEPXHWUX OTAENI0OB MpaBOMW rnas-
HUUbI, OTTECHSIOLWEE BHYTPEHHIO MPSMYK MblWLy rnasa,
C OTEKOM 3pUTENBHOrO HepBa. OTMEYEHO HanMyne NaTonoru-
YECKOro COAEPKMMOro C MHTPaKpaHuanbHbIM pacnpocTpa-
HEHWEM BoOCManuTenbHOro npouecca M GopmupoBaHUeM
YUAKOCTHOIrO KOMIMOHEHTA, OKPYXXEHHOr 0 Karcynou, B o6na-
CTU NPSMON U3BWUIMHBI TIOBGHOW Jonu cnpasa. O6HapyKeHbl
NPU3HAKN KWCTO3HO-MOMUMO3HON TpaHchopmaLmmM neBown
BEPXHEYEeNoCTHOM Mna3yxu, a TaKKe MNpM3HaKU Tpomb6o3a
KaBEPHO3HOro CUHYyCca 1 BHYTPEHHEW COHHOW apTepuu.

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

Mo pesynbtatam MPT ronoBHoro mo3ara ot 05.11.2019
BbliBieHa MP-KapThuHa dopmupyloulerocs abcuecca npa-
BOW JIOGHOM [0NU, a TaKXKe CHUXEHWE KPOBOTOKa B NpaBow
BHYTPEHHEN COHHOMN apTepUN.

Mo paHHbiM KT-nccnepoBanusa ot 06.11.2019 oTmeve-
HO TOTajbHOE 3anoJfiHeHWe NaToIOrMYECKUM COAEPKUMbBIM
peLleTyaTbiX U KNTMHOBUAHbIX Na3yx; Cy6ToTasibHoe — NO6HbIX
nasyx U He3Ha4uTeNlbHOE KOJIMYECTBO COAEPKMMOro B BEPX-
HEeYesoCTHbIX Nasyxax.

07.11.2019 6bina npoBeaeHa 6GUONCKUS CM3KUCTON 060-
JIOY4KM Hoca. Mopdonornyeckas KapTMHa COOTBETCTBYET
FHOMHOMY CUHYCUTY. [laHHble pe3ynsTaTtbl 6UONCUK NO3BONS-
0T UCKMNOYUTb 60Ne3Hb Berexepa.

Mo pesynsratam MPT ronosHoro modra ot 13.11.2019
oTMedyeHa MP-kapTMHa nakyHapHOro WMHOapKTa B 3aAHuWX
oTAenax npaBomn N06HOM AoNu.

Mo 3aKkntoyeHnto Hesposora oT 15.11.2019 yctaHoBNEH
avarHo3: TpoM603 KaBEepHO3HOro CUHyca; apTepuasbHblv
VIIEMUYECKUIA WMHCYNbT BCnefacTBue TpoM603a BHYTPEH-
HeW COHHOM apTepuu crnpaBa, Ma3HoW apTepuu crpasa.
OdTanbmonnerus, 4yactmyHaa atpoduma 3puUTeNbHOro HepBa,
avabeTtnyeckas petuHonaTms. lNepeHeceHHbIn PUHOCUHYCHT,
OCJ/IOXKHEHHbIN MHOXECTBEHHbIMKU abcLieccamMn rosI0OBHOTO
Mo3sra.

Mpn OuHamMu4yeckomM HabnwaeHUn no AaHHbIM MPT
rO/IOBHOFO MO3ra OTMEe4YeHa MOJIoKUTENbHAs AUMHaMUKa
B BWAE WMCHE3HOBEHMA OAHOro abcluecca U yMeHbLUEHUS
B pa3mepax Apyroro.

CornacHo peaynbraTaM KOHCy/bTalMu rematosnora npo-
BOAMMAChb aHTUKOArynsHTHas Tepanvsa HedpaKLMOHMPOBaH-
HblM 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 BblgeneH MRSE. PekomeHaoBaHa aHTMGaKTepu-
anbHaa 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 JMHaMUKe.

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 M 3HAOKPUHOOra Mo MecTy
KUTENLCTBA.

27.01.2020 peBoyKka noctynuna B MAMKB ans nna-
HOBOro fieyenus. Mpu NOCTynieHnu nNpeabsBasna ano-
Obl Ha 3aTpyAHEHWEe HOCOBOrO AblXaHWS, HACMOPK M MTO3
crnpaBa.

Mo pe3ynsbTaTaM 0CMOTPa OTMEYanoch orpaHuyeHme 1Bu-
YKEHUS rnasHoro f670Ka cnpaBa, 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 3TOoM 0651acTu onpeaensercs cBul, (Mo KOPOYKoWn).
Ha aHTWKoarynsiHTHOM Tepanuu OCTUrHyTa LieneBas rmrnoKo-
arynaums. 30.01.2020 6b110 NpoBeAEHO UCCEYEHNE CBULLA
BEpPXHEro BeKa crnpaBa, a TaKKe 3HJoHa3anbHas 3HAOCKO-
nuyecKas peBM3ns OKOJIOHOCOBLIX Na3yx. lNpoBeaeHo meau-

KaMeHTO3HOe JledeHre AanbTenapuvHOM HaTpusi B o6beme
5000 ME nogKko»KHO 2 pa3a B CyTKW. [10 OKOHYaHUKU Tepanuu
aHTU-Xa-aKTMBHOCTb Nfaa3mbl coctaBuna 0,68 EA/mn.

07.02.2020 pgeBoYKa BbinMcaHa JOMOW B yAOBNETBOPU-
Te/IbHOM COCTOSIHUM C PEKOMEHAALMAMU: AOMALIHUI PEXUM
B TeYeHue 7 JHeW, KOHTPOJIbHbIM OCMOTP MO MECTY XWTeb-
CTBa 4epe3d 7 [HEW, WCKIoYeHne GU3NMYECKON Harpy3ku
Ha 1 mec. [Toka3aHo NPoAO/IKEHME aHTUKOAryASHTHOM Tepa-
NUK B NPEXHeW o3€e He MeHee 3 Mec.

3akntyeHue. lNpu caxapHoM anabeTe BO3MOXKHO pas-
BUTUE COCTOSIHUSI AEKOMMEHcauuu, 4TO MOXET MpPUBECTH
K CMepTH B peaynbTate GbICTPO MPOrpeccupylolnx OCIOM-
HEeHWR. Tak, No cTaTUCTUKe, TPOMB03IMOBONNSA COCYA0B rON0B-
HOro Mo3ra obycnoBamMBaeT 15% cmepTen y nuL, ¢ caxapHbiM
anabeTom, XOTa NPOoSBAEHUS MUKPO@HrMonaTumn npu caxap-
HOM iMabeTe 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., AOLEHT

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

Poccuitickas denepaumsa

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

YacTtota BcTpevaemoctn MU/ coctasBnser ot 1:1000
4o 1:5000000 B 3aBucuMMOCTM OT dopMbl. K HacTosiwemy
BpemMeHU M3BeCTHbl 6onee 140 MONEKYNSIPHO-TEHETUYECKMX
AePEKTOB, MPUBOAALLMX K CTOMKMM UMMYHHbIM AUCOYHKLIMSM.

AyTOMMMYHHbIM  numdonponndepaTUBHbIR  CUHAPOM
(AJINC) — reHeTnyeckn ob6ycnoBneHHOe 3aboneBaHue,
XapaKkTtepusyluweecs MMMYHHOW Aucperynauven BcChej-
CTBME NOTEPU KOHTPONS Hal NTMMPOLMTapHBIM FOMEOCTa30M
M3-3a HapylleHUs anonto3a. B HacTosAWwmn MOMEHT B MUPO-
BOM nuTepaType onucaHo 6onee 500 nauuMeHTOB C Aua-
rHo3om AJMC. 75% cny4aeB npuxoauTcs Ha AedeKT reHa
FAS-peuentopa u FAS-nuranga. OctanbHble MOryT 6bITb CBS-
3aHbl ¢ gedektamun reHoB CASP10, CASP8, FADD, PRKCD,
KOAMPYOLMX 6EKM CUTHANbHbIX MyTeN anontosa.

KnuHuyeckun cnyydann. [laumeHt A.U., 2 roga,
10.10.2019 BnepBble NOCTYNWUA B OTAENEHNE reMaTonornm
MOpPO30BCKOM AETCKOM FOPOACKON KNMHUYECKOW 60NbHULbI
(MArKB) ¢ »anob6amMu Ha CbiNb, BANOCTb, HOCOBOE KPOBO-
TeYyeHue.

Anamnesis vitae: oT 3-i 6epeMeHHoCTU (1-9 — aeBou-
Ka, 310p0Ba; 2-91 — AeBOYKa, 340poBa), NpoTeKkaBLlien 6e3
OC/IOXHEHWW. 3-U pofbl B CPOK, caMocTosaTeNbHble. Macca
npu poxaeHmn — 3450 r, anmHa — 54 cm, APGAR —
8/9 6annoB. Ha nepBoM roay »W3HWM poC W pa3BMBasCS
no BO3pacTy.

MNepeHeceHHble 3aboneBaHus: BeTpsHasa ocna B 2 mec
W3HWU, OBCTPYKTUBHbLIA OCTPbIA OGPOHXWUT, FHOMHBLIA OTUT,
6ynnesHolv oTuT, iMMdageHonatus ¢ 04.2019, OPBMU, repne-
TMyecKaa nHoekuusa ¢ 09.2019. HacneacTBEHHOCTb He OTA-
roweHa. Anneprus Ha aMmoKCULMIMH. XpOHWYeCcKue 3abone-
BaHWS POAUTENM OTPULLAIOT.

Anamnesis morbi: ¢ 6 Mec }anobbl Ha NumbageHonaTuio,
HEOJHOKPAaTHO HaxoAMNCS Ha CTaLMOHaPHOM JIeYEHUU B CBS-
31 C PELMANBUPYIOLLMMU MHPEKLMOHHBIMU 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 PorayeBa C¢ nNogo3peHueM
Ha MWUA. Paccmatpusancs auarHos AJTTNC, ogHako myTaumm
B reHe FAS He 6binu BbiSiBAEHbl. BbinucaH ¢ peKoMeHJaunemn
NpoBeAEHMNS MaHEeNbHOro CEKBEHUMPOBAHMUS.

Beyepom 09.10.2019 y pebeHKa nosiBunachb nerexuab-
Hasi CbiMb HA HUXXHUX KOHEYHOCTSIX.

10.10.2019 aKk3aHTemMa pacnpocTpaHuiacb Ha TynoBMU-
e, weto U nnuo. OTMeYeHbl eAUHUYHbIE METKUE 3KXMMO3bI
Ha 6eapax W roneHsx. MoaBUAMCL KPOBOTEYEHME U3 HOCca
M KPOBOTOYMBOCTb [J€CEH, KOTOPbIE KYNMMpPOBanncb CaMoCTO-
AaTenbHO. B aTOT e aeHb rocnutanuavpoBaH B MAIKB. Mpwu
06bEKTMBHOM 06cCnefoBaHMK BbisiBAeHa NnmbageHonatms
NOAHWXXHEYENIOCTHON, MepeaHeLllenHON, 3aJHELLENHON, No4-
MblleYyHow rpynn. Jinmdoysnbl padmepom o 1 cm. B obna-
CTU Wwewn 6ONe3HeHHble Npu Nanbhauun. Ha cnusncton
nosocTM pTa remopparvu. NeyveHb yBenuyeHa, HUKHUI Kpawn
rnagkui. Mo gaHHbIM Y3W opraHoB 6piOLIHON MOAOCTM OT
11.10.2019: axorpaduyeckue NpU3HaKK renatocrnieHome-
ranvu, meseHtepuanbHon numdageHonaTuu.

JlaGopaTtopHble WCcCnefoBaHUS YKa3blBalOT Ha MOCT-
reMopparM4yecKkylo aHemuio 1-v cTeneHu: 3pUTPOLUTbl —
3,58x1012/n, HGB — 92 r/n, RDW 18,1%, aHM30Uu1TO3 +,
MUKPOLWTbI ++, TMNOXPOMUSI +++, OTHOCUTENbHOE KOMW-
yecTBO Rt — 5,21%. MNpsmasa n Henpsimas npobbl Kym6ca
oTpuuaTenbHble. B Mnenorpamme yBennyeHvue KIeToK apu-
TPOUZHOIO POCTKA U CHUXKEHME NTENKO3PUTPOONACTUHECKOTO
OTHOWeEHMS. B KIMHMYECKOM aHanun3e KpoBM: TPOMOOLM-
Tonenua 1-6x109/n, NAMMbOLIMTAPHbIA NEMKOLMTO3 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 Tepanuda: aTamaunar
250 mr/cytr. Ha ¢oHe Tepanuu BHYTPUBEHHBLIM WMMYHOT/IO-
6ynuHom (BBUI), @ UMEHHO MMMYHOrNOGYIMH YenoBeKa Hop-
MaNbHbIM 2 [/KI/Kypc, KIMHUKO-reMaToNorMyeckoro apoek-



Ta He oTMeyeHo. 1o peadynbTataM MUENorpaMMmbl AaHHbIX
3a [Oe6loT remobnactosa He MoAyvyeHo, Hayata nepopasib-
Has Tepanua npeaHu3onoHoMm 3 Mr/kr/cyt. Ha 20-i aeHb
Tepanuu [LOCTUrHyTa KIMHUKO-reMaToNlorMyeckas pemMUccus.
Pe6eHok BbinucaH 02.11.2019 B y10BNETBOPUTENIBHOM COCTO-
AHMU. PEKOMEHA0BaHO MPOACMIKNUTL NPUEM NMPeAHU30/0Ha A0
30.11.2019 noa KOHTPONEM remMaTosiora no MecTy KUTENbCTBa.

24.01.2020 nosTopHOe noctynneHne MAIKB.
JKCTpeHHas rocnuTanuM3aunsg B OTAENEeHWe peaHumaLmu
N UHTEHCUBHOW Teparnuu B CBA3W C TAXKENON ayTOMMMYHHOM
reMOJIMTUYECKON aHemuen (apuTpoumntel — 1,58x1012/7,
HGB — 49 r/n, npamas u Henpsamasa npobbl Kym6ca
NONOXUTENbHbIE, TMNEPOUNUPYOUHEMUSA 3a CHET NpPSMow
1 Henpsmon $pakuun, NoBbILEHWE aKTUBHOCTU NaKTaTae-
rMApPOreHasbl U KOHUEHTpauuu GepputruHa, B Muenorpamme
yBeMyeHMe KINETOK 3PUTPOUAHOIO POCTKA U CHUXKEHWE Nent-
KO3pMUTPOBNaCTMHECKOro OTHOLIEHNS).

Hanobbl Ha cyb6debpunnTeT, Kalenb B TeyeHne 2 Heq,
MKTEPUYHOCTb KOXHbIX MOKPOBOB, MOTEMHEHWE MOYM.
Mo paHHbIM Y3U opraHoB 6ptowwHom nonoctn ot 27.01.2020:
axorpaduyeckme NpuU3HaKkK renatocnaieHoMeranuu, gedop-
MaLMK KeNYHOro ny3blpsi, nopTajibHOM numdaaeHonaTuu.
B KAMHMYECKOM aHanu3e KpoBwu: TpombouuTo3, numdo-
LUMTapHbIA NIENKOLMTO3, HenTponeHus. B GUOXMMUYECKOM
aHann3e KpoBU: ruUnNepummyHornobynuHemus (I1G —
1859 wmr/aon, IgA — 163,2 mMr/gn), uMaHoko6anaMuH —
6onee 2000 nr/mn, IgG Kk Herpes simplex virus 1, aHTutena
K Epstein — Barr virus EA, IgG Kk Chlamidia pneumoniae
oTpuLaTenbHble.

3a BpeMs HabnwgeHns Ha doHe nedveHuns BBUI (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 TedyeHne 4 gHew ¢ nocneayouen
Tepanuven npegHU30N0HOM 2 Mr/Kr/cyT, remoTpaHchy3ni
apuTpoumTapHom B3Becbio 25.01, 01.02 u 05.02.2020
CcoCTOsiHMe ynyywwunock. Mpu Beinucke HGB — 128 r/n,
SBIEHUS TEMOJIM3a KYMNMMPOBaHbl (KOXHble MOKPOBbI CBET-
N10-po30Bble, 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:

nepcucTupylollee yBenndeHne nepupepmuyeckux num-

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

cnneHomMmeranua (¢ 6 mec }anobbl Ha MMmdaaeHonaTno

NOAHWXXHEYENIOCTHON, NepefHEeLlenHon, 3aaHeLlenHoNn,

NoAMbILLEYHOW rpynmn, renaTtocrnieHomeranus);

ayTOUMMYHHble FeMOLMUTOMNEHUN U/WUNWN [Apyrue ayTouMm-

MyHble HapyweHus (24.01.2020 rocnuTanu3saLus B CBS-

31 C TAKENO0N ayTOUMMYHHOM reMOIMTUHECKON aHEMUEN);

NOBbILLEHWE YPOBHS UMMYHOINOBYIMHOB CbIBOPOTKU KPOBMU

(c 11.10.2019 runepummyHornobynuHemus IgG v IgA);

cogep)aHue (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-
natouwmx AJIMNC. PekoMeHA0BaHO MPOBEAEHWEe MaHeNbHOro
CEKBEHMPOBaHMS.

AJINC TpebyeT KaK MOXHO 60fiee paHHEN AMArHOCTUKM,
Hayana neyeHus u NpodUNaKTUKKU, a TaKKe MOBbILEHHON
HaCTOPOXKEHHOCTU Bpaya K MPOrpeccMpoBaHuIO U yTsKene-
HUIO 3aboneBaHus. Heobxoaumbl HabnwaeHWs neguaTtpa,
remaTosnora, UMMyHosora ¢ o6sa3aTefibHbiM UCCNefoBaHu-
eM remorpammbl U peakuun Kymb6ea. Cneayet cobntogaTb
OXPaHUTENbHbIN PEXNUM (M36eratb TPaBM, NePEOXNaXLeHUN,
nHconsauun, OPBU), yaensatb oco6oe BHUMaHWe npodunakx-
TUKe peunavMBOB reMonn3a npv BO3HUKHOBEHUU UHDEKLU-
OHHbIX OCNIOXHEHUN.

MckntovaeTcs npuem npenapaToB, 6J0KMPYOWMX GYHK-
LMW TPOMOOLMTOB (NpenapaTbl CannunioBOn KUCIOTbI, N1pa-
30/IMA0HOBbLIX MPOU3BOAHbIX, FenapuHa, NeHTOKCUbUIMHA).

BakuuHauus npoBoguMTCca B MNEepUoa  AJUTENbHOWM
pemuccun.

PaHHAA aMarHoCcTUKa aMacteMaToOMUEsSIMM B COYEeTaHUMU
C MHOXeCTBEeHHbIMU NOPOKaMU Ppa3BUTUA Y HOBOPOXKAEHHOIo

pe6eHKa

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

HayuHbiii pykoBogutenb: LyTkoBa A.10., K.M.H.

SIrb0Y BO «[MprnBOMKCKUI nccneaoBaTeNbCKUA MEAULIMHCKUIA yHUBEPCUTET» MUHUCTEPCTBA 34paBOOXPaHEHUS
Poccuitickon depepaumu, HuxxHuin HoBropoga, Poccuiickas ®epepaums
'BY3 HO I'bY3 HO «/[leTcKas ropoackas kKnuHuyeckasa 6onbHuua N°1», HuxkHMIM HoBropoa, Poccuiickas depepauns

AKTyanbHoOCTb. [Juactematomuenusa (OM) — Tskenbin
BPOXAEHHbLIM NOPOK pa3sutus (BIMNP) cnnHHoro mosra (CM),
XapaKTepU3YyLMINCS ero yaBoeHMemM 1 MO3anyHbIMU ABUra-
TeNbHbIMU, YyBCTBUTENbHBIMU, TPODUYECKUMU U Ta30BbIMU
HapyLeHNsIMK B COYETAHUU C aHOMaMS MK U MOPOKaMu pas-
BUTUS MO3BOHOYHUKA, HUXKHUX KOHEYHOCTEN, KOXU W BHY-
TPEHHWUX OpPraHoB; CBOEBPEMEHHO HE ANnarHoCcTUpyeTcs n3-3a
cNnabom KIIMHUYECKOM BbIPaXKEHHOCTHU Ha 1-M rofy XU3HW.

KnuHuyeckuint cnyyai. B auBape 2020 r. B [eTcKkon
rOPOACKOWM KAMHMYEeCKOW 6onbHUue N2 1r. HwuxHero
HoBropoga o6cnefoBaHa HOBOpPOXAeHHas AeBodvka C.
(4 oHs).

lpoBeaeHa oLeHKa COMaTUYECKOro, HEBPOIOrMYEeCKOro
CTaTyCOB MO CTaHZAPTHbIM METOAMKaM, Pe3ynbraToB KiM-
HUKO-N1abopaToOpHbIX M MHCTPYMEHTaNbHbIX 06CNeA0BaHWUM:

YNbTPa3BYKOBOro McCneaoBaHUs 6plowHoM nosoctn (Y3U
OBIM), mMarHuTHO-pe3oHaHCHon Tomorpadun (MPT) U KOM-
nbtoTepHo Tomorpadum (KT) NO3BOHOYHMKA.

Pe6eHOK OT 3- 6epeMeHHOCTM Ha (OoHe peLuanBU-
pylolLen repnetmMyeckorn UHGOEKLMU, MOBTOPHbLIX BUPYCHbIX
nHdeKkumn B 1, 2, 3-M TpUMecTpax, rectalmoHHOro caxap-
Horo guabeta, aHEMUKU, OTEKOB, MHOroBOAUA. Poabl B CPOK
NnyTeEM 3KCTPEHHOrO KecapeBa Ce4eHUs (Kocoe MOJoKeHWe
nnoga). Macca tena npu poxaeHmn — 3280 r, AMHaA —
52 cm, oueHKa no wrane APGAR — 6/8 6annoB. CnoHTaHHOe
[bIXaHWe C 4-" MUH XW3HKU nocne caHauuu BEPXHUX [blxa-
Te/IbHbIX NyTeH, TaKTWibHOW cTUMynauuu, aadm O, vepes
MacKy, CO 2-x CyT »enTtyxa. [1pn ocMoTpe: cocTosiHWe cpea-
HeW CTEeMeHU TIKECTWU, UKTEPUYHOCTb KOMHbIX MOKPOBOB,
Ha KOXe CMuHbl B 06/1acTv rpyaHoOro otgena cocyaucroe
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NATHO, HAK/IOH FOMI0OBbLI BNIEBO, YMNJOLWEeHWe nnua B 061actu
HUXHEN YentocTn cneBa, YKOpovyeHMe IEBOM HOTKU Ha 5 MM,
runotpodus neson roneHun, 6eapa, BapycHaa aedopmauus
M YKOpOYeHWe N1eBON CToMbl Ha 1 CM, orpaHu4yeHue pas-
BeaeHus 6egep fo 80 rpagycoB. MblleYyHbIM TOHYC nepe-
MEHHbIN. PedneKcbl HOBOPOXKAEHHbIX CHUXeHbI. Y44 — 40/
MWH, YHCC — 110/MuH. HenpocoHorpadums: runoKCUYECKU-
MeMUYECKME U3MEHeHUs ronosHoro mosra. Y3W OBl
BbISIBUNIO Spina bifida B rpygHOM oTaene, NoAKOBOOGPa3HYo
no4ky. MPT N03BOHOYHMKA: aHOMannn pa3BUTUS HOTOXOPAbI
M CnMHHOro amspadusama — [OM 2-ro Tvna, PUKCUPOBAH-
Hbin CM, cybaypanbHasi NIMKBOPHAs Moayllka B FPyaHOM
oTAene Mo3BOHOYHUKA, aHOManuu pasBUTUS Ten MO3BOH-
KOB W spina bifida HWXHErpygHoro otaena no3BOHOYHUKA.
KT no3BOHOYHMKA: HapyweHue cermeHTauum Th7-Thl2,
YacTuMyHasa cakpanulauusa L5 cneBa u ero yactuyHas KOH-
KpecueHuus ¢ S1 cne.a, spina bifida posterior Th7-Th12,
L5-S4. Taknm 06pa3oM, BbiCTaBMEH 3aKIOYUTENbHbIV 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 aedopmMaLns 1eBOK CTOMbI; NO4-
KoBOOGpa3Hasa noyKka. KoHcepBaTWBHOE Nle4eHWe HeoHa-
TanbHOM YENTYXU C MONOXMUTENbHON AUHAaMUKON. PebeHoK
B YAOBNETBOPUTEIbHOM COCTOSIHUM BbIMMCAH [AOMOWM
(11 Kowko-gHen) noa HabnwogeHve neguaTpa, HeBposora,
opTonega, Henpoxupypra, Hedbponora; NoKasaHa KOHCY/b-
Tauus reHeTuKa.

3aknoyenume. [py HanMynm guspadryecKux NpU3HaKoB
Yy HOBOPOXAEHHOr0 MoOKa3aHa OLleHKa HEeBPOJSIOrMYeCcKOoro
ctatyca, nposegerHvne Y3U, KT, MPT ana BbiaBneHus AM
N COYETaHHbIX C HEN CKPbITbIX [P NO3BOHOYHMKA U BHYTPEH-
HUX opraHoB. PaHHAA AvarHocTvka M no3sonser Bpayam
pa3HbIx cneynanbHOCTEN (HEMPOXMPYPT, HEBPOOT, OPTONeA,
Hedponor) BoibpaTh TAKTUKY M CPOKK NeYeHuss ansa npeaort-
BpalleHna pa3BUTUS HEBPOMOrMYECKOro aeduumTta 1 MHBa-
nuansaumnu, yxyawaowmx KauecTBO XU3HH.

KnuHunyeckKkuu cnyyam napokcusmanbHoun dopmbl pudopunnaymum
npeacepavun, NnapoKCcU3mMasibHOM XKeJlyA0o4YKOBOM TaXuKapauu
y pe6eHKa ¢ MHOXXeCTBEHHOM CONYTCTBYIOLLEN NaToNoruen

3aBapkuHa A.A.

HayuHble pykoBoauTtenu: TerepuHa J1.B. Bpay-Kapauonor; Bapnamosa T.B. K.M.H., aou,.

drb0oy BO «[eTpo3aBOACKMI FOCYAapCTBEHHbIN yHUBepcUuTeT, eTpo3aBoack, Poccuiickaa defepauuns
'BY3 PK «fopoackas aetckasa noanknMHuka N22», MNeTtpo3aBoacK, Poccuiickasn depepauus
'BY3 PK «[eTckas pecnybnvkaHcKkas 6onbHuua», MNeTpo3aBoack, Poccuinckas dPegepauma

AKTyanbHOCTb. APUTMUKW [ETCKOro BO3pacta OCTaloT-
Csl aKTyanbHOM Mpo6nemMon 3ApaBOOXPaHEHUs, TaK Kak,
HECMOTPS Ha 3HA4YMTENbHbIM MPOrpecc B NIEYEHUU AaHHbIX
nauneHToB, OCTaloTCH O4HOM M3 OCHOBHbIX MPUYUH Pa3BUTUSA
cepAeyHon HeJoCTaTOYHOCTU M BHE3AMHOW JETCKOW CMEPTH.

KnuHuuuyeckui cnyvai. MaumeHTtra A., 15 net, Ha6noaa-
€Tcs y IeTCKOro Kapauosnora [opoCKON AETCKOM NONUKIUHK-
Kn N°2 (F4MN N°2) r. NeTpo3aBoacka MO OCHOBHOMY AWarHo-
3y: [MapokcuamanbHas ¢opma dubpunnaumm npeacepaqn.
MapoKcuamanbHasa »enygodkosas Taxukapansa. CoctosiHue
nocsie ornepauum 3neKTPoPU3nNOoNIOrM4eckoro uccnenoBa-
HUS, TOYeYHas paguMovyacToTHas abnguus npaBoro nepe-
leNKa, ToYeyHas paguo4vacToTHas abnsaumMs 04aroB 3IKTO-
NMUYECKUX NpefcepaHblX TaxMKkapauvn npaBoro npeacepaus
071 07.04.2017. OcnoxxHeHue: XpoHnyecKasn cepaeyHas Hego-
crato4yHocTb IIA. ConytcTBylowmi: CocTositHWe nocne onepa-
TMBHOWM KOPPEKLIMM BPOXKAEHHOI0 MOPOKa cepaLa: ywrBaHue
nedeKTa MexKenyao4koBomn neperopoaku (AMMKI), umnnax-
Tauma AByXKamMepHoro afieKTpokapanoctumynsatopa (AKC) —
aTPMOBEHTPUKYNsApHas 610Kaga (AB-6nokaga) 2- cTenexu,
Mo6WuL, 2, B yCNOBUAX UCKYCCTBEHHOIO KpoBoo6palleHus (MK)
oT 06.07.2009, peumnnanHtauma 10.06.2019. CocTosiHue
nocne onepauuu MAacTUKM aopPTO-MPaBOXKENyA04KOBOWM
duCTyNbl cMHTETMYECKOM 3annaTon oT 19.04.2016. CuHapom
Aucnnasumu coeflMHUTENbHON TKaHW. Beretococyaucras guc-
ToHWUA ny6eptaTHoro nepuoga. CMHAPOM BHYTpUYEpPENnHOM
rMnepTeH3nn, KomneHcauus. HectabunbHOCTb LWEWHOro
oTAena MO3BOHOYHMKA. JIeBOCTOPOHHWUIM CKOMMO3 rpyaono-
SICHWYHOrO OTAeNa NO3BOHOYHUKA 1-W cTeneHun Spina bifida
posterior S1. bonesHb Kennepa 1. HapyweHue akkomoaa-
Umn. Muonusa cna6ow creneHn OU. BTOPUYHBIM XPOHUYECKUIA
nuenoHedpuT, BHe 060CTpeHus. MNovyeyHas HeJoCTaTOYHOCTb
0-1 cteneHun. lacTpoasodareanbHaa pednoKcHas 601e3Hb
3-11 cTeneHun, BHe 060CTpeHHS.

Mo paHHbIM aHaMHe3a, NepBble MPU3HAKUM OCHOBHOIO
3aboneBaHus NposiBUAMCbL B Bo3pacTe 3 mec (2006 r.),
B BMAE CMHKOMANbHOIO COCTOSIHUS, COMPOBOXAANUCh LiMa-
HO30M ry6, HOCOry6HOro TpeyrofibHWMKa, MOACYET YacCTOThbl
cepAeyHblx coKkpauweHun (HCC), pernctpaums SKI He npo-
Boauncb. CoHorpaduyecKku BbisiBNEH NepuMmemMOpaHO3HbIn
fedeKT MeXrKenyao4yKon neperopoku (AMHKIM).

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

B 2009 r. B HaunoHanbHOM MeAULMHCKOM MUccreaoBa-
TEIbCKOM LEHTPEe CEepPAEYHO-COCYAUCTOM XUPYPrUU UMEHM
A.H. bakynesa (HMWL, CCX nm. A.H. bakyneBa) npoBeaeHo
onepaTnBHoOe feyeHue: ywuBanne LMMKI, mmnnaHTauus
aByxkamepHoro 3KC. MocneonepaunoHHbIM Neproa OCNoX-
HeH: MHeBMOHUS. Pe3ynstaTt NpoBeeHHOro nevyeHuns: pabora
3KC adbdeKkTnBHa, peauayanbHbin AMMKIT 6e3 neperpy3ok
cepaua v Iero4Hom 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 PenepanbHOM LEHTPE BbICOKUX MEAULIMHCKUX TEXHOMOMUM
(PLBMT) r. KanuHuHrpaga.

19.04.2016 npoBefeHO ornepaTMBHOE BMeLIATENbCTBO:
niacTuKka aopTo-NPaBOXKEeNYA0YKOBON GUCTYbl CUHTETU-
YeCKOM 3annaton B YCOBWUAX WUCKYCCTBEHHOrO KpoBOOGpa-
weHwusa. lMocneonepaunoHHbIM MEepUos OCOXHEH: 06Wb-
Hoe oTgensemMoe Mo [peHaxam, B3fTa B OnepaLyoHHYIOo,
npoBefileHa pPeBU3UsA CpefocTeHns. B npaBon nnesBpanbHOM
NMoNOCTU OBHAPYKEH CTapblil BPEMEHHbIW 3NEKTPOS, yAaneH,
OpeHaxu NpombIThl. B nocneonepalMoHHOM Nepuoie oTMeya-
JIMCb HapyLeHWs puTma: TpeneTaHue nNpeacepavin B Te4eHune
HECKOMbKNX MUHYT, 6€3 CyGbEKTUBHbIX Kanob, KynupoBanucb



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

19.05.2016 noctynuna B KapavopeBMaTonormyeckoe
oTaenenune [etckon pecnybnnkaHckon 6onbHuubl (KPO [1PB)
r. MeTpo3aBoAcKka ¢ anobaMu Ha OCTpyld 601b B FpyaHOM
KNneTKe cnesa (MpocHynacb OT 60/K), rocnuTanuadmpoBaHa. o
pesynbratam CKT BbIiBNEHbI MOCTBOCNANNUTENbHbIE U3MEHEHHMS
OpraHoB rpyaHOK nonoctu: naespoavadparmManbHble, NeBpPo-
nepuKapamanbHble cnankun ¢ 06emx cTopoH. AKI — putm IKC
C MOCTOSIHHOM CTUMynsuuen npeacepavn. MpoBoaunach KOH-
cepBaTUBHas Tepanusi C NoNOXKUTENbHON AUHAMUKON, 60N1EBOK
CUMHAPOM KynupoBaH. 9xo-KC — nonoctu ceppaua He pac-
LUMPEHbI, AOMOMHUTENbHLIX 06Pa30BaHMI Ha ANEKTPOAaX HeT,
coKpaTtuTenbHas GyHKLMS yaoBNeTBopUTENbHAs. 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-
6amK Ha yxyalweHne cOoCTosiHUA pebGeHKa — roI0BOKpPYKe-
HWe, yyalleHHoe cepauebrenvre, ambynaTtopHoO No pesyfb-
TaTtam XONTEPOBCKOrO MOHWUTOPUPOBaHUA (XM) BbIIBEHbI
3NU304bl MAPOKCM3ManbHOM eNyao4KOBOW TaxuKapauu,
OT rocnuranu3auuu poavTenu oTKasanucb, ambynaTopHO
NOBTOPHO BbINOIHEHO 4-cyTo4HOEe XM: pUTM KapauoCTUMy-
naTopa, cuHycoBbin putM, YCC — ot 70 go 264 /MuH, BbisiB-
NeHbl MapoOKCM3Mbl KPYroBOW KEeNyAO4YKOBOW TaxmKapauu
ctumynsatopa — 17, YHCC — o1 181 go 261/MuH, NapoKCcK3-
Mbl HaJyKenyao4KkoBon Taxmkapann — 12, YCC — ot 190 go
261/MUH.

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

07.04.2017 B HMWLU, CCX um. A.H. baKkyneBa npoBeaeHo
3/1eKTPODU3NONIOTMYECKOE UCCNeoBaHNe, TOYeYHas pagno-
yacToTHas abnsauusa NpaBoro nepellerka, Toye4yHas pagno-
4yacToTHaa abnauus o4aroB IKTOMUYECKUX MNpeacepAHbiX
TaxuKapaum npaBoro npegcepavs. BoinucaHa nop agucnaH-
CepHoe HabloAeHME MO MECTY XUTENbCTBA.

B nanbHeviweMm HeoaHoKpaTHO nocTynana B KPO IPB ang
KOHTPONbHOIro 06¢/1efoBaHUs U OLLeHKM paboTbl IKC.

CoCcTOUT Ha AUCNaHCepHOM yyeTe y neauatpa, AETCKOro
Kapauonora, Hesponora, optonefa, Hedposora, racTposH-
Teponora, odtanbmosnora AN N°2.

16.03.2018 rocnutanusaupoBaHa 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 pesynsbrataM JanbHEWWNX HabMIOLEHUN U KOHCYSIb-
Taumin 10.06.2019 8 HMUL, um. B.A. AnmazoBa 6blia npo-
BejeHa 3ameHa JKC.

14.01.2020 Ha npueMe feTckoro kapauonora AN Ne2
COCTOSIHME YLOB/IETBOPUTENBLHOE, CTabunbHoe 6e3 Meau-
KamMeHTo3HoW Tepanuu. Ha 3KI ot 28.08.2019 — put™m
CWHYCOBBbIN, camocTosTenbHblM, HCC — 77 /MuH, PQ — 0,18.
9KT o1 06.03.2020 — pUTM CUHYCOBbIW, CAMOCTOATENbHbIN,
YCC — 74/MuH.

3aknovyeHue. brnarojapss CBOEBPEMEHHOW [uarHo-
CTUKe, MPEeeMCTBEHHOCTU paboTbl pecnybiMKaHCKUX Meau-
LIMHCKMX YYpEXKOEHUN M LieHTpanbHbiX 6a3 K HacToslemy
MOMEHTY COCTOsIHME pebeHKa yaanocb cTabunmanpoBarb.

KnuHu4yecKuu cnyyam TaXKenoro Te4eHUsst HEKOMMNaKTHOro
MUOKapaa 1eBoro xenyaodka y pe6eHka 1 ropga

KapnukoBa K.B., Munéxuna M.10., Bpbisranuna 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
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AKTyaNbHOCTb. HEKOMMAaKTHbIM MUOKapA 1eBOro Xesy-
noyKka (HMJTXK) — nepBuYHas, reHeTUYeCKU reteporeHHas
KapavomMuonaTtus, fBAsioWasncs CNeAcTBUEM HapylleHUs
pa3BUTUSA CEPAEYHOM MblliLbl Ha 3Tane amb6puoreHesa.
XapaKkTepuayetcs HaauMyinem Hespenoro (ryé4aToro) MMo-
Kapja c pacnonaraloowmmcs noj HUM KOMMAaKTHbIM Crlo-
€M, MOBbILEHHON TPaGEeKyNAPHOCTbID MMOKapAa WM Halu-
ynem rNy6oKUX MEXTPabeKyNsapHbIX MPOCTPaHCTB (N1aKyH).
3aboneBaHne MOXKET MMETb AWNaTaLMOHHbINA UAW TMNEPTPO-
GUYECKMI GeHOoTUMN, NPOABAATLCS CUMMITOMaMKU CepaeyHHON
HepocTtaTodHocTH (CH), aputMmsaMun U anusogamu Tpomoo-
3M60/MI. B TpeTu cnyvaeB BO3MOXHO 6ECCUMMTOMHOE Teye-
HWe Kapauvomuonatuu. [anee npefcTaBneH KIWMHUYECKUM
cliydal TSXKenoro reHetndecku obycnoBneHHoro HMIJTK
y pebeHka 1 roaa.

KnuHnyeckumn cnyyan. Manbumk W., 1 rog 1 wmec.
M3 aHaMHe3a M3BECTHO, 4TO pebeHoK OT MaTepu 35 nerT,
oT 1-in 6epeMeHHOCTH, BO BpPeMS KOTOPOW AMarHoCTUpO-
BaH ruMnotupeos (nosnydana tepanuio L-TUPOKCUHOM). pu
NJaHOBOM YNbTPa3BYKOBOM uccnegoBaHuu (Y3M) nnoga Ha
32-33-1 Hep rectauuu BbiSIBNEHbI YBENMYEHWE pPa3MepoB
cepaua v HapylleHWe cepie4Horo putma y pebeHka.

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

Ha 6-e cyT »M3HM pebeHoK 6bin nepeBedeH B OTae-
fleHne peaHMMaLMu U UHTEHCUBHOM Tepanun HOBOPOXK-
NEeHHbIX [JeTCKON ropoACKOM KIMHUYECKOW OGOMbHULLbI UM.
3.A. bawnseBon, rae BepudULMPOBAH AMArHO3 HEKOM-
NMaKTHOrO MWOKapaa 060MX XKenyao4YKoB (COOTHOLIEHWe
HEKOMMNAKTHOr0 CNosi K KOMNaKTHOMY 2:1) ¢ AunartauuoH-
HbiM deHoTMNoM. OTMEYanoCb CHUMKEHUE COKpPaTUTENbHOM
Cnoco6HOCTH cepaLia (bpaKumsa BblOpoca NeBOro Kenyaoyka
(PBJTXK) — 50%), NpM3HaKM HapyweHUs AMacTOMYECKON
yHKLUMM JIXK no 1-my TMny, OTHOCUTENbHAsA HeAOCTaTOYHOCTb
MWTPaNbHOrO KnamnaHa TSXeNon CTeNeHn U TpexcTBopyaTo-
ro KnanaHa yMepeHHOW CTeneHu, pe3unayanbHas fieroyHas
runepTeHsuns. KnMHnyeckn otmeyanmucb CUMNTOMbl HeaocCTa-
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To4yHOCTM KpoBoo6paueHusa (HK) IIA—b cteneHun. YuutbiBas
paHHMI Ae6iloT 3aboneBaHMs, UCKIOYaAIUCh BPOXKAEHHbIE
NOpoKK cepaua (B ToM yucne cuHapom bnaHta — Yanta —
[apnaHpa), MMOKapauT. bbin YTOYHEH CEMENHbIM aHaMHES3:
YCTaHOBJIEHO, YTO Yy CECTPbl MaTepu MMeeTcs Mofjo3peHune
Ha Ha/lMyne KapguomuonaTtuu (He obcnenoBaHa), a efylKa
pebeHKa No MaTepMHCKOW MHMKM ymep B Bo3pacTe 40 net
OT MHbapKTa MUOKapaa. 3To NO3BONMIO0 3aM0A03PUTb FreHe-
TUYECKMI XapaKTep 3aboneBaHua y pebeHKka. Mogbupanoch
Jle4eHne ¢ NpPUMEeHeHMeM WHOTPOMHbLIX NpenapaTtos (gona-
MWH, @ 3aTeM OUIFOKCWH B NOAAEPKUBAIOLWEN A03€e), KanTo-
npuna, AMypeTUKOB C LieNblo FreMOANHAaMUYECKON Pa3rpy3Ku
(cnnpoHonaKToH, ¢ypocemua), aHTMarperaHToB (aleTtuiaca-
nmumnoBas Kucnota). ManbymK 6bl1 BbiNMUCaH C PEKOMEH-
JaumMaMu NMPOAO/IIKEHUA Ha3HavyeHHoW Tepanuu. 3atem
pebeHOK elle ABax/bl MIaHOBO rocnutanvMaupoBancsa Ans
AVWHaMU4YecKoro HabngeHNs U KOPPeKLMK Tepanum ¢ y4e-
TOM npubaBkM maccbl. OgHAKO, HECMOTPS Ha MPOBOAMMOE
aKTUBHOE JfleyeHue, OTMeYanocb [JafibHeHlee CHUXeHue
OBJIXK po 28%. Ha doHe runepsonemun B Masom Kpyre
KpoBooOGpalleHUs y pebeHKa pa3BuBaInCb HEOLHOKpPaATHbIE
NMHEBMOHWU, TaKKe CNYXMBLUME MOBOAOM N5 rocnutannsa-
UMM B cTauuoHap. [MoaTBEp)KAEH FeHETUMYECKMI XapaKTep
3aboneBaHnsi — BbisiBNeHa mMyTaums B reHe MYH7, npuBo-
AdAlasn K NaTtoNorun Taxenblx Lenen B-MnmosnHa.

B Bo3pacTte 7 MecC *M3HW pebGeHoK Haxoaunca B PrAy
«HMWU, 3g0poBbs fetenr. [poBeaeHO NOBTOPHOE reHeThye-
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 pe3dynbrataM 3XOKapau-
orpadmm (3xoKI) — npusHakn HMJTXK ¢ yBennyeHnem nesbix
OTAENOB cepiLa, aHeBpM3MaTUYeCKoe BbiNg4yMBaHUE B anu-
KanbHOM cermeHTe JIXK, OB/ — 20%, oTHOCUTEeNbHas
HEeAOoCTaTOYHOCTb MUTPasbHOMO KianaHa — A0 3-W CTeneHu.
lpoBeneHa KoppeKuusa Tepanuu: ans npoduUnakTuKu pemo-
[eNMpPOoBaHUs MMOKapaa U C LieNblo HEMPOrymopasbHOW pas-
rPYy3KW MPOJO/IKEHA Tepanus KanTonpuiom, a TakKe Ha3Ha-
YyeH [B-6nokatop (Kapseamnon). [JUroKCUH Obla NOCTENEHHO
OTMEHEH, AMypeTMyecKas Tepanus NPOACIKEHA B MPEXHEM
o6beme. KnnHMYecKn yganocb AOCTUYb YMEHbLUEHUS MPOSiB-
nenunin HK, no IxoKIN — ®BJIXK yBennumnack go 37%.

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

CuHpapom UueHKo — KywuHra
MapbuHa O.U.

MOpPO30BCKOIM AETCKOW FOPOACKON KIMHUYECKOW 6ONbHULbI
cocTtoanacb B Aekabpe 2019 r. ¢ Kano6amMu Ha OAblLKY,
oTeku. [pu ocmoTpe obpaLlanv Ha cebsi BHUMaHWE OTEYHbIN
CUHAPOM (OTEKM B MapaopbuTanbHbix 06/1aCTsX, MaCTO3HOCTb
roneHen), ofblllKa € 4actoTon AbixaHus o 60/MuH, nme-
710 MECTO paclUMpeHne rpaHul, OTHOCUTENbHON CEpAEeYHOWM
TYNocCTH BfIEBO (40 cpeaHen NOAMbILLEYHON IMHUK), TYXOCTb
TOHOB cepiua, yBenuyeHwe pasmepoB neyveHu Ao +4 cMm
no npaBoON CPefHEKTIOYMYHON JIMHUU. Ha peHTreHorpamme
OPraHoOB rPyAHOM KNETKM MMENIO MECTO YCUIEHUE NIEFOYHOIO
PUCYHKa 3a CYeT BEHO3HOro KOMMOHEHTa, 3Ha4yuTenbHoe
pacliMpeHue TeHU cepaua, KapauvoTopaKasibHbl WHAEKC
(KTH) — 70%. Mo 3xoKI: HMJ1}K (oTHOLWEHME HEKOMMAKTHO-
O CNOSt K KOMNaKTHOMY 2,5:1) ¢c AunaTaumMoHHbIM GEHOTUNOM
(aKcueHTpuyeckaa runeptpodus JIXK, pacwupeHue noso-
cten JIXK 1 nesoro npeacepans), BolpaxkeHHaa anddysHas
runokmHesuns JIXK, rno6anbHas cokpatumocTb JIXK cHMKeHa
(PBNK — 28-30% no Temxonbly, 35% — no CMMMCOHY),
OTHOCUTENIbHas HEeAOCTaTOYHOCTb MUTPANIbHOro KnanaHa
TSXKENOW CTEeNeHW U TPUKYCMUAANbHOMO KnanaHa ymepeH-
HOW CTeMeHMu, pacyeTHoe AaBfieHWEe B MPaBOM XKeNnyaouke
(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-
UTENBbHOIO KIIMHMYECKOro addeKTa B BUAE KynupoBaHUS
OTEYHOr0 CMHAPOMa, COKpalLeHUst pa3MepoB neyveHu. B cta-
6MNBbHOM COCTOSIHUM peBEHOK Bbl BbIMUCaH C PpEKOMEHAaLIN-
AMU NPOAO/IKEHUSA Ha3HAYEHHOro NleYeHUs U HabalaeHus
B AMHaMuKe.

3aknoueHme. Hactodwmnm onucaHMem XoTenocb Mnpo-
[EMOHCTPUPOBATb BapUaHT TAXKENOro TeYeHUs MNepBuY-
HOM Kapanomuonatun — HMJIK. 3aboneBaHue 06yCnOB-
JIeHO naTtonoruev TsXenblx uenen B-mMuo3vHa Ha GoHe
MyTauuu B reHe MYH7, 4To npuBeno K pa3BUTUIO Bbipa-
YXEHHOW aunaTtauuu nosocTen cepiua U CUCTOSIMYECKOM
OMCOYHKUMN YIKe BO BHYTPUYTPOGHOM nepuoge. PebGeHoK
TpebyeT perynspHoro HabalAEHUS U KOPPEKLMU Tepanuu
B YCNOBMUSAX KPYMHbIX MHOrONpoo®uabHbIX CTaLWOHapoB,
oTMe4yaeTcs HepocTaToyHasas 3OPEKTUBHOCTb 6Ga3UCHO-
ro KapAuoJIOrMYECKOro JIeYEHUs, COXPAHAETCH TAXKeNbln
NporHo3. BbisiBNeHWe KapavomMuonaTuuM C paHHUM ae6to-
TOM €BASIeTCA MNOKal3aHWEM [Ans reHeTuyeckoro obcene-
[OBaHUS C MOCAeayloLnM KOHCYIbTUPOBaHWEM pebeHKa
M POACTBEHHUKOB OTHOCWUTENIbHO BOMPOCOB NiaHWpOBaHUA
CEMbM.

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

PIre0Yy BO «ApocnaBCcKUi rocyaapcTBEHHbIM MeAULIMHCKUI YHUBEpPCUTET» MnHUCTEpPCTBa 34paBooxpaHeHns PoccrincKom
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AKTyanbHocTb. CuHapom MueHko — KylinMHra — Kom-
NAEKC KIMHUYECKMX CUMNTOMOB, BO3HMKAIOLWMX BCIEACTBME
M36bITKa MIOKOKOPTUKOMAOB. [10 AaHHbIM aMepUKaHCKUX
uccnefosaTtenen, cMHApoM KyliMHra vaue BCEro Bbi3bl-
BaeTCs 3K30MEHHbIM MOCTYMNNEeHUEM [IIOKOKOPTUKOUAOB.
JHIOreHHas npuymMHa BcTpevaeTcs peako M B 90% cnyvyaes
pa3suBaetcad B 25-40 net. ExerogHas 3a601eBaemMoCTb
3HAOrEHHbIM cMHAPOMOM KylwinHra coctasnser 13 cnyyvaes
Ha 1000000 yenoBekK. M3 atoro yncna 70% cny4yaes Bbl3Ba-
Hbl AKTI-npoayumpytowen onyxonbto runodusa (KOPTUKO-
TponuMHoMma, 6one3Hb NueHko — KywuHra), 15% cnyyaeB —
AKTI-npoayumpytoLwen onyxonbto MHOM Nokanusaumnn n 15%
clydaeB — OMyxonblo HaanoyeyHwka. 3aboieBaemMoCTb

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

KnuHuyeckum cnyyai. lMauneHtka M., 14 neTt, nocTynu-
Nna B 3HAOKpMHONOrnyeckoe otgeneHne 061acTHOM OETCKOM
KJIMHUYECKOW 60NbHULUbI I. ApocnaBns ¢ xanobamu Ha yBe-
NIMYeHNe Beca, 3afepPKKy pocTa M MOJ0BOro pPasBUTUS,
YyacTble rosoBHble 6011, NOBbILEHHOE apTepuanbHoe AaBne-
HWe, nepuoanyeckme 60aun B 061aCTU CNUHbI.

Anamnesis morbi: C paHHero Bo3pacTta oTmevaeTcs
rMNEePTPUX03 KOHEYHOCTEeW, CNUHbI. BnepBble o6cnefoBaHa
3HAOKPUHOMIOrOM MO MECTY XMUTeNbCTBa B Bo3pacTe 12 net
B CBSI3W C BblPaXKEHHbIM FMNEPTPMUXO30M; H8 MOMEHT OCMO-
Tpa 9HAOKPUHHOW NaTONOMMKU He BbisiBNeHo. C 12 neTy pebex-



Ka OTMeyvaeTcsl OoTCTaBaHWe B POCTe, MOsIBJEHWe Bbipa-
YEHHbIX TOM0BHbIX 601€el, NPOrpeccuBHbIM Habop Macchbl
Tena, NoOBbILEHWE apTepunanbHOro gaBneHus. O6cneqoBaHa
HEBPOJIOrOM B YC/I0BUAX CTaLMoHapa, yCTaHOBJIEH ANarHos:
BEretococyauctast AUCTOHWUS, MUrpeHenoaoGHbI CUHAPOM
Nno rMNepTOHMYECKOMY TWMy, Moayyana CUMMMTOMaTUYECKYIO
Tepanuio.

B mapTte 2019 . — KOMMPECCUOHHbIVM Nepenom no3Bo-
HOYHMKa (Th4, Th7), BO3HWKWWA NpU NageHnn € BbICO-
Tbl cOBGCTBEHHOrO pocta. B uone 2019 r. o6cnegoBaHa
B 3HAOKPWHOMOTMYECKOM OTAENTIEHUU MO MECTY XKUTENbCTBA.
B ropMoHanbHOM npoduie oTMe4anncb NoBbILIEHNE YPOBHS
KopTu3ona (723 HMONb/N), HapyleHUs 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 0dTaNbMOOrMYECKOr0 OCMOTPa — aHrnonaTus
no rMNepTOHMYECKOMY TUMy, YCTaHOBMEH AnarHos: bonesHb
MueHko — KywuHra (?), cteponaHbln anabet, cumnToma-
TUYyecKaa apTepuanbHas runepreHsus. Cneunduyeckoro
neyeHns He nonydana. o npeacTaBfEeHHbIM BbIMUCKaAM
no MecTy »utenbctBa ypoBeHb AKTI He nccnepgoBaH, MPT
roON0BHOIr0 MO3ra He npoBoaufacb. B Hos6pe 2019 1. npu
obcnegoBaHuu poct coctaBnsan 140 cm (SDS -3,35), otme-
Yyanocb nepepacnpefesieHne MoAKOXHO-XXMPOBOW KeTyar-
K1 Nno abaoMuHanbHOMY TUMY, KIMMaKTEPUYECKUI FOpOUK,
BbIPaXEHHbIN MaTPOHM3M, 3afepiKKa MOJ0BOro pasBuTHS,

yMepeHHasa apTepvanbHas runepteHaus. Mo gaHHbIM PeHT-
reHAEHCUTOMETPUN BbISBIEHO 3HAYUTENIbHOE CHUXKEHUe
KOCTHOM MNIOTHOCTK (z-score — 4,8), oTMedvanacb 3aepxKa
KOCTHOro Bo3pacTta (KOCTHbIM Bo3pacT coctasnsan 11,5 net
npu nacrnoptHoMm Bo3pacte 14 net). Mo gaHHbiM MCKT
OpraHoB OPIOLWHOW MOSIOCTU BbISIBIEHO 06beMHOE 0b6pa-
30BaHWe eBOro HaAno4yeyHuKa (KJIMHUYECKU KOPTUKO-
cTepoma). Ha OCHOBaHWKM BblparKEHHOM 3afepXKW pocCTa,
KTIMHUYECKOW KapTUHbI TMNEPKOPTU30/IM3Ma, JaHHbIX FOPMO-
HaNibHOro Npoduns (NoBbILLEHUE YPOBHS KOPTU30/1a B YTPEH-
Hee (699 HMonb/n) M BevyepHee (515 HMONb/N) Bpems,
CHWKeHue ypoBHa AKTI (1 nr/mn), aaHHbIx Y3U, MCKT Haa-
NOYEe4YHUKOB (afeHOoMa N1eBOro Haano4Ye4yHMKa)) yCcTaHOBAEH
[AMarHo3 «cuHapom MueHko — KylivHra» 1 peKomeHgoBaHo
npoBeAeHWEe OrnepaTUBHOro NeyYeHus.

B pekabpe 2019 r. npoBeaeHa NE€BOCTOPOHHASA nana-
pocKonuyeckas agpeHanakToMus. [MCTonornyeckn onyxosb
COOTBETCTBOBaNa af€HOME C BbICOKOW (GYHKLMOHANbHON
aKTMBHOCTbIO. B nocneonepaunoHHOM nepuoae nonyyana
Tepanuio npenapatamMu rIOKOKOPTUKOMAOB C MOCTOSHHbIM
CHUXEHWEM A03bl.

3aknoyeHue. Beneacterne 605blWOM pa3HoOHaNpaBieH-
HOW rpynnbl CUMNTOMOB M PEAKOM BCTPE4YaeMoCTW AaHHOWM
naTofiorun y feten BO3HUKAIOT TPYAHOCTU B AMArHoCTuke
1 NOCTaHOBKE MpaBW/IbHOro AnarHo3a, YTo BieYeT 3a co60#M
YXyALIEHWE COCTOSIHWA MalMeHTa, PasBWUTUE OCIOXHEHWM
M yMEHbLUIEHWE LWaHCOB Ha BbI3A0POB/EHME.

KnuHu4yecKui npumep: CUHAPOM MIOKO30-ra/lakKTO3HOM

Manbaécopoyuumn

MewaHnuHoBa H.B., BoHpapeHko A.A., MaTtueBa [1.B.

HayuHble pykoBoauTtenu: AHyweHko A.O.; linnosa M.M., K.M.H., AOLlEHT
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AKTyaNbHOCTb. [J1II0OKO30-ranakrto3dHas manbabcopoumsa —
peakoe o6MeHHoe 3aboneBaHMe C ayTOCOMHO-PELLECCUBHBIM
TUMNOM HacnefoBaHUs, MPOSBASIOLEECH HapyLWeHWeM Bcachl-
BaHMS MIOKO3bl U FalaKTo3bl B TOHKOM KULLIEYHUKE U, KaK crnea-
CTBUE, TENBLIM TEYEHUEM C NEPBLIX AHEN XKM3HU C OCMOTUYE-
CKOW gnapeen v runoruvapataumen. HapyweHve BcacbiBaHMS
MIIOKO3bl U ranaKkTo3bl 06YCnoBAeHO LedeKTOM HaTpUR-IIto-
KO3HOro KoTpaHcrnopTepa 1-ro Tuna, KoTopbin obecrnevynBaet
AKTUBHbIM TPAHCNOPT IOKO3bl U CTPYKTYPHO CXOHOWM C HEN
ranakTo3bl U3 NPOCBETA TOHKOM KULLIKKM B 3HTEpPOLMTLI. Kpome
TOr0, HaTPUM-MIOKO3HbIM KOoTpaHcrnopTep-1 cnoco6eTByeT
peabcopbLMK MIOKO3bl B MPOKCMMasbHbIX KaHanbliax NoyekK.
TpyoHOCTb OMarHOCTMKM OOyCnoBneHa pPeaKkon BCTpevyaemo-
CTblO A@HHOM NATONOMMKU U BOMbLWIKMM KOMMYECTBOM 3aboneBa-
HWM, NPOTEKAIOLWMX C CUHAPOMOM MaSibabCopOLMK.

KnuHnyeckun cnyvan. PebeHoKk X., 5 ner 11 wmec,
OT 6/IM3KOPOACTBEHHOrO 6paka (MaTb M OTel, — ABOKOPOA-
Hble 6part 1 cecTpa). N3 aHamHe3a U3BECTHO, 4TO Y pebeHKa
Ha rpyaHOM BCKapM/IMBaAHUM C POXKAEHWUS MOCME Kaxaoro
KOPMAEHNUS KUAKUIW, BOAAHUCTbIA, NEPUOANYECKU XKUPHbIN
cTyn. B cBS3Kn ¢ 4yem B Bo3pacTe 1 Mec nocnegoBatefibHO
nepesefeH Ha 6e3N1aKTO3Hble CMecH, cpefHeLenoyeyHble
TPUIAWLLEPUABI, COEBYIO CMeCh. [1oCTOSHHO nosy4an pepmeH-
ToTepanuto, aHTubaKTepmanbHytlo Tepanuio. C 8 mec nepe-
BeAEeH Ha napeHTepanbHOe NUTaHue, aHTepasnbHO Moayyan
6€e3MON0YHYI0 CMEeCb, 3a CYET Yero OTMeYasocb He3Hauywu-
TeNbHOE KIIMHUYECKOE YNydLlleHHe.

B 11 mec BnepBble NOCTYNWI B racTpo3HTEpoOsiOrnye-
CKoe oTfeneHue. lNpn 0CMOTpe COCTOSTHUE TAKENOE, Kanobbl
Ha OTCYTCTBME NPUGABKU B MacCe, YacCTblV XXUAKUI HenepeBa-
peHHbIn cTyn Ao 10 pas, pasaparkKUTenbHOCTb, KanpU3HOCTb,
6€eCrNOKOUCTBO Mocne efbl, Bbipa)keHHOe B3JyTUE XWBO-
Ta. JInxopagKa, MHTOKCUKALMSA, BbIPaXEHHOCTb KULEYHOro
CUHApPOMa WM 6GEeNKOBO-3HepreTMyecKkass HegoCTaTOYHOCTb.
Ha doHe npoBefieHHON MHOY3UOHHOW Tepanuu NosBUIIUCH
M3MeHeHus: pebeHoK npubaBnaan B Macce, KynupoBanacb
BOCNauTeNbHas aKTMBHOCTb, HO BbIPaXKEHHOCTb KULLEYHOIO
CUHApPOMa U GYHKLMOHaNbHbIE PACCTPOMCTBA COXPaHAIUCH.
B xoge KomnnekcHoro o6cnefoBaHUs OblIM UCKIOYEHDI
LlelMaKkns, MyKOBUCUMAO03, aHIHAOKPUHO3 KMLIEYHWNKA, aMu-
Hoauugonatuu. Y4utbiBas rMUCTONOMMYECKOEe 3aK/lovyeHue,
BbICOKME TUTPbI ayTOAHTUTES, HAIMYKNE annepruyecKoro Kom-
NOHEHTa, NMOHOCTbIO UCKITIOYUTL ayTOUMMYHHOE MopaxeHue
KWLWEYHMKa He NPeacTaBasioCh BO3MOXHbIM, B CBA3MU C YEM
pebeHKy Ha3HayeHbl MIOKOKOPTUKOCTEPOUabl M3 pacyeTa
1 Mr/Kr BHyTPMBEHHO C MEPEXOAOM Ha MepopasbHbIi Npu-
€M — C YMEPEHHOW MONOXNUTENbHON ANHAMUKOW.

Ha ocHOBaHMM AaHHbIX OCMOTPa, OTCYTCTBUSA BblpaXeH-
HOW NONOXUTENbHOM AMHAMUKK Ha GOHE NPOoBOAUMON Tepa-
MUK, OPraHMYeCKON MaToNOrUKN U TUCTONIOTMYECKUX U3MEHE-
HUW, HanMumMa HedpOKanbLMHO3a, a TaKKe KOHCYybTauun
[AuveTosnora, reHeTuKa, Hedposora Helb38 UCKNIOYUTb Teve-
HWe [/II0KO30-ranakTo3HoM HepocTaTo4yHocTU. M3 pauumo-
Ha UCK/IIOYMIIM NPOLYKTbI, COAepKallme KO3y, caxapoay,
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Short Report

KpaTkue cooGuieHusn

ranaktosdy v nakTosy. Ha 4-e cyT oT Ha4yana gueTbl oTMeYa-
Nlacb BbIpaKeHHasi NoNoXMTeNbHas AMHaMUKa: YacToTa CTy-
Na coKpaTtunacb o 5 pas, a Yyepes Hegento — ao 1-2 pas.
Ctyn odbopMNEHHbIN, B3AyTUE U ra3o06pa3oBaHue Kynupo-
Ba/IUCb. YYWUTbIBAS MONOXKUTENbHYIO AWHAMUKY, ynyylleHue
06LLero CoCTOSAHUS, HopManu3aumio 3MOLMOHaNbHOro GoHa,
KynMpoBaHWe KULWEYHOro CUHAPOMa, 06beMbI NapeHTepasb-
HOro MUTaHWS MOCTEMEHHO YMEHbLUEHbl A0 MOJIHOW OTMe-
Hbl, Ha GOHe Yero obliee cocTosHMe peGeHKa OcTaBanioch
CTabunbHbIM, B Macce NocTeneHHo NpuGaBnsi, KULWEYHbIN
CVYHAPOM OTCYTCTBOBaJ. 3aTeM Ha4yaTo CHUXKEHUE A03bl [T1t0-
KOKOPTUKOCTEPOMIOB A0 NOAHOM OTMeHbI. C 11 mec Ha dpoHe
noao6paHHON AMEeTbl COXPaHAN KIMHWKO-N1abopaTopHYLO
pemuccuio.

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

nanbnauun Markuin, 6e360ne3HEHHbIN BO BCEX OTAenax.
Ctyn opopmMeHHbIM M KaweobpasHbii, 1-3 pa3a B OeHb,
6e3 naTonorMyeckmnx npumecen. lNpoBeaeH rnOKO30ToNE-
PaHTHbIN TECT, pe3ynbTaT KOTOPOro COOTBETCTBYET MNIOCKOM
caxapHOW KpPUBOW, YTO HE UCKIIOYaET ManbabcopOLumIO Mto-
KO3bl. B pesynbrate MONEKynpHO-reHeTMYECKOro nceneao-
BaHMWA B 3K30He 15-ro reHa SLC5A1 BbIIBNEH HYKNEOTUAHbIM
BapuaHT ¢.1916del (chr22:32506121del; NM_000343.3)
B FOMO3UIOTHOM COCTOSIHUM. HYKNEeoTUAHbIA BapuaHT onw-
caH B MexayHapogHon 6a3e gaHHbix HGMD professional
y NauWeHTOB C [IIOKO30-ranakto3Hon Manbabcopbument.
CornacHo 6a3e gaHHbix OMIM, myTtauuu B reHe SLC5A1
onucaHbl y NauUMEHTOB C [/IIOKO30-ranakro3HoOM Manbab-
copbumnen (OMIM #606824), HacnegyeMon No ayToCOMHO-
peLeccuBHOMY TUMY.

3aknyeHune. CoyeTaHne cuHApomMa ManbabcopbLmm
TMIIOKO3bl, ralakTo3bl, Caxapo3bl U NIAKTO3bl, HedGPOKaNbLW-
HO3a W MONOXWUTENbHON AMHAMUKKU Ha GOHe 3NMMUHaLM-
OHHOM AWEeTbl MO3BONIUNO CY3UTb AWArHOCTUYECKUN MOUCK
M CBOEBPEMEHHO MOCTaBWTb AMAarHo3, BMOCNeACTBUM MOA-
TBEPXKAEHHbIN MONEKYNAPHO-TEHETUYECKUM WCCefOBaHu-
eM. NporHo3 6naronpUsATHbIN.

Bceraa nu papmaKkope3ucTeHTHaA 3NUaencus npocTo

anunencua?

Hukutckasa A.C., MutpodaHoBa B.[1., Bepewak [.11.
Hay4Hbi pyKoBogutenb: Co6oneB B.b.
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AKTyanbHoCTb. CuHapoM XabepneHaa — KpanHe
PEeAKUM HEMPOKOXHbIM CUHAPOM W3 rpynnbl dakomaro-
30B. BnepBble AaHHbIM cuHAPOM Obln onucaH B 1970T.
XabepneHaom K lepy, U Ha JaHHbIK MOMEHT B npodeccuo-
HanbHOW NuTepaType npefcTaBneHo nopsaka 60 cnydaes,
Ccpeau KOTOpbIX TOSIbKO Y MOMOBUHbI OblIM 3NUNenTUYECKHe
npucTynbl. OCHOBHBIMW KIUHUYECKUMU KPUTEPUAMU 3TOrO
cuHapomMa aBnfAoTcA: 1) OAHOCTOPOHHME JIMMOMATO3Hble
KOXXHble HOBOOGpa3oBaHus; 2) anoneuus; 3) uncunatepanb-
Hble 0PTanbMOIOrMYECKNE U HEBPOIOTMYECKNE NMOPOKK pas-
BUTUS; 4) Apyrve BUcLepanbHble MOPOKU B BUAE KOapKTauuu
aopTbl, ONYXONEN YENOCTH, KOCTHbIX KUCT.

KnuHnyeckuin cnyvyan. B KIMHWMKY T MOCKBbI Ans
o6cnefoBaHMa B CBA3WM C HanuuveM dapMaKope3WCTEHT-
HbIX 3MUAENTUYECKUX MPUCTYMOB MOCTYNWA nauueHt 5 net
(11.07.2012 r.p.). '3 aHaMHe3a M3BECTHO, 4YTO PebeHOK OT
1- 6epeMeHHOCTH, NpoTeKaBLleh Ha GoHe yrpo3bl Npepbil-
BaHusa B | TpumecTpe. C poxaeHnsa HabnogaeTcs KapamMosno-
roM C JMarHo30M «KoapKTauus aopTbi». Cpean BUcLepanb-
HbIX @aHOManuv pas3BUTUS AMArHOCTMPOBaHbI: 1) aHomanus
pasBUTUS MOYEK — Ta30Bble MOYKK; 2) OMyXOSib HUXKHEW
yentoctu. O4aroBble ANUTENbHbIE AMUNENTUYECKUE NPUCTYMbI
B BWAE CTEPEOTUMHbLIX MOTOPHbLIX TOHUYECKUX [ABUMXEHWUM
nossuancb B Bo3pacte 3 Mec. [onbiTka nogbopa Tepa-
nUK 3NWNENCUM B TEYEHWEe HECKONbKMX neT 6e3ycneluHa.
Bbinn ncnonb3oBaHbl 3TOCYKCMMUA, pydruHaMu, knobasam,
Ba/NbnpoeBas KucnoTa, KapbamasenuH M OKCKap6as3enwuH,
Tonupamar B CTaHAapTHbIX 419 Bo3pacTa pebeHKa J03UpOoB-
Kax. Ha momeHT o6cnefoBaHus nosydyan nesetTupaeram
1000 mr/cyt. B xoge neyenus anunencum 6bi10 obpalle-
HO BHMMaHME Ha KOXHble 06pa30BaHus, Obll 3anog03peH
daKomaTtos, B CBSI3N C 4eM pebeHOK 6blnl KOHCYLTUPOBaH
fAepmatonioroM. bbina BbiNonHeHa 6uoncus obpas3oBaHui
KOXW N5 NOATBEPXAEHWS npejnosaraemMoro juarHosa.

o pesynbratam 6UoONCUMK onpeaeneHHbl o4aroBbii GU6pPO3
KOXMW, MOBbLIWEHHOE KOMWYECTBO MOAKOXHOIO upa, pac-
NPOCTPaHAIOWEroCH B BEPXHIOID PETUKYNAPHYIO Aepmy. MNpu
OCMOTpE BbISIBNIEHbI CTUTMbI AN33MOpHOreHe3a: Yepen acum-
METPUYHbIN, NuLEBblE AucMopdun, 6opoaaByaTeie 06paso-
BaHWs B 0611aCTU BEPXHUX BEK (IMMoMaTto3Has ramaptoma
BEKa crnpasa), HapyleHHbIM POCT PecHUL, crnpasa, BU3ya-
nmaupyetca anubynbbapHbIiM gepMouns (B BMAE 04aroBoOro
nepudepryeckoro MOMYTHEHUS POroBMULIbI — 3pEeHMe Ha
YPOBHE CBETOOLLYLIEHUS), YHACTKU IMHENHOW TUNEepnurmeH-
TalLMK Ha KOXe KOHEeYHOCTeM, TyNoBULLa, NOAKOXKHAasA Inno-
Ma B NI06HON obnactn cnpasa. IMET MecTo ymCTBEHHas
1 peyeBas 3afeprKKa, [UCTOHMYecKasn pasrnbaTenbHas ycTa-
HOBKa CTOMM, MblLLIEYHbIV TOHYC CO CKTOHHOCTbBIO K TMMOTOHUM.
Mpu npoBegeHnn MPT BbifiBieHa atpodua ¢ aHrMoOMaTo30M
M MNOIMMUKPOrMpuen B nNpaBoOM mnonywapuun. 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 AuarHocTuye-
CKMEe KpuTepuu cuHapoma XabepneHaa (guarHoCcTU4eckue
KpuTtepun Moog ans ECCL): 1) odpTanbmonormyeckue pac-
CTPOMCTBA (XOPUCTOMa POroBULbl); 2) KOXHble MOoparKeHus
(noaKoXHasa nvnoma B NIOGHO-BMCOYHOW 0O6GnacTu, yano-
Bbl€ KOXHble NMOParKeHUs Ha BeKax); 3) NMopaxKeHus Apyrux
OpraHoB (KOapKTalLus aopTbl, OMyXOJib HWXHEW YestoCTH);
4) paccTponcTBa LEeHTpanbHOW HEPBHOM CUCTEMBI (aTpodus
C aHrMoMaTo30M W MOJMMUKPOrMpUen B MpaBoM nosyla-
puK), YTO NO3BOJIET HA OCHOBaHWUW BOBJIEYEHUSA 3 CUCTEM
C ABYMS M 605ee OCHOBHbIMU KPUTEPUSMM MOCTaBUTb Auna-
rHO3 «CMHAPOM XabepneHaa».

3aknueHue. [aHHbI KIMHUYECKUMI Ciydan sBaseTcs
APKUM MPUMEPOM TOr 0, HYTO JII060E PE3UCTEHTHOE K CTaHapT-
HOM Tepanuu 3aboneBaHne y pebeHKa TpebyeT yrnybaeHHOro



W HecCTaHZapTHOro o6cnefoBaHUA MalleHbKOro nauueHTa.
Mpy HanMYMM 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, layke MMes Ha pyKax [JaHHble reHETUYECKO-
ro UCCNeaoBaHUs, MOXHO TOYHO MOCTaBWUTb TAKOMW CIOMHbIN
HacneacTBEHHbIV MarHo3, KaKk «CMHAPOM XabepneHaar.

OcTpblit MUEeNUT MHPEKLIMOHHOM 3TUOJIONUU KaK NpUYnHa
CUHApPOMa OCTPOro BAJIOro Nnapanauya B AeTCKOM Bo3pacTe

OmenbueHko C.B., TypuuHey A.M., Pycckun B.O.

HayuHbi pyKoBoauTenb: XonuH A.A., A.M.H., npodeccop
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AKTyanbHoCcTb. OHUM U3 BaXKHENLLMX 3TarnoB NPUHATON
B 1988 r. BO3 NporpaMmbl IMKBUAALMKX NONMOMUENNUTA ABNS-
/I0Cb NpoBeAeHne Haa3opa 3a CMHAPOMOM OCTPOro BSIOro
napanuya. CuHApOM OCTPOro Bs0ro napanuya (OBI) — ato
noboe ocTpoe 3aboneBaHne y pebeHka go 15 net ¢ OBIl
WKW CXOLHOE C MOJIMOMUENUTOM 3abosnieBaHue y 60bHOro
noboro Bo3pacrta. Psag 3a6oneBaHuit CONPOBOXAAETCH pas-
BUTHEM cuHapoma OBI1, B ToM yncne MHOEKLIMOHHbIE nopa-
eHns nepudepuyeckor HepBHOM CUCTEMbI U CAMHHOIO
MO3ra (Bbl3BaHHbIE MOJMOBUPYCAMK, HEMONMOIHTEPOBUPY-
camu, repnecsupycamu), cuHapom lmineHa — bBappe, ocTpbIn
nonepeyHblid MUEenuT, 60/1Ie3HN ABWUraTeNbHOro HEMpoHa,
pexe — TpaBMaTU4YECKMUE HEBPUTbI, HAPYLLIEHUS KPOBOCHA6-
YEHWSA M OMNyxonn CMHHOro Mo3ra. BeisiBneHue Bcex cnyya-
eB 3aboneBaHui, npossBasowmxcs cuHgpomom OBI1, Kak
NoTeHLMaNbHbBIX CliyYaeB nonvomuenurta Tpebyet nposene-
HUS HEMEANIEHHOro 3MNUAEMMUONIOTMYECKOro paccnefoBaHus
1 ABNseTcs NokasarteneM 3PpOEeKTUBHOCTU CUCTEMbI anuae-
MWONIOrMYECKOro Haa30pa U COXpPaHEHUsI BbICOKOTO YPOBHS
HACTOPOXKEHHOCTU MEAMLMUHCKUX PabOTHUKOB B OTHOLIEHWUHK
nonvomuenuta. lNpoBeaeHne anddepeHLmanbHOM anarHo-
CTUKKM cuHapoma OBI1 npegctaBnsier 6onblive TPYAHOCTH,
0 4YeM CBUAETENbCTBYET CMEeAYIOLWMIN KITMHUYECKUI CyYan.

KnuHuyeckun cnyyan. MNMaumertka T. (29.12.2015 r.p.).
HacneactBeHHOCTb He oTdAroweHa. OT 1- 6epemMeHHOCTH,
npoTtexkaslen duanonormyeckn. Poabl camocTosTeNbHble,
B CPOK. [pu poxaeHunn macca Tena — 3150 r, anvHa Tena —
50cMm, oueHkano wrkane APGAR —8/9 6annos. Habnwoganacb
neanaTpoM U KapavMonaorom no noBoAy BPOXAEHHOMO NOpPoKa
cepiua (OTKpbITOe OoBaNbHOE OKHO). MOTOpHOE M pedyeBoe
pasBuTMe no Bo3pacTy. BakumMHMpoBaHa B COOTBETCTBUM
¢ HauuoHanbHbIM KaneHgapem MNpoPUNAKTUYECKUX MNPU-
BMBOK. B 3 roga 8 mec (KoHel, aBrycta 2019 r.) nepeHecna
OCNOXKHEHHYI0 MHOEKLNIO, BbI3BAHHYIO BMPYCOM MPOCTOro
repneca 1-ro Tuna, nony4ana ne4yeHue aLumMKIOBUPOM.

C 07.09.2019 oTmeyanocb NoBbILEHUE TemnepaTypbl
[0 38 °C B TeveHue 2 AHeNn, Kallesb; 6bl1a Ha3HaYyeHa aHTU-
6aKTepuanbHas Tepanums.

09.09.2019 ynana C rOpKM BbLICOTOM OKoMo 1 M,
Ha cneayoumMi AeHb BeYepom MoAbeM TemnepaTypbl A0
38,5 °C, HOYblO 6GECNOKOMHO cnana, YTPOM MOSBUIUCH
anobbl Ha HapylleHWe aKTUBHbIX ABUXEHWWA U YyBCTBMU-
TeNbHOCTU B NEBOW pyKe, CaboCTb B HOrax, roI0BOKpPYKe-
Hue. MauuneHTKa Gbla rocnuTann3npoBaHa B CTaLMOHaPp,
18.09.2019 nosiBMAUCH OrPaHUYEHUA aKTUBHbIX ABUKEHUM
B NPOKCMMaJSbHbIX OTAENax NpaBon pPyKu, oTMevasncsa 6one-
BOM CMHAPOM B 1eBOM pyKe. Bo Bpems npebbiBaHUA B OTae-
NIeHUN ABaXKabl 6blN XKUAKWI CTyN, NPU UCCeAOBaHMM Kana
M Ma3Ka M3 poTornoTku (12.09.2019) BbiaeneHa PHK aHTe-
poBupyca. KT ronoBHOro Mo3ra v WeEeWHOro oTaena no3Bso-
HOYHWKa — 6e3 naTtonornun. KT opraHoB rpyaHOM MosocTu
(11.09.2019) — npu3HaKU o04aroBo-UHOUNLTPATUBHbBIX

M3MEHEHNN 060MX Nerkmx B obnactu SX, noBTopHas KT
(20.09.2019) — ¢ NONOXKUTENBHOM AUHAMMUKOM. 10 AaHHbBIM
aneKkTpoHenpomuorpadum (AHMI) (27.09.2019) — npwu-
3HaKOB HapyLleHWs NPOBEAEHMS MO CEHCOPHbLIM BOJIOKHAM
nepudepuyecknx HepBOB BEPXHUX KOHEYHOCTEW He nosny-
YEHO, HeNb35 WUCKIIYUTb MepeaHeporoBoe MoparKeHue.
MPT cnuHHOro mosra WenHOro oTaefia ¢ BHYTPUBEHHbIM
KoHTpactupoBaHunem (01.10.2019) He BbISBUIO NATONOIMMK
M y4aCcTKOB HaKOMAEeHUs KOHTPACTHOrO BellecTBa. 3a pems
npebbiBaHMa B cTtaumMoHape ¢ 10.09 no 08.10.2019 nony-
Yana aHTMbGaKTepuasbHylo Tepanuio, WMMYHOrNOO6YInH
(8/B 1 r/Kkr/cyt) ButaMuH B. Ha doHe nposBoanmoro nede-
HUS NMOSIBUIUCH ABWXXEHUS B MPaBOW pyKe, cTana XOopoLllo
XO[WUTb, COXPAHSAIUCL SIBAEHUA SIEBOCTOPOHHEN BeEpXHewn
MOHOMJIETUH.

C 09.10 no 07.11.2019 Haxogunacb Ha J€YeHUU
B MIHOEKUMOHHON KIMHWYeCcKon 6onbHuue N°1 ¢ auarHo-
30M «OCTPbIN BAMbIM Napanapes3 ¢ npeobnagaHvemM 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 KauHudeckon 6onbHuue (POKB).
Mo gaHHbIM MNOBEPXHOCTHOM W CTUMYNSiLMOHHOWM JHMI
(14.11.2019) oTMeYvaeTcs CMeLaHHbIM XapaKTep HapyLeHus
aNeKTporeHesa Mblwy, Ha ypoBHe C5-Thl cnesa no nepea-
HEpPOroBOMYy TUMY, aKCOHalbHO-AEMUENNHU3NPOBAHHAA
nosiMHenponaTusl 1eBON BEpPXHEeM KOHEeYHOCTM ¢ mnpeobna-
[aHMeM aKCOHONaTUK, MUENMHONaTUKU MpPaBbiX CPEAUHHOrO
W Nly4eBOro HEPBOB B AWCTasbHbIX OTAEeNax, MUenMHonaTm
npaBoOro JIOKTEBOro HepBa — B MPOKCUManbHbIX OTAenax.
Mo aaHHbIM MPT cnuHHoro moara (03.12.2019) — Henb3ad
WCKTIOYUTb He3aBepLIEHHbIEe BOCMaNWTe/bHble U3MEHEHUS
CMUHHOM xopAbl. [pn HEBPONOTMYECKOM OCMOTPE: acumMMe-
TPUS BEPXHErO NJIe4EeBOro nosica 3a c4eT rmnoTpodun cnesa,
orpaHuyeHune obbema ABUKEHUI B IEBOM PYKE, MOHOMEruns
B [MCTa/lbHbIX OTAENax B NpaBON pyKe — yMepeHHoe orpa-
HUYEeHWe B MPOKCUMANbHbIX OTAEeNax MpW OCYWLECTBIEHUM
AKTUBHbIX ABUXEHWW KUCTU NpU cxatum Kynaka. Co cnos
MaMbl, OTMEYaeTcs NONIOXUTENbHaA AMHaMUKa: NauneHTKa
CTana nojH1UmaTb MpaBylo PYKY Ha ypoBeHb MnJjieya U Bbille
rOpu30HTanu, BBEPX, ABWKEHUS B KWUCTU B 3HAUYUTESIbHOM
o6beMe, 6epeT U yaepKuBaeT NpeamMeTbl, CONPOTUBASETCS
npu npo6ax ¢ K1cTbto. Cuna MblllL, CHUXKEHA B NIEBOM pyKe
no 0-1 6anna guctanbHo, Ao 1-2 6annoB NPoKCUManbHo,
B NpaBoW pyke — [0 4-5 6annoB B AUCTaNbHbIX 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 NIEBOM PYKU 3a cyeT nepude-
puyecKkoro napesa (nneruu). CyxoxunbHble pedneKcol cne-
Ba — BbI3blBAETCH HEMOCTOSAHHbLIN pednieKe ¢ buLenca, Kap-
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KpaTkue cooGuieHusn

nopaguanbHbii, C TpuLenca He Bbi3blBAeTCA. YMEPEHHO
BblpaXeHHble akpornnepTepMuUs, akporunepruapo3a B 1eBown
pyKe. bbinv npoBefeHbl AOMONHUTENbHbIE UCCNELOBAHNSA ANS
OCYLLECTB/IEHUSA AUArHOCTUYECKOIO MOUCKA, KOTOPbINA BKIIO-
Yyan: onTukomuenut [leMBuKa (0gHaKO Ha odTanbMONOru-
YEeCKyl0 CMMMTOMATWUKY OTCYTCTBYIOT »Kanobbl, KIMHUYECKME
[JaHHble W 3aKJIl0YeHMe OKYNUCTa), APYyrMe MWeNuTbl BUpYC-
HOW 3TMONOrMUK, ayTOUMMYHHbIE MUENUTDI.

AHanu3 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 I1gG (Negative). AHanu3 BEHO3HOM
KpoBHu (09.12.2019) — HSV simple 1 IgG (Positive). AHanu3
nuKkBopa (12.12.2019) — metogom [LUP aHTepoBupyc He
o6HapyxeH, OHK Bupyca dnwrenH—bappa, uMtomeranosm-
pyca, BMpyca npoctoro reprneca 1-ro, 2-ro TMNoB B KPOBM
1 NIMKBOpPE OTpULLaTENbHbI.

Monyyana neyeHve — unuaakpuHa rugpoxnopua, AT
C KOKapboKcuia3on, nynbc-tepanua MeTUnnpeaHu3osno-
HOM + duanonornyecknn pactsop N5 B TeyeHune 4-5 u.
Monyyana Kypc umMmyHorno6ynnHa (10% MMMyHOrnoGynuH

Yye/loBEKa HOpMasbHbIM) B 03€ 1 I/Kr Ha KypC C BbIpaKeH-
HbIM MOJSIOXKUTENbHBIM 3PDEKTOM — yAyylWWIUCL ABUra-
TenbHble GYHKUMKU, YBENUUYUICSH 0O6bEM aKTUBHbIX ABUKEHWUM
B JIEBOM KOHEYHOCTU (B MPOKCUMalbHbIX OTAenax, npeg-
nneybe), OTMEYEHO y/yylleHne TPOPUKM MbllL, YBETMYEHNE
MbILWEYHOM CUMbl. BbIIO peKOMEHAOBAHO BBEAEHME EXKEMeE-
CAYHbIX KYPCOB BbICOKOOYULLEHHOTO UMMYHOMO6YNUHA AN1s
BHYTPMBEHHOIO BBEAEHUS EXKEMECAYHO 1 r/Kr/Kypc.

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

3aknouyeHune. CuHapom OBIl TpebyeT npoBedeHus
anddepeHUnanbHOM AUMArHOCTUKM C PAAOM UMHPEKLMOH-
HbIX MOpPa)eHWM CMUHHOro Mo3ra, C TpaBMaTUYECKUMM,
AYTOMMMYHHbIMU U OHKOJIOTMYECKMMU MOParKEHUSAMMU.
MpeacraBneHHbIM KAMHUYECKUIA Cclyvyan [OeMOHCTpupyeT
CNOXHOCTb MPOBEAEHMUS [MArHOCTUHECKOro MOWUCKa, Bax-
HOCTb paHHeh NOCTaHOBKW AMarHo3a W CBOEBPEMEHHOrO
Hayana Tepanuu, 4To Onpeaensetr wucxol 3aboneBaHus,
Bbl3BaBLlUEro passutue cuHapoma OB, 1 BMaeT Ha Kade-
CTBO }KM3HW NaLmeHTa.

KnuHuyecKkum cnydyam nayueHTta ¢ 6one3Hblo parenma —
YecTepa ¢ U30IMPOBaAHHbIM NOPaXXEeHUeM roJIoBHOro mo3ra

PyccKkuH B.O., TypunHey A.M.

Hay4Hble pykoBogutenu: XonuH A.A., 8.M.H., npodeccop; ConoBbeB B.b.
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BBepeHue. bonesHb Iparenma — Yecrepa — 310 pea-
KOe MySbTUCUCTEMHOE 3abonieBaHWe, XapaKTepuaytouleecs
CBEPXMPOAYKLMEN U HAKOMIEHNEM TUCTUOLIMTOB B pasnny-
HbIX OpraHax M TKaHsX. [MCTUOLMTBI — 3TO KOMMOHEHThI
MOHOUMTaAPHOro POCTKa, ABNSAIOWMUECH TKaHEBLIMU MaKpo-
daramun. B TUNUYHBLIX cnydasx 3abofieBaHWE XapaKTepusy-
eTCcsl MopaKeHWeMm cKeneTa, S3HAOKPUHHOM CUCTEMbI, MOYEK,
LleHTpanbHOM HepBHOM cuctembl (LIHC).

AKTyanbHOCTb. TOYHbIX AaHHbIX O YacTOTe BCTpe4YaeMo-
CTW 6onesHn Iparerima — Yectepa HET B CBA3K C PEAKOCTbIO
[laHHOW NaToNorMu, B MUPOBOW NUTEpaType ONUCaHO OKOJI0
500 60nbHbIX. B 601blUMHCTBE CriyYaeB 3aboneBaHue Haun-
HaeTcs ¢ 60711 B KOCTSAX, BNOCAEACTBUM MPUCOEANHSAIOTCS crna-
60CTb B HUMKHMX KOHEYHOCTSX, aK30dTanbM, AnabeT 1 HEBPO-
NOrMYecKne CUMMNTOMbI. [laHHbIM cnydyan OeMOHCTpUpyeT
KpaWHe peakoe nposiBneHne 6onesHun Iparenma — Yecrtepa
C U30/IMpoBaHHbIM nopaxeHuem LUHC. CToMT OTMETUTb, YTO
CYMMTOMbI MOPA¥KeHUs APYrMX CUCTEM HE MOSIBUIIUCH Ha NPo-
TSXKEHUN ANUTENbHOro Neproaa Bpemeru (8 ner).

KnuHuyeckun cnyyan. 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-KJIOHMYECKOro MPUCTyna, Haxoauncs
Ha CTauMOHapHOM nevyeHun, rae 6b110 nposegeHo MPT-
ncecnegoBaHue U BbiSBIEHO 06beMHOE 06pa30oBaHue 1eBon
BMCOYHOW [ONK, pacLieHeHO Kak acTtpouutoma. B panb-
HeviweM B TeyeHue 5 NeT Haxoauicsa Ha AUMHAMUYECKOM

HabnoaeHun, 1 pa3 B rof nposoaunack No3nMTPOHHO-3IMUC-
CWOHHass — TomMorpadus ¢ METMOHMHOM, OTpULLATENbHOM
OVHaMUWKKM He Habnwpanocb. Jo 2017 r. nonyy4an npena-
paTbl Ba/NbNpPOEBOM KWUCNOTbl B J03MPOBKEe 21 Mr/Kr/cyT.
MpucTynbl COXpaHaUCh B BUAE OCTAHOBKM aKTUBHOCTH, PUK-
caumu B3opa ANnTeNbHOCTbIO A0 5—-10 ¢ YacTOTOM HECKOSIb-
KO pa3 B rog. B fanbHevweM pekomeHaaumam He cneosarn,
LO3MPOBKY aHTUIANUIENTUYECKUX NpenapaToB He cobntogan.
B aBrycte 2018 r. oTMeYanacb cepusi reHepann3oBaHHbIX
TOHUKO-KJIOHUYECKUX MPUCTYNOB B OTBET Ha MOBbIEHNE
Temnepatypbl. bbin rocnvtann3vpoBaH B OTAENEHWe pea-
HUMaUUK, TAe COCTOSIHWE 6blNo CTabunn3nMpoBaHo, nocne
yero pebeHOK Obin nepeBefleH B OTAeNeHWEe HEeBPOJOrvu
M BbINUCaAH C PEKOMEHAALMAMKU Npuema BasbNpoeBon KUC-
notbl 900 Mr x 2 p/cyt. B okta6pe 2018 r. cocTosiHMe yxya-
LUIKIOCb — MPUCTYNbI NOBTOPSAUCHL C YacToTon 4 pasa/cyT,
B CBSI3M C YeMm OblfI0 NPUHATO PELIEHNE O HEMPOXUPYPrrYe-
CKOM BMellatenbcTBe. B nekabpe 2018 r. 66110 NpoBeaeHO
XMpypruyeckoe yganeHume o6beMHOro o6pa3oBaHus 1eBoK
BMCOYHOM ponu. Mo pesynbrataM rMCTONOrnMK OT SIHBaps
2019 r: KapTMHa rUCTOLMTAPHOro MOpPa*KeHWs roN0BHO-
ro mMo3ra, COOTBETCTBYET 60/ie3HN Iparenma — Yectepa.
Mexopn xupyprudeckoro neveHns — |A no Engel.

3aknyeHue. [aHHbI KIMHUYECKUI clydain aBnsieTcs
YHUKaNbHbIM MPUMEPOM M30/IMPOBaAHHOro nopaxkexHmsa LIHC
npu 6one3xHu IpareMma — Yectepa 6e3 NposBAEHUS CUM-
NTOMOB MOPaXKEHUs APYrux OpraHoB 1 CUCTEM C KaTaMHE30M
B 8 net.



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

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

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

Poccuitickaa depepauus

AKTyanbHOCTb. Hanbonee xapaKTepHbIMKM MPU3HaKa-
MU BPOXAEHHOrO cubuUnmMca SBNAIOTCA MOPAaXKEHUS KOXM
M CNIU3UCTbIX 060/104EK, KOTOPblE 06HAPYXUBAIOTCS Y3Ke Npu
POXAEHWUM UNW MOSABNSAOTCSA B NEpPBble AHW XWU3HW. OaHaKo
TeHAEHUMEN nocnefHux NneT ABNseTcs TedyeHue paHHero
BPOXAEHHOrO cuduanca 6e3 XxapaKTepHbIX MPOSIBAEHUM
CO CTOPOHbl KOMXMW C MPEeUMyLLeCTBEHHbIM BOBEYEHUEM
OMOpPHO-ABUraTeNlbHOro annapata, YTo BeAeT K TPYAHOCTAM
B CBOEBPEMEHHOW MOCTAHOBKE AMarHosa.

KnuHuyeckun cnyyan. 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 *KeHCKoM
KOHCYNbTalMW MaTb He Habnoaanack. Macca Tena npu pox-
neHmn — 3000 r, anvHa — 51 cM. C poxKaeHus Ha rpyaHOM
BCKapm/iMBaHuU. B poagome BbiNonHeHa BaKUMHaUMA npo-
TMB renatuta B, BCG. BbinucaH Ha 3-1 CyT B yAOBAETBOPU-
TENbHOM COCTOSIHUM.

B Bo3pacTte 1 Mec oTMevanucb JioKanbHble rMnepemMus
M OTEK MPaBOro npeanieybs, orpaHu4yeHne ABUKEHWI B Npa-
BOM pyke. [pegnonoxkeH nepenom. Ha peHTreHorpadum
KocTeW npeanneybs 3MEHEHWN He BblisiBNeHO. CUMMNTOMbI
pacLeHeHbl Kak anfnepruyeckas peakums, HasHavyeHa aeceH-
cnbunuaunpyowaa Ttepanus, Ha GpOHe KOTOpOM BbisiBNEHaA
He3Ha4yuTeNnbHas MONOXKUTENbHAs AMHAaMUKa B BUMAE Hapac-
TaHMa 06beMa aKTUBHbIX ABUKEHUN.

B BO3pacte 2 Mec npu coxpaHsioweMcs orpaHuye-
HUW OBWXXEHWI B NPaBOM pyKe NPUCOEANHUNOCH OrpaHuye-
HWEe ABWXXEHUI B NeBOW. HeBponorom AaHO HanpaBieHue
Ha rocnuTanu3aumio Ans UCKIYEeHUs BAIOro napeaa.

[MpK NoCTynaeHnn cOoCTosiHME pebeHKa cpedHen Taxe-
CTU. JInxopagKku, WHTOKCMKaLWMKM He 6biio. lMpu ocmoTpe
BbIIBNEHbI OrPaHUYEHNE BUKEHWUI, CHUKEHME MbILLIEYHOIO
TOHyCa B 06eMX pyKax NPU COXPaHHbIX CyXOXWbHbIX U Nepu-
ocTanbHbIX pedriekcax. MaccuBHbIE ABUXKEHUS B BEPXHMX
KOHEYHOCTAX 60sne3HeHHbl. [N UCKNoYeHUsT HeBPUTUYe-
CKOro nopaeHus NnpoBeaeHa aneKTpoHenpommorpapua —
natonoruv He BbiABAEHO. pn peHTreHorpaduun LWenHoro
oTAena MO3BOHOYHUKA B 2 MPOEKLMSAX U yNbTPa3BYKOBOM

ncenefoBaHUKU CIMHHOIO MO3ra LWeNHOro oTaena naTonorum
TaKkXXe He BblfBJIeHO. [InarHo3 ocTporo BSAJIOro napanuya
Obl/1 CHAT.

B comaTtnyeckom cTaTyce obpalana Ha cebs BHUMa-
HWe renatocnneHomeranus (neyeHb +6 CM, cenes3eHKa
+5 cm). B o6uiem aHanu3e KpoBW remornobuH — 73 r/n,
aputpounTbl — 3,0x1012/n, TpomGoLMTEl — 237x1092/n,
nenKountel — 10,7x10%/n, n/a — 3%, ¢/ — 27%, NUM-
dountbl — 35%, MOHOUUTHI — 13%, aTUNUYHbIE MOHOHYKE-
apbl — 20%, CO3 no BecteprpeHy — 45 mMm/4. B 6Moxumu-
4eCcKOM aHanuse KpoBu C-peaKTUBHbIN 6eoK — 96 mr/n,
ACT — 312 Ep/n, AIT — 244 Ep/n. MNokasaTtenu obuiero
aHanM3a Mo4u B HOpMe.

Ha peHTreHorpamMmme KOCTEM Mpearnyiedynn — u3meHe-
HUS CTPYKTYpbl aNMPU30B 06EnX KOCTEWN, XapaKTepHoe Ans
CUDUANTMYECKOrO OCTeoxoHapuTa. lNpu ocmoTpe OKynucTa
BbIIBIEHO CHWXXEHWe doTopeaKkLuuun, 3padyok Apranna —
Po6epTtcoHa. NpoBeaeHo obcneaoBaHMe matepu U pebeHka
Ha cUbWANC: MONOXKUTENbHbIE PeaKLMM MUKponpeuunuTa-
umun, PMIrA, PUBT, PU®D, antutena knacca IgM y matepwu
1 pebeHKa. Y pebeHKa AMarHoCTMpPOBaH paHHWIA BPOXAEH-
HbI CUDUINC C BOBNEYEHUEM KOCTEN, MEYEHU, CENE3EHKM.
HasHayeHa NpOTMBOMUKPOGHaa Tepanusa NeHULUIIMHOM
100000 ME 6 pa3 B AeHb B Te4eHue 2 Hej C NONOXKUTENb-
HOW AMHaMWKOW B BUE NCYE3HOBEHMS 60NEBOr0 CUHAPOMA,
yBeMyeHUs 06beMa aKTUBHbIX ABUKEHWUW B pyKaXx.

Pe6eHoK no TpeboBaHUIO poanTenen BoinucaH nog amoy-
naTopHoe HabIoAeHWe MO MECTY XUTENbCTBA.

3aknoyeHue. 1o Mackol BSNOro napananya MOXKET
CKpbIBaTbCHd Macca pasfMyHbIX MaToNOrM4YEeCKUX COCTOS-
HWUI, HauyMHaa OT OMyXoNier, HapylleHWMn KpoBoobpalleHUs
M 3aKaH4nMBas MHOEKLMOHHBIMU MOPAXKEHUAMU pasnny-
HOW 3TMONOrMK. PefKon naTtonorven asnsetcs cneumduye-
CKOE CUDUINTMYECKOE MOParKEHWEe KOCTEeW, 4TO Bbi3blBa-
eT 6onbluMe TPYAHOCTM B AMarHoctvke. [aHHbI mpumep
LEMOHCTPUPYET CNOXKHOCTU MOCTAHOBKM AMarHo3a paHHero
BPOXAEHHOro cubunmnca npu oTCyTCTBUMU COOTBETCTBYIOLLENO
aHamMHesa y Matepu 1 noJyepKnuBaeT BaXHOCTb 06cnefoBa-
HUSA 6epeMeHHbIX Ha NOAOGHYIO MHEKLIMIO.
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MNCKUIM NegnaTpuYecKuil JypHan.
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