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Te3ucbl yyacTtHuMKoB XI BcepoccumncKoun
Hay4YHO-NMpPaKTU4YeCKOU CTYleHYEeCKOH
KoHbepeHUuun <Ma3ypuHCKHUE YTEHURA»

OT1 pepakuuu: 17 anpena 2021 r. 8 PHUMY mum. H.W. NMuporosa npowna exeroaHas Xl Bcepoccnnckaa Hay4HO-MpaKTu-
yeckas cTyaeH4YecKkas KoHbepeHLMs NamMaTn 3aBeayowero kapeapon nponeaeBTUKM AETCKUX 60Ne3HEN NneanaTpnu4ecKoro
daKkynbreTa AHagpes BnagumupoBurya MasypruHa — «Ma3ypuUHCKHUE YTEHUSI».

FEMOJINTUKO-YPEMUYECKUNA CUHOPOM
HA ®OHE TAXE/IOINO0 rEMOKOJIUTA

YepHbix A.B., bypkoBa K.TI., Mapwuxha M.B.
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HIAQY BO POCCUMICKUI HaLMOHaNbHbIM UCCNea0BaTeNbCKUI MeANLMHCKUI yHBepPCcUTET nmenun H.W. Muporosa

MuHagpaBa Poccuun

'BY3 [eTtckas ropoackas KiMHMYyecKan 6onbHuULa cBaToro Bnagumupa A3M

AKTyanbHOCTb. Hanbonee 4yacTtbiM 3TMONOrMYECKUM
GaKTopoM, KOTOpbIM Crnoco6CTBYEeT Pas3BUTUIO [OETCKOM
OCTpOM noyeyHomn HegocTaTodHocTb (OlMH), aBnseTtcs remo-
NINTUKO-ypemuyeckmnn cuHgpom (FYC). lng Hero xapak-
TEPHbI cneaylowne NpPU3HaKu: TPOMOOLMTONEHNUS, OcTpas
noyeyvyHas HefoOCTaTO4YHOCTb M Kym6c-HeratTuBHas remMosnu-
TUYyecKass aHeMus ¢ HanuMynem wusouunTtoB. B ocHoBe 'YC
NEXWUT MUKpOaHruonatus, B peayabraTe KOTOPOW Mpouc-
XOAWUT MEXaHUYeCKOe NOBPEKAEHNE SPUTPOLIUTOB, aKTUBHK-
pyeTcs cBepTbiBatoWas cMcTemMa remocTasa ¢ nNporpeccu-
pylowmumMm TpoM6006pa3oBaHMEM B MUKPOLIMPKYIATOPHOM
pycne. HYacTtoTa pa3BuTUS AaHHOro 3a6ofieBaHMsa COCTaBNS-
et 2-3 cny4vas Ha 10 Tbic. aeten, U3 Hux B 90% Havany 3a6o-
NeBaHWsa NpeawecTByeT KnweyHas MHbeKUMs, Bbi3BaHHas
wtaMmmom Escherichia coli, KOTOpbIKM NpoAyLMPYET TOKCHHDI,
CXOfHble C LMTOTOKCMHOM Shigella dysenteriae.

Knunuuyeckui cnyyain. MauymenTKa E., 4 net, noctynu-
fla B CTauMoHap ¢ anobamu Ha MHOIOKPATHbIA XUAKWUA
CTYN C KPOBbIO, BANIOCTb. N3 aHaMHe3a 3abosieBaHus: Npo-
BoAmMnacb aHTMbakTepuanbHas U MHOY3MOHHAsA Tepanus
rNOKO30-CONEeBbIMX pacTBOpaMu. B AMHaMKKe oTmedaeT-
Ccsl pa3BuTUE TPOMOOLMTONEHNU, CHUKEHUE FreMOTNO6UHa,
yMepeHHoe HapacTaHue a3oTeMuu. [Ana NpoAo/KeHus
nlevyeHns U HabnwaeHnsa nepeseaeHa B LeHTp rpaBuTauu-
OHHOWM XMPYPrMK KPOBK M remoanannsa.

AHamMHe3 XW3HW 6e3 0COBEHHOCTENW, pocfla M pas-
BMBanacb No BO3pacTy, pebeHOK W3 ABOWHW, BTOPOWM
pebeHoK 340poB. [MpU NOCTyn/eHUU obllee COCTOSAHME:
TAXenoe, Co3HaHWe AcHoe, pebeHOoK BAJbIN, TMMNOAUHaMMNY-
HblM. Temnepatypa npu ocmotpe 36,8 °C. LIBET KOXHbIX
NOKPOBOB: 61e4H0-p030BbIN. PazButune MHKK: ymepeHHo.
CTapble 9KXMMO3bl Ha nepeaHen NOBEPXHOCTU TFOSIEHEN.
OTCyTCTBYET remMopparMyeckmnin cuHapom. JinmbaTnyeckume
y3/bl: He yBenuyeHbl. YA44: 24/MUH. XapaKTep AblXxaHus:
Be3uKynapHoe, xpunos HeT. All: 90/50 mm pT. cT. YCC:
104/MuH. ToHbl cepaua: AcHble, pUTMUYHbIE. YKNMBOT MSAr-
KW, BONIE3HEHHbIN NpW NanbhauMm No Xo4y KULEYHUKa.
CTyn 3eneHblt BOASHUCTbIM C KPOBbIO B BMAE Kanesb

M cnnabto. TeHe3Mbl. Inypes cHUKeH. Co CTOPOHbI MeYeHHU
N ceneseHkn 6e3 0CoO6EeHHOCTEN.

Na6opaTtopHo: PLT — 28 x 10%/n, RBC — 3,08 x 1012/n,
wn3ountsl — 3%, HGB — 85 r/n, WBC — 20,37 x 109/7,
HCT — 24,4%, OTHOCUTENbHOE KOJIMYECTBO HENTPODUIOB —
51,6%, MON — 9,6%, CPb — 13,9 wmr/a, peTukynouu-
T03 — 28%, MoyeBUHa — 24,5 MMONb/N, KPEaTUHUH —
229,02 mkmonb/n, NAr — 3613 EA/n. MNMpoba Kymb6ea
oTpuuaTenbHas.

MHcTpymeHTanbHO: 1) Y3W novyek — npusHaku anod-
QY3HbIX UBMEHEHUI NapeHxuMbl; 2) Y3W nonbix opraHoB
OPIOLWHOM MOIOCTU — KOCBEHHbIE 3XO-MPU3HAKK aucnen-
TUYECKMX HapyleHWN, NaHKOAUTa, 3XO-MPU3HAKKW Me3a-
neHuTa; 3) Y3M nodyedyHbix apTepun — 6e3 MNpUM3HaKOB
HapyLEeHWI peHanbHOro KPOBOTOKA.

lMpoBoanMnacb KOMMNAEKCHas MeaAnKaMeHTo3Has Tepa-
nusa (uedotakenm 500 mMr 2 p/cyT B/B, UMMYHOII06YNH
(MpuBuaxkeH), Hudypaten 200 mr 2 p/cyT, apTaneHem
250 mMr 2 p/cyT B/B, MeTpoHMaason 22 mn B/B 3 p/cyT,
6udunaymobaktTepuH 5 o3 3 p/cyT, naHkpeatmH 10 Tbic. E[]
3 p/cyT, aguapuH 6 Kanenb), TpaHchy3ns npenapaTtoB KPo-
BU (@nbbyMUH 25%, apuTpouuTapHas B3BECb, CBEXE3aMO-
poXXeHHaa nna3ma, KpuompeuunurtaT), 3aMecTuTeNbHas
noyeyHas Tepanus (NPOAO/IKEHHbIM BEHO-BEHO3HbIN FreMO-
Onanus, neputoHeanbHbl ananu3). Ha poHe npoBogMmoro
neyeHuns HabngaeTcs NONOXKUTENbHAsA AMHAMMUKA.

3akKnwyeHue. [JaHHblM KIWHUYECKUIW cnydan MoKa-
3bIBAET, YTO [JarKe paHHAs rocnuTanuMsauus, AMarHocTmKa
M fledyeHve He Bcerga MoryT npeaoTBpaTuTb pas3BuTUE
['YC, TakXe Heo6Xxo4MMO MOMHUTb O TOM, YTO JaXKe ierkue
CTENEHN KULWEYHON MHOEKUMM MOryT MpuMBECTU K pas-
BUTUIO 6ONE3HU, HE TOBOPS YXKE O TAXKENOM reMoKonuTe,
TaK KaK uaeT NoBpexaeHne NoYeK TOKCMHaMM Ha paHHUX
cpokax. loatomy Heob6xoaMMo MHGOPMUpPOBATL poauTe-
Nlel U y4acTKOBbIX Bpayen o NpoBeAEHUU AMHAMMUYECKOro
HabnogeHus 3a nabopaTopHbIM (B YAaCTHOCTH, ANYPE30M)
M KIMHUYECKUM COCTOSHMEM pebeHKa C remMOKOIUTOM
B aHaMHe3se.
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MwuH3apaBa Poccum

AKTyanbHocTb. CuHapoM KannmaHa — HacnefcTBeH-
Hoe 3abosieBaHWe, pa3BMBaeTCA BCNeACTBME aedeKTa
CeKpeLmn roHagoTPOMNUH-PUNN3UHI-ropMOHa. 3aboneBaHne
CBSiI3aHO C MO3A4HEN AMarHOCTUKOM — B CBfI3M C TEM, 4TO
K/IMHUYECKME NPOSBAEHUS CTAaHOBATCS OYEBUAHBLIMU NULLIb
B ny6epTaTHOM nepuose.

KnuHuyeckuit cnyyan. [lesoyka K., 16 net, noctynuna
C )anob6amMu Ha OTCYTCTBME BTOPMUYHbLIX MONOBbLIX MPWU3Ha-
KOB, 3MOLMOHaNbHYyl0 NabuabHOCTb, OTCYyTCTBME OOOHS-
HUA. PebeHOK OT nepBoW 6GepeMeHHOCTH, MPOTEeKaBLUEWN
6e3 OCNOoXHeHWN. [leBo4YKa pas3BuBanacb Mo BO3pacTy,
B ny6epTaTHOM Mepuoje Havana otTcTaBaTb B PU3NYECKOM
pa3BuTUKU. HacnencTBeHHOCTb He oTdaroweHa. MNpu KAuHKU-
4yeCcKOM ocMmoTpe: pocT — 152 cm, macca Tena — 47 Kr.
MonoyHble XKenesbl He Pa3BUTbl, HE YBEWYEHbl, COCKM
He MUrMEeHTUPOBaHbI. MpKU FMMHEKONOrMYECKOM OCMOTpe —
HapyKHble MONOBble OpraHbl CHOPMUPOBAHbLI MPaBULHO,
K/IMTOP He yBENUYEeH, TMMEH He 3CTPOreHU3MpoBaH, KOJb-
LEeBUAHbIN, He runepemMunpoBaH. dopmyna NosoBoro pas-
BuTHS: Pbl Mal Me abs. No gaHHbIM Y3W opraHoB manoro
Tasa: MaTKa pacnofioxKeHa B/IEeBO, pa3dMephbl Tefla MaTKu —
34 x 17 x 27 MM, wenka — 35 x 14 MM, yron Mexay Tenom
W LIERKON BblparkeH cnabo, CTPyKTypa MMOMETPUS OfHO-
poAHas, NoN0CTb MaTKK U LlepBUKaNbHbIA KaHan He pacLiu-
peHbl. ANYHUKM PACMONOMXKEHbI HU3KO MO 60KaM OT MaTKM:
npaebin — 19 x 8 x 16 MM, neBbin — 20 x 8 x 15 mm.
CB06OAHAsA XWMAKOCTb W AOMNOAHUTENbHblE 06pa3oBaHUs
B MafioM Ta3y He BbiB/AeHbI. [Tpu peHTreHorpadum KocTewn
KWUCTU M 3ansCcTbs B MPSAMON NPOEKLUN — BCe KOCTU chop-
MUPOBaHbI, BCE 30Hbl POCTa OTKPbITbI, KOCTHbIA BO3pacT —

11-11,5 net. MNpn nccnegoBaHnn ropmMoHanbHOro npoduns:
r— 0,21 ME/n (0-15,97), ®CI — 0,66 ME/n (0,57-8,77),
acTpaguon — 56 nmonb/n (34-954,4), nponakTuH —
5,50 MKr/n (2,7-26). Mo pesynbtaTaM KOHCYy/bTaLluu OTO-
pUHONapuHronora Wcka4veHa natonorus JIOP-opraHos.
Mpo6a ¢ andepennHoM nosoxuTtenbHasa. Y4ntbiBas »Kano-
Obl, JaHHble KAMHMYECKOro OCMOTpPa, a TakxXe nabopaTop-
HO-UHCTPYMEHTaNbHbIX METOAOB UCC/IEA0BaHMS, MOCTaBEH
anarHos: «CuHgpom Kannmana». Ha ¢doHe nevyeHusa npena-
paTtamu acTpagvona BanepaTta oTMeYaeTcs POCT MOSIOYHbIX
wenea o cTagmn Ma2 no TaHHepy, NOSABUANCH MEHCTPYaslb-
HOMOA4OGHbIE BbIAENEHNS M3 MOMOBbLIX NyTEW, YAy4lWMNOChb
NMCUXONOrMYECKOE COCTOSHMUE NaLMEHTKH.

3akntoueHue. [laHHbIN KITMHUYECKUI Cly4an NOATBEPK-
[aeT BaXHOCTb AMCMaHCEPHOro HabnaeHWs 3a AeBou-
Kamu-nogpocTKkamu B Nepuog BCTynneHus B nybeprtar
KaK rMHeKonoramu, 3HAOKPUHONOramu, Tak M Bpayvyamu-
neavatpamu. Tak)Ke AaHHOe K/AMHWYecKoe HabnoaeHue
noATBepKAaeT BaXKHOCTb OLEHKM NoKasaTesnen MnosoBoro
co3peBaHus pebeHKa, Heo6x0ANMOCTb NPOPUNAKTUHECKMX
OCMOTPOB AEBOYEK MMEHHO B Bo3pacTe 13 neT Ans oueH-
KW pa3BUTUS BTOPMYHbIX MONOBbLIX MPM3HAKOB, a 3aTeM
B 15 neT v panee exerogHo — A1S OLEHKM CTaHoBfe-
HUS MEHCTpyanbHOM YHKUWMKW, a TaKXKe OLEeHKU OOOHSA-
Hus. TIPOrHOCTUYECKN 6naronpusaTHbBIM SBASIETCA BOBpe-
MS HayaTas 3aMecTuUTeNlbHas ropMoHanbHasa Tepanus, 4To
No3BO/SET CKOPPEKTUPOBATL FOPMOHaNbHbIN cTaTyc, chop-
MUPOBaTb BTOPMYHbIE MNOMOBbLIE MPU3HAKN U MEHCTPYasbHO-
noJoGHYI0 peaKLuMio, a TaKKe counanbHO U NCUXOTOrMYECKH
afjanTupoBaTb TakuUx AeTen.

KJIMHUYECKUU CJZTYHYAU XPOHUYECKOIO OCTEOMUEJIUTA
U IOBEHU/IbHOIO UAUONATUYECKOIO APTPUTA Y NALIMEHTA
C TPOMBOLIMTONEHUYECKON NYPNYPOU
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AKTYyanbHOCTb. lOBEHUbHBIN MAMONATUYECKUIA apTpuUT
(ONA) — oagHO M3 Haubonee YacTbiX U CaMbIX MHBaNWaW-
3UPYIOLWNX peBMaTUYeCKMX 3ab6oneBaHnin, BCTPeYatoWwmnxcs
y neten. 3aboneBaemoctb FOMA coctaBnser or 2 go 16
Ha 100 TbiCc. AETCKOro HaceneHus B Bo3pacTe Ao 16 ner.
XPOHUYECKUIM peLnanBUpPYIOWMIA MySIbTUDOKabHbIM OCTEO-
muenut (XPMO) oTHOCAT K rpynne ayToBOCNanUTENbHbIX
3a60neBaHn KOCTEN, NPOSABASIOWMXCA pPa3BUTUEM cen-
TMYECKOro BOCMa/MTENbHOMro Npouecca B KOCTHOM TKaHM;
Hanbonee 4acTo B nartosornyeckui npouecc npu XPMO
BOBfeKaloTcs MeTadu3bl TpybyaTbix KOCTEM W Kalouuua.
B natoreHese o60mx 3a6ofieBaHUI KKOYEBYIO POSb UrpaeT
HapyweHne MMMYHOBOCMANWTENbHOro OTBETa, COMPOBO-
XKAalouleecs runepnpogyKkumen npoBocnannTebHbIX LUTOo-
KnHOB. CXOACTBO B MaToreHesde M coyeTaHue NPU3HaKoB

FOMA n XPMO y ogHOro nauueHTa gatoT OCHOBaHWe npej-
nonaratb, 4TO 3TW ABE HO30M0rM4Yeckne GopMbl MOTyT ObITb
nNposiBNEHNEM €4MHOro 3ab60oneBaHus.

KnuHunyeckunn cnyuai. lNauymeHT N. (OaTa poxae-
Hua — 30.06.2016, macca Tena — 18 Kr, poct — 106 cm),
HabnogaeTca y remartonora ¢ TpombouuToneHnen, aedto-
TMpoBaBlUen Ha 3-1M AeHb Xu3HuW. B mapte 2018 T. 6bin
rocnuMTanuMsanpoBaH No MNOBOAY Kpu3a TPOMOOLMTOMEHUMU;
no peaynbrataM NabopaToOpHbIX TECTOB 6blN10 BbISBAEHO
yBenuMyeHne pas3mMepoB TPOMOOLMTOB, XapaKTepHoe Ans
TpoMmbouutTonatnn Mesa—XerrnmHa, HapyweHus GyHKUun
TpomMb6ouuMTOB OTCyTCTBOBaNU. [NpoBoannace Tepanus BBUT
6€3 KIMHWUKO-remMaTonormyeckoro oteeta. PeKomeH40BaHO
reHeTM4yeckoe obcnefoBaHue AN UCKIYEHUS BPOXKAEH-
HblIX MaToforn TPOMGOLMTOB, KOTOpoe He 6blio npose-



aeHo. 06.10.2020 y pebeHka nosBunacb 60/b B NpaBoM
rONIEHOCTONHOM W JIEBOM MJ1€4EBOM CycTaBax, 06paTUInCh
B KB nm. Ce. Bnagnmupa, rae 6biiu BoisiBNEHbI: Ha Y3U —
OTEK MSATKUX TKaHen B 06/1aCTU NpaBoro roleHOCTOMHOro
cyctaBa, B reMorpaMMe — tpoméoLuToneHns 4o 4 x 109/n.
07.10.2020 6puragon CMI nepeseneH B MAIKB, rocnuta-
NIM3NPOBAH B reMaToNorMyecKoe oTaeneHne ansa UcKIo4e-
HWUS gebtoTa remobnacTosa.

Mpu NoCTynaeHun CoCcTosiHUE BOSIbHOro CpeaHen Taxe-
CTW, MNPV OCMOTpE: remMopparn4yeckui CUHAPOM B Buae
paccesiHHbIX 3KXMMO30B, BWAMMbIE CAU3WUCTble 060/104-
KW YnUCTble, pO30Bble. BbISIBNEHO OrpaHuyeHne ABWMMKEHWUN
B NpaBOM rONE€HOCTOMHOM cycTaBe. B xoae AvHaMuyecKo-
ro nabopaTtopHoro Hab6nwaeHus (07.10-26.10) B aHanuse
KPOBW: TPOMOBOLMTOMEHUS, BOCManUTebHasa (NoBbIWEHWE
C-peaktnBHOro 6enka, ¢epputmHa, C4 KOMMNOHEHTa KOM-
nnemeHTta, CO3 — o 87 Mmm/4ac) n UMMYyHHas (06Hapy*KeH
BO/IY@HOYHbIW aHTUKOoArynsaHT, IgA — 220,4 mr/an.) akTus-
HoCTb. 1o pesynbTaTtam CeposorM4yecKoro UccnegoBaHus
Oo6HapyeHbl aHTUTEeNa IgG K uMTOMEranoBupycy u K BUpycy
AnwTtenHa—bapp (k VCA- n EBNA-aHTUreHam) B AuarHo-
CTUYECKOM TUTpe, TecTbl Ha BUY, Bupycol renatmuta B u C,
cudunuc oTpuuaTtenbHble. B mmenorpaMmme KOCTHOro mo3ara
CHUXEHO coaepxaHue merakapuouutoB (1 : 30). B koa-
rynorpaMMe MpUM3HaKOB HapylweHWs remoctasa He 6blo.
Arperauns TpoM60LMTOB CO BCEMU arOHUCTaMM COXpaHeHa.
23.10 BbIIBNEHO HanW4yMe aHTUTEN K TpombouuTam B ava-
rHocTnyeckoM Tutpe (350%), YTO yKasbiBaeT Ha BO3MOXK-
Hbl UMMYHHbIX MEeXaHW3M pasBUTUS TPOMOOLIMTOMEHMN.
Bblnv npoBeAeHbl yNbTPpas3ByKOBOE U PEHTIEHONOrMYecKoe
nccnegoBaHMa CycTaBoOB, MO pesy/ibTaTaM KOTOPbIX B Mpa-
BOM TO/IEHOCTOMHOM CycTaBe OGHapy)KeHbl HayanbHble
NposiBNEeHUs apTponatum 6e3 LEeCTPYKTUBHbIX U KOCTHO—
TpaBMaTUM4EeCKMX M3MEHEHUI, @ B JIEBOM MJIE4YEBOM CycTa-
Be 0OHapyXeHO 06beMHOe 06pa3oBaHWe aKpoOMMUaibHOro
OTPOCTKa N1eBOM noNaTku, BO3MOXKHO, MMetoulee xpsiie-
Byl npupoay. bbinn 3anogo3peHsl numbonponmpepaTns-
Hbl NPOLECC, MENKOKPYrNoKAeTo4YHasa onyxosfb (capKoma
HOuHra). Ans mopdonornyeckon sepuduKaunn auvarHosa
29.10 6blna BbiNosiHEHa 6uoncus obpasoBaHms. Mo pesynb-
TaTaM TMCTONOrMYECKOro uccnegoBaHus 6Guontata gua-
FHOCTUPOBAH XpOoHMYeCKun octeomuenut. 02.11 nauueHT
BbiMMCaH M3 cTauuoHapa. B ambynaTopHOM pexnume npo-

BefleHa CUMHTUrpadmns KOCTHOrO cKeneta B 2 MNPOEKUM-
AX — o4ar runepoduKkcaunn pagmodapmMaleBTUHECKOro
npenaparta (PPM) B npoeKunMn aKpoOMUanbHOro OTPOCTKa
nesow nonatku, gensta C — 83%, acCUMMETPUS HAKOMJIEHUS
P®M B NpoeKLMn XMPYPrudyecKkunx week 6epeHHbIX KOCTEN,
penbta C — 17%, cnpaBa. B KOHTPONbHbLIX aHannsax Kpo-
BM He Habnwgann npusHakoB BocnaneHus. 31.01.2021
NOBTOpPHas NnaHoBas rocnutananidauua B peBmaTonoruye-
CKoe OoTaeNneHne ¢ uenbto BepuduKkauuu amarHosa. [lpu
NOCTYMN/IEHUN ABWXKEHUS B CycTaBax B MNOMHOM o06beMme,
6e360/1e3HEHHbIE. Pe6eHOK KOHCynbTMpoBaH odTanbMo-
JIOFOM: Ha MOMEHT OCMOTpa OCTpoM odTanbmMonaToormm
He O6bl10, PEKOMEHAOBAHO AMHaMMyecKoe HabnwgeHune
y odTanbmosniora no MecTy uTtenbcTBa. B aHanmMae Kposu
01 01.02.2021 Tpom6ouuToB 400 x 109/5, IgA — 252 mr/an,
K 02.02.2021 yposeHb TpomboLmnToB 490 x 10%/n. Ha Y3U
KOMIEHHbIX CYCTaBOB He O6HapyEeHO AOMOMHUTENbHbIX
BKJIIOYEHWUIN, 061aCTb MOAKONEHHON AMKW HE UBMEHEHA, MPH
nccnegoBaHuM NaeyYeBbix CycTaBOB cnpaBa — 6€3 naTofo-
rMn, cneBa — onpeaensieTcs Heo4HOPOAHOE CoAepKUMOoe
TONLMHON A0 4 MM.

Mpu ocMoTpe OOGBLEKTUBHO HE OTMeYasuM OCTpoBOcna-
NUTENbHBbIX SBNIEHWMM B CycTaBax, auMxopagka u 60neBow
CUHAPOM OTCYTCTBOBa/IU. Pe6EHOK BbINUCAH C AMAarHO30M:
«lOBEHUNbHBIN MAMONATUYECKUIM apTPUT, aKTUBHOCTb O-1,
peHTreHonornyecKkas ctagus 1; XpoOHUMYECKUI peLnanBupyto-
WK MynbTUdOKanbHbIM ocTeoMuenut. MNnaHnupyeTcs rocnu-
Tanusauus Yyepes 3 Mec ANns AMHAMUYECKOro HabtoaeHUS.

3aknwuveHune. XPMO aBnseTcs Manon3dyyeHHbIM 3a60-
nieBaHneM KOCTHOM TKaHU C HEeYCTaHOB/IEHHOW 3TUONIOTUEN;
B HaACTOSILLMMN MOMEHT He pa3paboTaHbl YETKUE KpUTepuu
NOCTaHOBKMW AMarHosa. B gaHHOM cny4yae y nauveHTa ume-
eTcq coyetaHne XPMO, HOMA 1 XpoHMYECKON TPOMOBOLMUTO-
neHn4yecKom nypnypol. B ocHoBe natoreHe3a aTux 601e3HeN
NEXUT MMMYHOMNATONOMMYECKMI NpoLece, 3a4acTylo CBS-
3aHHbIK C FrEHETMYECKON MpeapacnofioXEeHHOCTbIO K ayTo-
UMMYHHbIM peakunsam. M3yyeHne XPOHWMYEeCKOro ocCTeo-
MUennTa M OBEHWIbHOIO MAMOMATUYECKOro apTpuTa Kak
CMEXHbIX MaTONOMMI, BbIBIEHWE BEPOSATHbLIX FEHETUYECKMX
CMHAPOMOB M CONYTCTBYIOWMX KAMHUYECKUX CUMMNTOMOB
Nno3BONUT pa3paboTaTb HOBble NOAXOAbl K AnddepeHumanb-
HOWM AMarHOCTUKE M NIEYEHMIO TAKENbIX UHBANUANSUPYIOLLMX
3aboneBaHum.

ONMUCAHUE PEBEHKA C CUHAPOMOM NATAY

OcHsnau [4.A., JoueHko U.U.

HayuHbi pykoBoauTtenb: JlapuHa J1.E., K.M.H., ol eHT Kadeapbl nponeaeBTUKU AeTCKUX 6onesHen NP PHUMY

um. H.U. NMuporosa

®rAOY BO PoccuMCKMIM HauMOHaNbHbIM UCCNefOBATENBCKUN MEAULIMHCKUIA YHUBEPCUTET MMeHU H.W. Tuporosa

MuH3sgpaBa Poccuu

'BY3 Mopo30oBCcKasg ageTcKasa ropoackas KNnHuyeckas 6onbHuua A3M

AKTyanbHoCTb. CHapom [MaTtay — peaKoe reHeTnyeckoe
3a6oneBaHune (1 : 7000 HOBOPOXKAEHHbIX), XapaKTepunayto-
ueecs Tpucommen no 13- xpoMocomMe 1M ConpoBoOXKAatoLLe-
€cs APKO BblpaXKeHHbIMU GEHOTUMUYECKUMU NPOSBEHUAMMU,
MHOXECTBEHHbIMW NMOPOKaMKU Pa3BUTUS HEPBHOW, cepaey-
HO-COCYAMCTOM CUCTEM, OPraHOB Xey[Oo4YHO-KULLIEYHOro
TpaKTa, a TaKXe 3PWUTeNbHOro M CNYyXOBOro annapaToB.
O6bIl4HO NPW 3TOM MATONOrMU AETW POMKAAITCH [JOHOLIEH-
HbiMK. B Poccuun yacToTa poxaeHUs HeLOHOLWEHHbIX AeTen
cocTtaBnseTr 5-7%. Cpean HMUx okono 80% MMELOT NO3AHI00
HeAoHOWeHHOCTb (34—-37 Hef). Y HeAOHOLEHHbIX HOBOPOXK-
[IeHHbIX onpeaenseTcs cneaylollas CTPYKTypa comartuye-
CKOM NaTONOrMn: APKO BblpaxKeHHbIW CUHAPOM AblXaTeNbHbIX

paccTponcTB, 3aBMCUMOCTb OT KMC/Iopoaa, 6poHXoNeroyHas
avcnnasusl, MHEBMOHUK; NepuHaTtanbHble nopaxexus LIHC;
HEe3penocTb MMMYHHOM CUCTEMbI, CMNOCOBCTBYOLLAs Pa3Bu-
TUIO MHPEKLMOHHBIX OCNOXHEHUK. HebnaronpuatHoe Biu-
fIHWE Ha TeYyeHWe OC/IOXKHEHWUI OKa3blBaeT 3ajeprKKa BHY-
TpuyTpobHoro passutua (3BYP). Mo3gHWMI HeAOHOLEHHbIM
pe6eHoK (36 Hea) ¢ MHOXeCTBEHHbIMW MOPOKaMKU Pa3BUTUSA
MMEET He TOJNIbKO MPOJIOHIMPOBAHHOE TeyeHue aganTauu-
OHHOrO Nnepuoaa B CBS3U C OCNOXHEHUEM NATONOrMYECKUX
COCTOSIHUM Y HEAOHOLEHHbIX, HO U 6Gonee BblparKeHHble
HapylweHns GYHKLUMIA OpraHoB M CUCTEM MPWU AanbHENLEM
pPasBUTKM, 4TO TPEOBYET NOBbLIWEHHOW HACTOPOXKEHHOCTHU NPHU
BeAEHUN AaHHbIX NALMEHTOB.
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Short Report

KpaTkue coo6LieHus

KnuHunyeckun cnyydan. Manbumnk M., 2 mec 19 paHen,
POXAEH OT MepPBbiIX MNPEXAEBPEMEHHbIX OMepaTUBHbIX
poaoB B CpoK 36 Hep B LleHTp nnaHuMpoBaHus ceMbw
W penpoayKuun. bepemeHHOCTb COMpoBOXAanacb TOKCH-
KO30M, MalloBOAMEM, HapylweHWeM nnaueHTapHoOro Kpo-
BOTOKa, aHeMunen y matepu, 3BYP. MaTb nepeHecna Kopo-
HaBMPYCHYIO MHEKUMI0 BO Bpems 6epeMeHHocTH. Macca
npu poxaeHnn — 2140 r, gonnHa Tena — 47 cMm, OLUEHKa
no wkane APGAR — 5/6 6annoB. Ta)eCTb COCTOAHUSA
npu poxaeHun 6bina 06ycnoBAeHa yMepeHHOW achUKCK-
en, ObIXxaTenbHOW HEeAOoCTAaTOYHOCTbD Ha GOHEe CUHAPO-
Ma [AblXxaTeNbHbIX PaccTponcTB. B gMHamMuKe oTmeyvanucb
HapacTaHMe MHPEeKUMOHHOro TOKCMKOo3a, passutue [BC-
CUHAPOMa, NEr04YHOro KPOBOTEYEHUS, reMaTteMesunca. boina
[AWarHocTMpoBaHa BPOXAeHHaa NHEBMOHUA. Pe6eHOoK 6bl
Kncnopogosasucum. lpoBoannacb MHTEHCMBHAA Tepanus
3K30MeHHbIM CyppaKTaHTOM, KapAMOTOHUYECKas, BONEMMU-
yecKas, ropMoHasbHas, aHTMbaKTepuranbHasa tepanus, UBJ1
nocpeacTBOM WMHTy6aLMM Tpaxeu, 3aTem pecnupaTopHas
noaAepxKa C MNONOXWUTENbHbIM AaBNEeHUEM B [AblxaTeNb-
HbIX NyTAX. B pesynbrate cocTtosHWe cTabunnampoBanoch,
YMEHbLWWANCb MPU3HAKKU AbIXxaTebHOW HEeAOCTaTOYHOCTU.
Peb6eHOK Obln nepeBefeH Ha CaMOCTOATE/IbHOE AblxaHue
yepe3 O,-KaHioNu 1 HanpasJ/ieH Ha BTOPOK aTan BbiXxa)kusa-
HUA B oTaeNeHne HeoHaTtonorun MAMKB.

Mpu o6cnegoBaHmm pebeHKa B OTAENEHUN BbIIBASIUCD
NPU3HaKK, XapaKTepHble AN XPOMOCOMHOro 3abonesa-
HUSA, NO3HEN HEJOHOLWEHHOCTH, MaToNOrMM OPraHoB AblXa-
Hud. Mpu ocmoTpe obpalwany Ha cebs BHUMaHWE CTUTMbI
an3ambpuoreHesa: yBenmMyeHne MO3roBOW 4acTu yepena,
BbICTYNaHWe JI0OOHbIX KOCTEW, HU3KO MOCAMEHHbIE YUIHble
PaKOBWHbI, KOPOTKas LWes, BbiparkeHHas cocyaucTasi CeTb
Ha nepegHen OPIOWHON CTEHKe, nonepeyHble 60po3Aabl
Ha NafoHsX, YAJIMHEeHHble nanblbl HOT. [JaHHble MHCTPYMEH-
TanbHblX 06CNe0BaHNIM yKa3blBalu Ha BPOXKAEHHbIE MOPO-
KW pasBUTUS CepaevyHO-COCYAUCTOM CUCTEMbI (KoapKTauus
aopTbl, OTKPbLITbIN apTepualbHbi MPOTOK, OTKPbLITOE OBaslb-
HOe OKHO B aHEeBpM3Me MEeXNpeacepaHon neperopoaku),
LleHTpaNnbHOW HEPBHOW CUCTeMbl (areHe3wsi MO30JIUCTO-
ro Tena, Konbnouedanus), *KenyaoyHo-KULWEYHOro TpaKTa
(AMBEPTUKYN XKENYHOro ny3bipsl), OPraHoB 3peHus (BPOXK-
[leHHas KaTapaKTa, CTEHO3 M CTPUKTYpa CNe3HOro NpoToKa,
OaKpuoumMcTuT). N3MeHeHUsa aBasanncb GEeHOTUNMUYECKUMU
NpPosIBNEHUAMU aHOMa/IbHOIO MYXCKOro KapuoTtuna 46, XY,
add(13)(g?), AMarHOCTMPOBAHHOIO NPU KapUOTUMUPOBaHUM.

B HeBponornyeckom cratyce: ApKO BblpaXKE€HHbIN CUH-
[POM yrHeTeHus, gucdarus, ncesaobynbb6apHbIi CUHAPOM.
3a Bpems HabnwaeHus oTMedvancs KOXKHO-remopparude-
CKWIA CUMHAPOM, NabopaToOpHO: aHEMWUS U TMNOMNPOKOHBEP-
TuHemus. Ha 3KI — cynpaBeHTPUKYNSPHbIE OAMHOYHbIE

3KCTPACUCTONbI, HEMONHasA 6/10Kaga NpaBoOM HOXKK MyyKa
[nca. Mpu o6¢cnegoBaHMmM 3HAOKPUHHOM CUCTEMBI BblN yCTa-
HOBJIEH TMNOTMPEO03. KopmaeHne 30H40BOE MPYAHbIM MOSO-
KOM B TpodHU4eCKOM ob6beME.

Ta)KecTb COCTOSHMS O6ycrnoBnAMBana natonorus opra-
HOB AblXxaHWA: AblxaTenbHas HEeAOCTATOYHOCTb (CMellaH-
Has ofbllKa B NOKOE, LiMaHO3 HOCOry6HOro TpeyrofbHuKa,
npu aycKynbTaumMm — ocnabneHHoe AblxaHue, NPoBOAHbIE
xpunbl). MNpu peHTreHorpadmun NErkux — CHUKEHUE MHEB-
MaTu3aluuu B BEPXHWUX OTAEeNnax MnpaBoro Nerkoro, nepu-
OPOHXOBACKYNSAPHbIE UBMEHEHUSA C ABYX CTOPOH. PebeHKy
npoBOAMNUCE aHTMbGaKTepuanbHas, NPOTUBOrpUOKOBaY,
UHransiLMoOHHas, aHTUremopparnyeckas, NPOTMBOAHEMMU-
yecKkasa Tepanuu. bbinn Ha3HavyeHbl ronaHTEHOBas KMCNOTa,
3amecTuTe/lbHas Tepanus JeBOTMPOKCUHOM, NpoBoAMaach
CTUMYNALMS AbIXaTeNbHOro LieHTpa.

Ha doHe neyeHus oTMevanacb NOMOXWUTeNbHas AWHa-
MUKa B BUAE KyNMMPOBaHMUS AblxaTelbHOM HEAOCTaTO4YHOCTH,
perpecca 3aBUCUMOCTH OT Kucnopoaa, pe6eHoK cTan 06xo-
anTbcsa 6€3 KMCNOpoaHOW noaaepku. Ho B nocneaywowem
no NPUYUHE FEMUYECKON TMMOKCUM U ABYX PELIMAMBOB acnu-
pPaLMOHHOM MHEBMOHWKU, pa3BUBLLIENCS B pe3ysibTaTe KOpM-
JIEHUS 4Yepes3 Has3oracTpasibHbli 30HA, Aucdaruum, CUHAPO-
Ma CpbirMBaHUs, MUKpoacnupaumMnm pedaoKCHOro Xumyca
KMCNOPOL03aBUCMMOCTb HapacTana. Mpu 4ONOAHUTENBHOM
o6cnefoBaHnKn AnarHocTMpoBaHa runonnasus nerkux. boina
NpoAo/MKeHa pecnupaTopHas Tepanus yepes O,-KaHIonn.

K MOMEHTY BbINMCKM B HEBPOJIOTMYECKOM cTaTyce
oTMeYanocb yMepeHHoe HapacTaHWe aKTMBHOCTU pebeH-
Ka, COXPaHANMUCb MbllleYyHas rMnoToHUS, runopednexcus,
3aieprKKa NCUXOMOTOPHOIro pa3BuTUsA. CoOMaTUYECKM: Kymnu-
poBaHWEe SKCTPacUCTO/N, remMopparuM4yeckoro CcCuHApoMma
M aHeMUU. HegocTaTo4HOCTM KPOBOOOGpaLLEHUS He Habnto-
fanocb. CoxpaHanach AblxaTeflbHas HeaoCcTaTo4yHOCTb | cTe-
NMEHU C KUCIOPOAO3aBMCUMOCTbIO, PEeBEHOK Haxoauncs
Ha HenpepbiBHOM OKcuUreHauunn depes3 O,-KaHonu (NOTOK
1 n/MuH). Manb4ymK Havyan BCKapMaMBaTbCs U3 BGYTbIIOYKM.
[JvHamMnKa Mmacchbl Tena nonoxuTtenbHas. Pe6eHKky 6bls1 npu-
CBOEH NaniMaTMBHbIN cTaTyC.

ManbymMKk 6bl1 BbiMUCaH OOMOM B BO3pacte 2 MecC
19 aHen nopa HabnwAeHMe chneunanucToB, NPOAOIKEeHa
3amMecTuTe/NlbHas Tepanus ropMoHamMK LWUTOBUAHOWM Kene-
3bl, HOOTpPOMHas Tepanus. bbinnM AaHbl peKomeHaauuu
MO KOPMJIEHHMIO M yX0A4Y 3a PEGEHKOM.

3akniouyeHue. Pe6eHOK ¢ TAenon XxpoOMOCOMHOM naTo-
NIOTMEN U HEeAOHOLEHHOCTbIO B pesyfbTate NpoBeAEeHHOM
KOMMJIEKCHOM Tepanun 6bl/1 COMaTUYEeCKN CTabUnM3npoBaH.
OaHaKO MPOrHO3 OCTaeTCs HESAICHbIM B CBA3K C TAMXKECTbIO
CMHOPOMaNnbHOM NaTo/orMMn, NO3TOMYy HeobxoaMMO Tlia-
TeNnbHOE M NoNHOEe 06¢cneaoBaHMe NauneHTa B AaJibHENLEM.

KJIMHUYECKUU C/TYYAU NO34HO AUATHOCTUPOBAHHOM
FrEMATOFEHHOU TPOMBO®DU/IUU Y BOJTbHOU
C UHOAPKTOMNOAOBHLIM BAPUAHTOM MUOKAPAUTA

lfepacumoBa 10.A., MbiwiKkuHa E.B.

HayuHbiii pykoBoauTenb: JlapuHa J1.E., K.M.H., AoueHT Kadeapbl NponeseBTUKU JeTcKux 6onesHen NP PHUMY

um. H.U. NMuporosa
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AKTyanbHOCTb. OCTpbIi KOpOHapHbIM cuHapom (OKC)
B NeanaTpuM4ecKomn NpaKTMKe BCTPeYaeTcs 4OCTaTOYHO pef-
KO. OGWMPHbIV Kpyr 3ab6oneBaHun ansg auddbepeHumnanbHom

OWarHOCTUKMU MOXET CTaTb MPUYMHOM HEBEPHO MOCTaB/IEH-
HOro AMarHo3a, HEKOPPEKTHO Ha3HaYeHHON Tepanuu 1, Kak
cnefcTBue, — MJOXOro NporHo3a, 4em n 06bsACHAETCS aKTy-



aNbHOCTb pa3dbopa NoAo6HbIX KNIMHUYECKKX cnydaes. Cpeau
npuymH passutua OKC y geten TpeTbe MECTO Mo yactoTe
(13%) 3aHMMaAOT MUOKaPAUTBI, KOTOPbIE NO KAWMHUYECKUM,
WMHCTPYMEHTaNbHbIM U NabopaTopHbIM KPUTEPUAM MOTYT
UMUTUPOBaTb OCTPbIN MHPAPKT MnoKapaa (OMM). Mpu paH-
HUX CepaevyHO-COCYAUCTbIX COObITUAX HEOBXOAMMO UMETb
HACTOPOXEHHOCTb B OTHOLUEHWW FreHEeTUYECKU 0BYCNOBEH-
HbIX AePEKTOB remocTasa, KOTopble CNOCOBHbI ANUTENbHOE
BpeMs npoTeKkaTb 6eCCMMMNTOMHO, MaHUPECTUMPYsS B TOM
yucne B Buae Tpomb603a apTepUin KOpOHaApPHOro pycna nog
B/AMSIHUEM TPUITEPOB B Nt060M BO3pacTe.

KnuHuyeckum cnyyan. NMauymeHTtka A., 15 net. AHamHe3
YWU3HW: peBEHOK OT NepBon 6ePEMEHHOCTH, MEPBbLIX CPOYHbIX
dunsnonormyeckumx pogos, APGAR — 7/8 6annos. Macca tena
npu poxageHnn — 2950 r, gnvHa — 49 cm. MHOXKeCcTBEHHas
MeAMKaMeHTO3Has HemnepeHoCMMOCTb, MNposBasiowasncs
B BUAE KpanunBHULbl. [lepeHeceHHble 3a60/1eBaHNA: FacTpo3-
30¢dareasnbHas pednoKcHasa 60/1e3Hb, XPOHUYECKUI racTpo-
[YO[EHUT, HecneuPrUYeCKUn A3BEHHbIVN KOMUT (PEMUCCUS).

AHaMHe3 3aboneBaHus: B TeyeHne 2019 r. oTMevyanuncb
3NM304bl NMXOpagKu HesicHown atuonormm (37,5-38,5 °C)
ANUTENbHOCTbLIO A0 4 AHen. B ceHTabpe 2019 r. NOBTOPHbIN
3anM30[ C nosblleHneM Temnepatypbl 4o 40 °C — nutnye-
CKasi cMecb 6e3 apdeKTa”, KynupoBaH Ha GoHe B/B Kaneb-
HOro BBEAEHUS MMIOKOKOPTUKOCTEPOUAOB.

26.10.2019 nepBblit anM304 6011 3a rpyanHON ¢ uppa-
anaumen B NEBYIO PYKY M nonaTtky — KpaTKOBPEMEHHbIN,
KynMpoBancs caMoCTOSTENbHO.

12.11.2019 B cBA3M C MNOBTOPHbIM 3nn3ogoM 60au
obpaTtuMnacb 3a MeauuuHcKon nomollbto. Ha IKI: anesa-
uma ST B I, lll, aVF ¢ nHBepcuen 3ybua T, natonormyeckui
3ybey Q B Ill. Tnl — 0,978 Hr/mn. locnutanu3npoBaHa
B JOKbB r. TBepu ¢ anarHosom: «OCTpbI TpaHCMypabHbIn
MHPapKT MMOKapaa HUXKHen nokanusaunn. OcTtpas cepaey-
Has HeJoCTaTO4YHOCTb». llonyyana MHPY3MOHHYIO Tepanuio,
renapuH, KanTonpwn, CNMPOHONAKTOH, Knonugorpen, 6uco-
npoion, TPUMETaA3UANH.

18.11.2019 B HMUL, CCX um. A.H. baKkynesa npoBeaeHa
AKI — KOpoHapHoe pycno He u3MeHeHo. Ha 9xo-KI: runo-
KMHE3 HUMKHEN, HUXKHenepeaHeN N 3aQHEOOKOBOM CTEHKHM
neBoro xenyaoyka; B — 53%; nonoctn He pacliMpeHbl.
Ha Tepanuu: knonuagorpen 75 mr/1 p.

22.11.2019 nepeBegeHa B OTAENIEHUME KapAMOnornu
OrKBb nm. 3.A. bawnseson. Kapanomapkepbl oTpuLatenb-
Hbl. lMonoxutenbHaa aguHaMmuka Ha IKI: cermeHT ST Ha 130-
NMHKMK, naTonormyeckmmn 3ybey, Q oTtcytcTByeT. IAxo-KI:
COKpaTuUTeNbHasa CNOCOGHOCTb COXPaHeHa, y4aCcTKOB rMUMo-
KMHe3a HeT. B KpoBu BbigeneHa [HK Bupyca repneca
yenoBeKka 6-ro tuna (BIM4-6). YuntbiBass peaynbraTbl Npo-
BeAEHHbIX UCCNEeOBaHWI, a TaKXe NpUH1UMas BO BHUMaHWe
[aHHble aHaMHe3a (3nn304bl HEMOTUBMPOBAHHOW NUXO-
pagKku B TevyeHue roga), 6bICTPY0 MONOKUTENbHYIO AWHA-
MKUKY no IKI n 3xo-KI, 6bin 3anogo3peH OCTpbi MUOKap-
anT, ocnoxumslumncs OKC. AnarHo3 noareepxaeH Ha MPT
cepjua ¢ B/B KOHTpacTMpoBaHneM (3 nonoxuTenbHbix Lake
Louise KpuTtepus). HasHayeH a3oKkcumepa 6pomug (MMmy-
HOKOppPUrMpytoWwasa Tepanus), TPMMEeTa3nanH, NPOAOSIKEHa
Tepanusa Knonugorpenom. lNMpun noBTOPHOM NIAHOBOM FrOCMNK-
Tanusaumu B gHBape 2020 r. IHK BI'Y4-6 B KpoBwM He onpe-
pensnacb. Knonugorpen otMeHeH B mae 2020 .

29.06.2020 HOYbIO Yy MaUMEHTKM MOSABUIUCHL XKanoobbl
Ha u3xory, 60/b 3a rpyanHOM C ppagraLmnen B N1eBYIO PYKY.
Ha 3KI: YHCC — 57 ya./MuH, cHuxeHue BonbTaxa QRS,
otpuuatensHoln T B I, 1, aVF, V4-V6. Tnl — 2,12 Hr/mn.

*

OT pegakumm: NUTUYecKas CMecb 3arnpelleHa K MPMMEHEHUIO C
YapONoHWKaloLLEN LeNbio Y AeTEN.

3xo-KI: cnuctonnyeckas GyHKLMA NEBOr0 enyaoyka yaoB-
netBopuTenbHa. [aHHbIX 3a KoarynonaTuilo He nonyde-
HO, B aHaNM3ax KpPOBM BbiIBieHA peaKTMBauua Bupyca
dnwtenHa—bapp (3EB). Bbbino nNpeanosoXeHo Hanuuue
y pebeHKa aHaToOMMYecKUX AedeKTOB KOPOHapPHbIX apTe-
pPW, 4YTO MO0 NOCAYXUTb NpnymHon OKC Ha doHe MMoKap-
aunTa v npu peaktuBaumn 3bB-uHpekumnn. PekomeHgoBaHo
nosTopHoe npoBeaeHne AKI 11.08.2020 Ha nnaHoBOWM
AKI' B MAIKB: npaBblit TMN KPOBOCHAOMXEHUS MWOKapaa,
OKKJ/1I031sA BETBM Tynoro Kpas 1 ot ycTbs. Ixo-KI: nokanbHas
COKPaTMMOCTb JIEBOIO }eNyao4Ka HapylweHa 3a CYeT runo-
KWMHE3UN CpeaHero cermeHTa, rnobanbHas COKPaTUMOCTb
B npenenax Hopmbl (@B — 58%). 3nvM3o4 YyCKOPEHHOro
WOMOBEHTPUKYNSPHOIO PUTMa Ha XONTEPOBCKOM MOHMTO-
pupoBaHUK. AHTHMapUTMUYecKasa Tepanus nponadeHOHOM
150 mr 3 p/aeHb. C uenbio NpoPUIaKTUKKU NOBTOPHBIX TPOM-
60TUYECKMUX OCNOXKHEHUWM Hal3Ha4yeH JanTenapuH HaTpus
6000 ME 2 p/aeHb n/K. 22.10.2020 nnaHoBas rocnurtasniu-
3aumsa B otaeneHue remartonorum MAIMKB. Mo pesynbratam
KoarynorpaMmbl — ajeKBaTHas rmnokoarynsaumsa Ha doHe
Tepanuu gantenapuvHoM Hatpus, geduunTa ecTeCTBEHHbIX
aHTUKOAarynsHToB He BbisiBNIeHO. MapKepoB aHTudochoum-
MUAHOTO CUHAPOMA U CUCTEMHbIX 3ab0neBaHU COEanHU-
Te/IbHOW TKaHM He 06HapyXeHo. AHTUTeNa K KapanuoaunuHy
He o6Hapy»eHbl. Ha3dHayeHo nccnegoBaHMe KPOBU Ha reHe-
TU4EeCKMe nonumopduamMbl cucteMbl remocTtasa. Ha IKI:
cuHycoBas aputmusa, HCC — 46-73 ya./mMuH, AV-610Kaaa
| cTeneHu, YacTble OAMHOYHbIE XKENYA04KOBbIE 9KCTPACUCTO-
Nbl. XONTEPOBCKOE MOHWUTOPUPOBAHKE: UHTEPMUTTHPYIOLWAS
AV-6510Kaga | cteneHu.

B mexrocnurtanbHblM nepuoa naunmeHTKy 6ecrnoKounau
ANUTENbHbIE MEHCTPYasbHble KPOBOTEYEHNS HAa GOHE aHTK-
KoarynsHTHon Tepanuu, B cBA3n ¢ 4yeM 04.12.2020 oHa
6bl/la NOBTOPHO rocnutanuanposaHa B MAIKB.

05.12.2020 — yxyAalleH1e COCTOSIHUS B BUAE Kapananrum
C Uppaaunaumen B neByto pyKy. NoBTOpHOE Kapanoaornyeckoe
obcnenoBaHue He noaTBepauno Hanndina OKC, 6onesow npwm-
CTYN KYNUpOBaH OAHOKPATHbIM MPUEMOM HUTPOMAULEPUHA.
Mo pesynbTaTam reHeTUYEeCKOro uccnenoBaHus 0GHapyKeHo
HOCUTENBbCTBO MPOTPOMOBOTUYECKUX MOAMMOPPU3MOB, acco-
LMMUPOBAHHbIX C HaCNeACTBEHHOW TpomMbodunmMen: romMo3u-
rOTHblE MyTaLMK FEHOB MHIMBUTOPa aKTMBaTopa nNaa3MuHore-
Ha-1 (PAI-I) n meTuneHTteTparnapodonatpeayktasbl (MTHFR)
C677>T (T/T). NaumeHTKa HaxoaMTCa B rpynne pucka no pas-
BUTUIO MOBTOPHbIX TPOMBOTUYECKUX OCNOXHEHUI. ocTaBneH
anarHos: «[ematoreHHas Tpom6odunua. Mwemunyeckas
KapAnMomMuonaTna € He3Ha4YuTeNbHbIM CHUXEHMEM COKpa-
TUTEIbHOW CMOCOBGHOCTM MMWOKapaa NeBOro enyaoudka.
MocTMHOaPKTHLIN KapANMOCKNEPO3 (OCTPbIN MHDAPKT MUOKap-
fa ot 29.06.2020, oKKN3Ka BETBU Tynoro Kpas 1 oT ycTbs).
ATpMOBEHTPUKYNApHasa 610Kaga | cteneHun. Peakas »enyaou-
KoBas aKcTpacuctona. HK 0-1 cteneHu». PeKkoMeHOOBaHO
neyeHue: buconponon 1,25 mr 1 p/12 4, auetnncannumnoas
Kucnota 150 mr/1 p, puBapokcabaH 15 mr/1 p (npy MEHCTPY-
auun — nepeBof Ha Tepanuio HUSKOMONEKYNSPHBIMU renapu-
Hamu u3 pacyeta 100 E[l /Kkr 1 p/aeHb), npenapaTbl Gonneson
Kucnotbl 5 Mr 3 p/aeHb.

3aknw4veHue. [lpuBegeHHoe onucaHve nauyueHTa
AEMOHCTPUPYET NpuMMep NO3AHEW AMArHOCTUKM Hacnea-
CTBEHHOW Tpomb6odunnu (nonumopduramel B reHax MTHFR
n PAI-l) y pebeHKa C BUPYCHbIM MWOKapAuUTOM, Oebto-
TUPOBaBWWM B BMAE OCTPOr0 KOPOHAPHOro CUHApPOMA.
Meanatpam cneayet UMETb BbICOKYHD HaCTOPOXKEHHOCTb
B OTHOLWEHWW HACNEACTBEHHbIX AePEKTOB CUCTEMbI reMo-
ctasa npu OKC y geTten, Tak KaK Ha3HayeHMe naToreHeTu-
YEeCKM 060OCHOBAHHOW Tepanuu MOXET B KOpPHE M3MEHUTb
NMPOrHO3 U YNYYLNUTb Ka4eCTBO XKU3HMU.
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KJIMHUYECKUU C/TYYAU CUHOPOMAJIbHOU ®OPMbI
NMATOJIOTMU C MHOXXECTBEHHbIMU BPOXXAEHHbIMU
NMOPOKAMM PA3BUTUA U 3AJEPYKKOU MCUXOMOTOPHOIO

PA3BUTUA

AopeTtenéBa A.A.

HayuHbi pyKoBoauTtenb: flertapésa M.I., a.m.H., npodeccop Kadeapbl HeoHaTonorum ®AMN0 PHUMY

um. H.U. NMuporosa

DIrAOY BO PoccHICKMI HaLMOHaNbHbIM UCCNeLoBaATENIbCKUN MEeAULIMHCKUI YHUBepcHuTeT nMenun H.U. MNMuporosa

MwuH3apaBa Poccum

AKTyanbHOCTb. 104 MHOXECTBEHHbIMU BPOXAEHHbLIMU
nopokamu passutus (MBI1P) noHMMalOT KOMMJEKC U3 ABYX
unu 6onee He MHAYLMPYEMbIX APYr APYromM MOPOKOB pas-
BUTUS B pasHbix cuctemax. O cuHgpomax MBIIP MoxHO
roBOPWUTb B C/ly4ae YyCTOMYMBOro CoYeTaHUs MOPOKOB pas-
BUTUS y ABYX U 60ee 60bHbIX. B ocHoBe cnHapomoB MBIP
MOTYT fieXaTb XPOMOCOMHbIE HapyweHus (KaK 4YucioBble,
TaK W CTPYKTYPHbIE), FTEHHble MyTauuu U JENCTBUE Ha BHY-
TPUYTPOBHOTrO pebeHKa TepaToreHoB. B cuny orpomHom
aTMonaTtoreHeTMyecKon reteporeHHoct MBIP npeacrtas-
NS0T co60W CNOXKHYI0 Npobaemy A5 NOCTAaHOBKM AMarHosa,
onpeaensitolwero NPUYNHHO-CNeACTBEHHbIE CBSA3K Npu dop-
MUPOBaHUKN NATONOT UK.

KnuHuyeckun cnyyain. o Hawum HabnwogeHuem
HaxoauTcs AeBOYKa, 2 neT. Pe6eHOK 0T COMaTUYeCKHU 340-
poBoil matepu 34 neT, oT BTOpon 6epeMeHHOCTH (NepBas
6epemMeHHOCTb — B 2016 ., Cpo4YHble poabl, AEeBOYKa,
3[0poBa), NpoTeKaBLlen B | TpuMmecTpe 6e3 0CO6EeHHOCTEN,
Bo Il Tpumectpe — ¢ OPBW, B lll TpumecTpe — KONbMuT,
oTeku. o pesynbratam npeHaTanbHOW AnarHocTukK (Y3N):
pacwupeHne YaleyHO-T0XaHOYHOM CUCTEMbI Y BHYTPU-
yTpo6HOro pebeHKa C ABYX CTOPOH, KoconamocTb. Pogbl
BTOpPblE, CPOYHblEe Ha 38-# Hel, NyTeEM NIaHOBOro Kecapesa
ceyeHus. Macca Tena npu poxaeHun — 2970 r, AMHa —
52 cM, OKPYXHOCTb ronoBbl — 34 CM, OKPYKHOCTb rpyan —
35 ¢cMm, oueHKa no wkane APGAR — 7/8 6annos.

CocTosiHMe NpPU POXAEHUU CpefHEeN TAXKecTU 3a cuyeT
CUHAPOMa yrHeTeHus. Ha 4-e CcyT X13HM NnepeBeeHa B Heo-
HaTonornyeckoe otaeneHuve. B comaTuMyecKom cTaTtyce:
MHOXECTBEHHbIE CTUIMbl AM33MOGpMOreHesa, KOHbloraum-
OHHas enTyxa, ABYCTOPOHHASA BPOXKAEHHAs KOCOManocCTb.
Mpu o6cnegoBaHMK B CTauMOHape Mo AaHHbIM yNbTpas3By-
KoBoro uccnegoBaHus (Y3W) opraHoB GpOLWLIHON MOMOCTH,
noyek: gedopmaums XKea4yHoro nysbips, rmapoHedpoTuye-
cKasa TpaHcdopmauuma nesorn noyvyku. Mo pesynsratam Y3U
Ta3o06e[peHHbIX CyCTaBOB BbiiBfieHa AUcnna3unsa tasobes-
peHHbIX cycTaBoB |Ib cTeneHu. Mo pesynbtaTaM aXxoKapam-
orpadun (3xo-KrI): oTKpbITOE OBafibHOE OKHO — 3,5 MM.
Mo naHHbIM HenpocoHorpadum (HCI): nepu- 1 MHTPaBEHTPMU-
KynsipHble KpoBonasnuaHusa (NMUBK) 2-11 ctenenu, runonnasung
MO30/IMCTOr0 Tena, 3XO-MPU3HAKWU BHYTPEHHEW ruapole-
danuu, CHUXKEeHWe COoCyaMCTOro CONPOTUBNEHUS B Mepea-
Hew MOo3roBoi apTepuun. lMocne KoHcynbTauuMuM Hesposora
BbiCTaBNeH [AuarHo3: «[MNoKCHUYeCcKU-remopparmyeckoe
nopaxeHue LIHC Il cteneHun, cMHAPOM ABUraTesbHbIX Hapy-
WEeHWN (MbllleYyHas rmnoTtoHus). AncreHesnss MO30MCTOro
Tena. CuHapoManbHas naTonorus». BolnucaHa co 2-ro atana
BbIXaXMBaHUA Ha 12-e CyT }XU3HW.

Ha 2-M mec XW3HWU HEeBPOSIOrOM OTMEYeHbl Hanuyue
MUKpoLuedannm 1 NepBbiX NPU3HAKOB 3a4EPKKKU NCUXOMO-
TOopHoro pas3sutus (3MP): rMNOMUMUS, HEFPOMKUIA, HEIMO-
LMOHaNbHbIN Niay, oTcyTcTBME DUKCaLMM B3rnsaa 1 «poTo-
BOMO BHUMAaHMS», CHUKEHUE MbILEYHOro TOHyca B pyKax,

3ameaneHo GopMUpOBaHME KOHTPOAS FONOBbI Ha XWUBOTE
W NpU TPaKLUMK.

B amb6ynaTopHbIX ycnoBuax pebeHKy MPOBEeAEHO KOM-
NNEKCHOE K/MHUKO-UHCTPYMEHTanbHoe o6cnefoBaHue:
MarHuUTHo-pe3oHaHcHas Tomorpadus (MPT) ronoBHoro
MO3ra, uccnegoBaHWe 3puTE/bHbIX BbI3BAHHbIX MOTEH-
umanos (3BI), 33-MOHUTOPUHI, a TaKxke obcrnefoBaHue
B cypaonoruvyeckom ueHtpe. o gaHHbIM MPT ronoBHOro
Mo3ara: MP-KapTuHa BHYTpeHHen rugpouedanuu, runonna-
31 MO30JIUCTOr0 Tena. YMeHblueHne ob6bema BellecTBa
rof0BHOro Mo3ra. ApaxHouganbHas KUCTa y nontoca nesown
BMCOYHOM gonun 18/26/17 mm. o aaHHbIM MccneaoBaHus
3BIM: oculus uterque (OU) — opraHn4ecKoe noparKeHue 3pu-
TeNbHbIX NPOBOAALWMX NyTeN. o AgaHHbIM A3-MOHUTOPUHTa
annnenTMdoOpPMHOM aKTUBHOCTHM HE 06HapyKeHo. o pe3ynb-
TaTaM CypAonorMyeckoro o6¢cneaoBaHmsa BbisiBeHa HEMPO-
CeHcopHas TyroyxocTb | cteneHun. Ha npoTaxeHun nepBoro
roga Xu3Hu y pebeHKa OoTMevaNnoCb HapylleHue TemrnoB
NMCUXOMOTOPHOrO0 pPa3BMUTWUS: Havana MoBopaynBaTbCs
Ha 60K ¢ 7 Mec, ynblbaTbcs — ¢ 8 Mec, rynintb — ¢ 8—9 mec,
KOHTPO/b FOI0BbI B MOJIOXKEHUU Ha KMBOTE cHOPMMPOBaH
K 1 roay.

COBOKYMHOCTb Hannyusa y pebeHKa ¢ 3aJepKon ncu-
XOMOTOPHOrO pPas3BUTUSA aHOMaauMu pPa3BUTUS FOJIOBHOIO
MO3ra, NaTosorMnM 3pUTENbHOrO M CAYXOBOrO aHanuM3aTto-
poOB, BPOXAEHHON ABYCTOPOHHEN KOCONAMNOCTWU, BPOXKAEH-
HOrO MOPOKa MOYeK cTajla OCHOBaHMEM ANS NpoBeAeHUs
reHeTUYEeCKOro uccnefoBaHus ANna NOATBEPXKAEHUS CUH-
apomanbHon ¢opmbl MBIIP. B pesynbtaTe npoBefeHHOro
TapreTHoro XPOMOCOMHOI0O MMWKPOMaTPUMYHOrO aHanusa,
PEKOMEHAOBAHHOIO FEHETUKOM, NaTOreHHOro XPOMOCOM-
HOoro aucbanaHca OGHapYy)XeHOo He Oblo. Ha npoTsxeHun
nepBoro M BTOPOro roja XW3HW AeBo4vKa ambynaTtopHo
1 B yCIOBUSAX CNeLMannM3MpoBaHHOro ctalMoHapa npoxoam-
Nna KypcCbl KOMMNEKCHOW BOCCTaHOBMTENbHON MeAWKaMeH-
TO3HOM WM HEMeAMKaMEHTO3HOM Tepanuu C KpawnHe Mef-
NIEHHOW MONOXUTENbHOWM AMHAMUKOM HEPBHO-MCUXMYECKOTO
M CTaTO-MOTOPHOr0 Pa3BUTUS.

B HacToswee BpeMs K Bo3pacTty 1,5 net B HEBPOJIOMU-
4YecKoM cTaTyce y pebeHKa: MUKpouedanus (OKPYHHOCTb
rofoBbl — 43,5 cM). 3pUTeNbHbIM KOHTaAKT dopMasbHbIi,
ycTaHaBAMBaeTCs He Bcerga. Mrpyliky 6epet B pyky, nepe-
KNnajblBaeT. MHOXECTBEHHbIE py4YHble ABUraTenbHble cTe-
peoTunun. JKcnpeccrMBHas pedb OTCYTCTBYeT, BOKau3a-
UMSA rnacHbIMW, eduWHUYHble cnoru. MoHWMaHue peyveBbiX
MHCTPYKLKUIA orpaHuyeHHo. CaMoCcTosiTeNlbHbIE MOBOPOThHI
Ha YXMBOT M 06PaTHO, HE CaAMTCS, HE CTOMUT, He xoauT. Co cTo-
poHbl YMH: ropnsoHTanbHbIM HUCTArM ¢ POTaTOPHbIM KOM-
noHeHTom. Cxoasieeca Kocornasue. lNpucyTcTByeT Tpya-
HOCTb BCKapM/MBaHUA — MNEPUOAMYECKM MNOMNEPXMBaHUS
(oxXnBNneHne pBOTHOro pednekca B pamkax nceBaobynb-
6apHoro cuHapoma). B aBuratenbHon coepe: TOHYC MbiLL,
nosbiweH B pykax, D = S. MOHW)KEH B HWXHWUX KOHEYHO-



cTax. CyxoxunbHble pedbnekcbl — runeppednexcus, D > S.
MonoxutenbHbin pednekc babuHcKoro. O6pallatoT Ha cebs
BHUMaHWe crneayoume ¢GeHoTUNUYeCKMe OCOBEHHOCTH:
6onbluMe YLK, MaNeHbKM NoABGOPOAOK, HWM3KOPaCMNono-
EHHble YLIHble PaKOBMHbI, MOHIO/IOWAHBIN pa3pes rnas,
rMNoTeNnopmn3M rnas, WwaTpoBuaHas BepxHaa ryba, 3anas-
Lee nepeHocbe, CTpabumam, HenpaBUIbHbIN NPUKYC.

B uenom oco6eHHOCTU cnoxuBLlierocs ¢eHotmna pebeH-
Ka, AMHaMWKa KNMHUYECKOWM KapTWHbI U JaHHble aHaMHe3a
W3HU M 3abofieBaHWUs AalOT OCHOBaHWE MPoOBECTU AND-
depeHUnanbHbIM gMarHo3 B rpynne MOHOTMEeHHbIX CUHAPO-

ManbHbIX COCTOSIHUA C MHOXECTBEHHbIMU BPOXAEHHbLIMM
NOPOKaMu pa3BUTUS, B HACTHOCTU HEMPOOKYNOKaPANOreHH-
TOypuHapHbIM cuHApomMoM (neurooculocardiogenitourinary
syndrome; NOCGUS; OMIM #618652). NOCGUS BbI3BaH
reTepo3nroTHon mytauuen B reHe WDR37 Ha xpomocome
10p15.

[Ana BbigBneHus Haubonee BEPOATHON MPUYUHBLI 3a60-
neBaHUs B3AT BYKKallbHbI COCKOD A1 MONEKYNSPHO-TeHe-
TUYECKOro MccnefoBaHus: NOUCK MyTaumn B reHe WDR37,
CEeKBEHUpPOBaHME C nocneayllen BanvaalmMen BbISBAEH-
HbIX TEHETUYECKMX BapMaHTOB. AHann3 B paborTe.

ABYCTOPOHHAA ACIMMTUPALLMOHHASA NOJIMCErTMEHTAPHAA
NMHEBMOHUA Y PEBEHKA C CUHAPOMOM MNPOTESA

EropoBa A.U., TynynoBa C.A.

HayuHbi pykoBoauTtenb: JlapuHa J1.E., K.M.H., oLl eHT Kadeapbl nponeaeBTUKU AeTCKUX 6onesHen NP PHUMY

um. H.U. NMuporosa

®rAOY BO PoccuMCKMIM HauMOHaNbHbIM UCCNEf0BATENBCKUN MEAULIMHCKUIA YHUBEPCUTET MMeHU H.W. Tuporosa

MuH3gpaBa Poccuu

AKTyanbHocTb. CuHapoM [lpoTes — pegyanilee reHe-
TMYyecKoe 3aboneBaHue, Bbi3biBatollee TPYAHOCTb FreHeTu-
yecKon uaeHtudukaumn. CuHapom lpoTes XapaKTepusy-
€TCS KOMMNEKCHbIM, BaprMabebHbIM M MPOrpeccupyowmnm
paspacTaHMeM pasfiMyHbIX TKaHeW opraHuama ¢ npeumy-
LWEeCTBEHHO aCMMMETPUYHOM MaKpPOAaAKTUAMEN, COeAMHU-
TeNbHOTKaHHbIMU 1 3NMAEPMaAbHbIMW HEBYCAMU, BPOXAEH-
HbIMW MOPOKaMM PA3BUTUSA KPOBEHOCHbLIX U TMMdaTUYECKMX
COCyAo0B, rMNepocTo30oMm KocTen vyepena. Npu 3a6onesaHmm
CyLLECTBYET NPeapacrnofioXeHHOCTb K Pa3BUTUIO OMyXonew.
MpHUyYnHOM cCMHAPOMa SIBNSIETCS CMOHTaHHasa BapuaLlms reHa
BO Bpemsl aMOPMOHaNbHOro pasBuTus. MNponcxoanT Tovey-
Has MyTauusa B reHe AKT1. 3Ta MyTaLMs HapyLllaeT cnocob-
HOCTb MOPa*KEHHbIX KNEeTOK perynaMpoBaTb COBGCTBEHHbIN
POCT, B pe3dynbrate Yero HEKOTOpble YacTu Tena nauuneHTa
BblpacTaloT A0 aHOMasfbHblX pa3MepoB, B TO BpeMs Kak
Apyrue ocTalTcs HopMasbHbIMU.

XapaKkTep M36bITOYHOrO pocTa npu cuHapome [poTtes
TaKXe ABNSeTCs OTMYUTENbHBbIM MO CPaBHEHWIO C APYru-
MU pPacCTPONCTBaAMMU, KOTOPblE MPOSABASIOTCS aCUMMETPUY-
HbIM M36bITOYHBIM POCTOM. OH Ha3biBaeTCs HeperyasipHbIM
W NPOrpeccmBHbIM, YTOObl OTIMYUTL €ro oT 6osiee pacnpo-
CTpaHeHHoW GOopMbl Ype3MEepPHOro pocTa, KoTopas ABnseT-
€51 NPOMNOPLMOHANBHOM U PErYNSPHOW.

AKTyanbHOCTb TEMbl CBA3aHa C TeM, YTO AaHHOe 3a60-
neBaHMe Heo6X0AMMO MPaBWUIbHO M CBOEBPEMEHHO Aua-
FHOCTMPOBATb, YTOObI CHU3UTb PUCKM OCMOXKHEHUH U obe-
crne4ynTb KOMODOPTHYIO XW3Hb NauueHTy. M36aBuTbCSA
OT CMHAPOMA HEBO3MOXKHO, KaK M OT N1t060ro Apyroro BpOX-
AEHHOro NM60 HacneaCTBEHHOro 3a60/1eBaHUS.

Llenb. O6patntb BHUMaHWe creuumanucTtoB Ha OAHO
M3 peaKo BCTpeyvatownxcs 3aboneBaHnit, ykasatb 0CO6EH-
HOCTW KJIMHWYECKOro NPosiBNEeHUs cuHapoma MpoTes, a Tak-
e NpeAcTaBUTb BHUMAHUIO MHTEPECHOE TeYEeHUe NMHEBMO-
HUK Yy pebeHKa C JaHHbIM CUHAPOMOM.

KnuHuyeckuin cnyyan. Manbyiunk, 4 mMec, rocnurtanu-
3UpoBaH C ¥anobaMu Ha NOBbIWEHWE TemnepaTypbl Tena
no 37,8 °C, oablwkKy. InarHo3 npu noctynneHunn: «OcTpblin
OBGCTPYKTUBHbIN 6poHxuT, H I-Il cTeneHu, numdbaHrnoma
LWEeYHbIX, OKOOYLWHO-}XeBaTeNbHbIX, NOAYENIOCTHbLIX 06na-
CTeN ¢ ABYX CTOPOH, AHa MONOCTU pTa, A3blKa, COCTOSHWE
nocne HwHen TpaxeoctoMbl oT 02.07.2020, ucce4vyeHus
NMMPaHIMOMbl MOAYENIOCTHBIX, LWEeYHbIX, NoA60pPOA0YHbIX
obnacteun, gHa nonoctu pta u weun ot 02.07.2020, peBu-

318 nocneonepaumoHHon paHbl oT 12.08.2020, cuHApOM
MpoTtesi». U3 aHaMHe3a M3BECTHO: NauueHT HabngaeTcs
reHeTMKOM Mo nosoay cuHapoma lMpoTes.

Mpn ocmoTpe: poct — 60 cm, macca — 6,4 Kr, TeMmne-
patypa — 39,4 °C. Macca Tena npu poxaeHmn — 3488 .
ACUMMETPUYHOE NULIO 3a CHET 06pa3oBaHUi nepeaHeboKo-
BbIX OTAEJIOB LeW, NoAYeNtoCTHbIX obnacTten (6onblue cnpa-
Ba), HUXKHUX OTAENOB LUEYHbIX U OKOMOYLIHO-XeBaTeNbHbIX
obnacTten ¢ ABYX CTOPOH (TaKxe 60/blle cnpaBa), AHa Nono-
CTW pTa, A3blKa, KOXa Haj o6pa3oBaHUAMM HOPMaabHOM
OKpacku. O6nactb TpaxeocTombl 6€3 uameHeHun. a4 —
42/MuH, Sp0, — 89%, AblxaHWe KeCTKoe, BbICNyLWNBaloTCA
Bfa)kHble xpunbl, AL — 90/50 mm pT. cT., YHCC — 142/MuH.
Pe6eHoK 6bin rocnutanmuampoBaH (08.09.2020) B UHPEKLHU-
OHHOE OTAeNeHne AN XMPYPruyecKnx 601bHbIX.

Mpn npoBeaeHnn uHransguum (09.09.2020) pebeHKa
BblpBano, Npousowsna acnuMpaums U ocTaHOBKa AblXaHus.
MpoBefeHa caHauua AblxaTenbHbIX NyTEW, HayaTa MCKYcC-
CTBEHHas BEHTUASALMSA NEerknux Mewkom AMOyY Yepea Tpaxeo-
CTOMMYECKYID TpyOKy, HavaT HenpsMon maccaxk cepaua,
BBeAeH B/B afpeHanvH 0,1 Mn 1 gekcametas3oH 4 wr,
pebeHoK 6bin nepeBegeH B OPUT no TsaxecTu cocTos-
Husa (09.09.2020-06.10.2020). B cBa3K ¢ remoTopakcom
cnpaBa (10.09.2020) 6bina npoBefeHa MNyHKLUUSA NpaBon
nneespanbHOM nonocTu. NMpoBeaeHO ApeHUpoBaHWe MnneB-
panbHon nonoctn cnpaBa 11.09.2020, npoBeaeHa GpPoOH-
XOCKOMKWSA, MO pe3ynbTataM KOTOpoW Yy NauueHTa OGbina
AMarHocTMpoBaHa KapTWMHa THOWMHOIO TpaxeobpoHXUTa,
nposefeHa caHauus. MNoBTOpHble caHauuK Gbln NpoBe-
geHbl 18.09.2020 u 22.09.2020. Ha peHTreHorpamme
opraHoB 6ptowHon nonoctn 10.09.2020 n 11.09.2020
oTMeYanacb KapTMHa KMULLEYHOM HEeNpPOXOAMMOCTHM, KOTO-
pasi BNOCNeACTBMM paspelunnacb, SBNeHUe CenTUYecKoro
woka 13.09.2020. Mpu Y3WM 6plowHOM MNOAOCTU B AWHA-
MUKe onpeaensnocb Hebosblioe KONMYecTBO CBOGOAHOM
MAKOCTHU, NaLMEHTy NPOBOAMAN ApeHark GptoWHOM nono-
cTu. KoppeKuus runoanbbymuHeMuUU. Ons aHTepanbHOro
NUTaHKs UCMNONb30BasCs HasoracTpasibHbli 30HA. B cBSA3U
C rnybokon TpoMbOUUTONEHWEN MNpoBedeHbl TpaHCchy3uu
KoHueHTpaTa TpombouutoB 13.09.2020 u 24.09.2020.
Peb6eHoK 6bln nepeBeaeH B OTAENIEHUE TOpaKanbHOM XMpPYp-
rmn (06.10.2020-23.10.2020). Mpn peHTreHoN0orn4eckom
ncenenosaHun rpyaHon knetku (06.10.2020) oTmevanocb
yBe/nYyeHne MHEBMOTOpPaKca crnpasa, MOBbIWEHWE MHEB-
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MaTu3aluuu NpaBoro Nerkoro, rMAPOTOPaKC crnpaBa, CHU-
XEeHMe MNHeBMaTM3auuu B MPUKOPHEBbLIX OTAENax cnesa.
bbin nepexkat nneBpanbHbiM ApeHark cnpasa (08.10.2020),
[MarHocTMpoBasan MHEBMOTOPAKC crpaBa, ApeHaxk pas-
aT, u npyv nomouwm wnpuua acnupuposanu 50 ma BO3-
oyxa. B cBa3n c Taxenow aHemuen pebeHKy npoBenu
TpaHcoy3uto apuTpoumTapHor Basecu (09.10.2020), cocTo-
fHMe nocne TpaHchy3nn 6e3 OCNoXKHeHUNW. Mo pesynbTa-
Tam KT-uccnepgosaHua OFK nog Hapkoszom (14.10.2020)
OTMeYeHa NOoNoXMUTeNbHas AMHAaMWKa B BUE YMEHbLUEHUS
o6beMa KMWOKOCTU U BO3AYyXa B NpaBOw NaeBpasbHOM Noso-
CTW C MPU3HAKaMu OrpaHU4eHUs 30HbI, YaCTUYHOE BOCCTa-
HOBJIEHWE MHEBMAaTU3auuWM NPaBoOro Nerkoro, OoTCyTCTBMUE
BbINOTa B JIEBOW MAeBPaNbHOM 30HE M OTEKA KETHATOYHbIX
npocTpaHcTB. Ha ¢poHe NpoBeAeHHOro nevyeHuns y pebeHka
oTMeYancs perpecc gbixaTenbHOoM HeJOCTAaTOYHOCTU U KKC-
N0POA03aBUCUMOCTH.

YyntbiBas 61aronpusaTHYO KIIMHUYECKYIO CUMNTOMATUKY,
Obln yaaneH naespasbHbii gpeHax (19.10.2020) 1 oTMeHe-
Ha aHTMbGaKTepuanbHas Tepanus. 10 peHTreHOIOrMYEeCKUM

M naéopaTopHbIM AaHHbIM 0T 23.10.2020 (C-peaKTUBHbIN
6enok — 0,8 mr/an, aputpounTsel — 3,37 x 1012/n, remo-
robuH — 97 r/n) oTMeYyeHa MOoJIoKUTeNbHas AMHaMMKKa.
Pe6eHOoK 6bin BbiMMCaH JOMOW.

OCHOBHOW AMarHos: «[lByCTOPOHHAS acnupauuoHHas
nonucermeHtapHas nHesmonus, AH Il ctenenu, centuye-
CKMI WWOK, COCTOSIHWE Moc/e YCNeLWHbIX PeaHUMaLMOHHbIX
MEPONPUATUIR, MHEBMOTOPAKC, cuHapom [lpotes (numdan-
rMOMa LWEYHbIX, OKOMIOYLIHO-XeBaTebHbIX, MOAYENOCTHbIX
obnacTtew ¢ AByX CTOPOH, AHaA MOJIOCTU pPTa, A3blKa)».

3aknioyeHune. CuHapom lNpoTes npeacrtasBnseTr cobon
pPeaKylo NaToNoruio, CXOAHY C PAAOM HaCNneACTBEHHbIX
6onesHen, xapaktepuayeTca GOpMMUPOBaAHUEM OCIOKHEHNN
B BM/€E 3/10Ka4eCTBEHHbIX HOBOOGPa30BaHUM U TPYAHOCTbIO
reHeTnyeckon uaeHtTndmnkaumn. CeoeBpeMeHHas AuarHo-
CTMKa MMeEEeT MNepBOCTENEHHOE 3HavyeHue Ans NporHosa
TeyeHuss 3aboneBaHMs, KadecTBa M MNPOAOCIKMUTENbHOCTH
¥U3HU NauneHTa. Taknm o6pasom, NpeacTaBNEHHOE K/TUHU-
yecKoe HabngeHne NNCTpupyeT HeObbIYHOE, OC/TIOXKHEH-
HO€E Te4YeHne NHEBMOHUK Y pebeHKa ¢ cuHapomoMm lpoTes.

TPYAHOCTU AUATHOCTUKU HEUPOBJIACTOMbI

BoHpapeHko 0.B., TonmauyéBa A.A.

HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AoueHT Kadeapbl NponeaeBTUKU AeTCcKux 6onesHen Nd® PHUMY

um. H.U. NMuporosa

DIrAOY BO PoccHICKKUIA HaLMOHaNbHbIM UCCNeLOoBATENIbCKUN MEeAULIMHCKUIM YHUBepcHUTeT nMenun H.U. MNMuporosa

MwuH3apaBa Poccumn

'BY3 Mopo3oBcKas AeTcKas ropoAckas KnnHuyeckasa 6onbHuua 3M

AKTyanbHoCTb. Helpobnactoma — 3/10Ka4eCTBEHHas
onyxofib, pasBuBaloOLWanca M3 KNEeTOK-NpeawecTBEHHUKOB
CUMMNaTUYEeCKON HepPBHOM cucTeMbl. Herpobnactoma aBns-
€TCA camMOM YacToM 3/10Ka4eCTBEHHOW AKCTpaKpaHuaibHON
onyxonblo AETCKOro Bo3pacTa, cocTaBnsetr 8% Bcex 3/0-
KayeCTBEHHbIX HOBOOGpa3oBaHWK. HelpobnacTtoma 4acTo
npoTekaeT 6€CCMMNTOMHO, M 3aN0A03PUTb AaHHYI0 NaToNo-
FMI0 MOXHO TONIbKO MPW MeTacTa3MpoBaHUK ONyXoSin B pas-
NIMYHblE OpraHbl. HUKe npuBegeHo onucaHue AUarHOCTUKK
HenpobnacToMbl Npu obcnegoBaHuMM pebeHka no nosoay
nonuaePULUTHOM aHEMUUN 3-1 CTEMEHM.

KnuHuyeckuin cnyvan. [lesoyka 3., 23.09.2019 r.p.,
OT BTOPOM 6€peMEHHOCTH, NepPBbIX PUINONOTMHECKMX POLOB
B CpoK. CemMenHbIn aHaMHe3 He oTdaroleH. BakunHupoBaHa
no Bo3pacTy. Pe6eHOK poc W pasBuBanCa HOpPMabHO,
B COOTBETCTBMMU C BO3pPaACTHbIMU HoOpMaMu. C nionsa 2020 .
y pe6eHKa oTMe4yanucb MOBTOPHbIE 3MNU30Abl NOBbLIWEHUS
TemnepaTtypbl Tena go 37-37,2 °C, KoTopble 6blIn pac-
LEeHeHbl MaTepbld KaK CMMMNTOMbl Mpopes3biBaHus 3y60B,
M anobbl Ha cHMKeHue annetuTta. C 24.09.2020 — 3 aHa
nuxopafKa 6e3 KaTapaibHbiXx SBAeHWW. AmMOYnaTtopHoO
Obll CAAH KAMHUYECKMM aHanu3d KpoBW, MO pe3ynbraTam
KOTOPOro oGHapy*KEHO CHUXKeHWe remornobuHa go 74 r/n.
[emaTonoroM no MecCTy XKUTenbCTBa OblI0 PEKOMEHJ0Ba-
HO HayaTb Tepanuio aHTepaNbHbIMKU NpenapaTtamMu xenesa
n donmeson kucnoton. 03.10.2020 — NOBTOPHbLIA 3MK-
304 NIMXOPaAKW, POAMTENM CaMOCTOSATENIbHO 06paTUAWCH
B MAIKB. B KNIMHWMYECKOM aHann3e KPOBU CHUKEHUE FreMO-
rno6uHa [0 68 r/n U 3puTpounToB — Ao 2,93 x 1012/,
B CBSI3M C YeM [eBOo4YKa rocnvranuanpoBaHa B reMaTtono-
rmyeckoe otaeneHve. B GMOXMMUYECKOM aHanuM3e KpoBw
oT 05.10.2020: cuaeponeHus (5,9 MKMosb/N), TpaHchep-
puH — 186 mr/an, By, — 150 nr/mi, noBbileHne ypoBHS
depputHa — po 74,3 mkr/n, 14 — po 615 EA/n, ACT —
no 74,4 E/n, CPb — po 83,6 Mr/n. Ha ocHOBaHWK pe3syJib-
TaTOB aHanM30B MoCTaBNeH AuarHos: «[lonngeduuntHas

aHeMus 3-i cteneHu». 05.10.2020 — TpaHchy3unsa apUTPO-
uMTapHom mMaccbl 15 mn/Kr B/B Kan. Tak KaKk ans aHemuu
HexapaKTepHo nosblleHne JI[I, a TakKe noBbileHue dep-
PUTUHA MNpPWU CUAEPONEHWUU, AMArHOCTUYECKUIA MOUCK Obln
npofosiKeH. 06.10.2020 BbinonHeHo Y3M OBIT — renaTo-
cnneHomeranus; Y3M novek, Haano4e4HUKOB M 3a6PIOLLINH-
HOrMO MPOCTPaHCTBa — 3XO-MPU3HAKKU CONMAHOIO O06beM-
HOro 06pa3oBaHUs 3abPIOWMHHOIO MPOCTPaHCTBa CneBa,
nMenoaKkTasus cnpasa.

08.10.2020 BbinonHeHo KT Ol — pa3perkeHne KocT-
HOM MNOTHOCTU 06enx nonaToK U KT 3abpoWMHHOIO npo-
CTpaHCcTBa — HenpobnacTtoMa, HEpaBHOMEPHOE CHUXKEHME
NIOTHOCTU KOCTEW Taza, 6elpeHHblx KocTewn, ten L2, L3.
KoHcynbTMpOBaHa OHKOMOMOM, MOKa3aHo chneuuannadupo-
BaHHOe 06CnefoBaHMe U Ie4eHne B OHKONOrMYEeCKOM oTae-
nenunn. OT nposefexuns Geppotepanuun u Tepanuu B, , pelue-
HO BO3/epKaTbCs U3-3a HOBOOOGPa30BaHMS 3a6PIOLLIMHHOIO
npocTpaHCTBa.

12.10.2020 nauuMeHTKa nepeBefieHa B OHKOJIOrnMyecKkoe
oTaeneHue ¢ anarHosom: «C48.0. 3noKkayecTBeHHOE HOBO-
o6pa3oBaHue 3abpIOLWMHHOIO NPoCTpaHcTBar. Ha KoHCKAK-
yme 15.10.2020 pelweHo npoBecTu ornepaTMBHOE BMeLla-
TeNbCTBO B 06bemMe CPeANHHOM NanapoTOMUK C yaaneHnem
HOBOOGPA30BaHUA W TUCTONOMMYECKUM MCCedO0BaHNUEM,
KoTopble 6blan npoBefeHbl 19.10.2020 n 26.10.2020 cooT-
BETCTBEHHO. [0 AaHHbIM TUMCTONOrMYECKOro MUccneaoBa-
HUS — HU3KoaMpdepeHUMpoBaHHaa HenpobnacTtoma,
MHOEKC MUTO3-KapuOpeKCUC B Npeaenax Mexay npoMeKy-
TOYHbIM U BBICOKMM 3Ha4YeHUAMU, GparmeHTbl TKaHW numoa-
TUYECKUX Y3/10B C cyb6CTpaToM HernpobnacTtomMbl. Ha ocHoBa-
HWW TUCTONIOrMYECKOro UCCNeAoBaHMA NOCTaBEH AMarHo3:
«C48.0 Henpobnactoma 3abplOLWKMHHONO MNPOCTPaHCTBa.
MeTacTtadbl B perMoHapHble NMMPOY3/bl, KOCTHbIA MOST,
neyeHb. T2bNAM1 cT.lV cT.lV no INSS. Bbicokas rpynna
pucka. IV ctagus, KnuHunyeckas rpynna IV». C 31.10.2020
no — 9.01.2021 nposoaunocb 4 6noKa MNXT no npotokony



NB-2004, KoTopble NauUWeHTKa nepeHecna yaoBneTBOpwU-
TeNbHO.

28.01.2021 nauneHTKa NOBTOPHO rocnutanan3npoBaHa
B OHKosnormyeckoe otaenenHne MANKB ans npoBeneHus
BTOpOro Kypca [lXT. o ocHOBHOMY 3ab60/iEBaHMUIO COCTOSA-
HME OUEHMBAETCH KaK KpawnHe Taxenoe. B aHanuse KpoBwu
BbISIB/IEHbl MAHLWUTOMNEHNS U MOBbIWEHWE YPOBHS HEMPOH-
cneundunyeckon eHonasbl 4o 40 MrK/n. KNIMHUYECKU MUHU-
MasnbHO BblpaxeH remopparM4eckuin CMHAPOM B BMAE Npu-
MEeCW KpPOBM B HOCOBOW CNu3W. MNnaHupyeTcs nposeaeHue
CTUMYNALMK TpaHynounTonoasa u adpepesd Ans AE€3UHTOK-
CUKauuKn 1 npodunakTukm cencuca. Nocne Hopmanmsauuu
noKasaTtenier KpoBM 3aniaHMpoBaHO NpoBeAeHWe BTOPOro
Kypca [MXT.

3aknoveHue. V13-3a BbICOKOW HYacTOTbl BCTPEYAEMOCTH
HenpobnacTombl cpean aeter M B GOMbLUIMHCTBE Clyvyaes
6ecCUMNTOMHOIO Havyana TeYeHus AaHHOro 3aboneBaHus
npo6nemMa AMarHOCTUKM OCTaeTCs aKTyasbHOW M B HacTOS-
wee Bpems. JaHHoe onnucaHve NoKa3bliBaeT OAWH U3 Bapu-
aHTOB TeYeHMS HenpobaacToMbl. Y MaUMEeHTKM KNMHUYeCcKas
KapTuHa obycnoB/ieHa NloKaaM3aunen meTacta3oB B KOCT-
HOM MO3re, 4TO 0ObSACHAET Halnyne y Hee aHeMUYecKoro
cuHgpomMa. MIMEHHO aHEMMWYECKMM CUHAPOM CTan MNpuyun-
HOM rocnutanuM3dauum KM obcnefoBaHMs NALMEHTKMU, YTO
B [JafnbHeWweM MNO3BOJIUIO AMArHOCTUPOBaTb OCHOBHOE
3aboneBaHne — HenpobnacTtomy. TakyKe gaHHOe onucaHue
NnoATBEPXAaeT HEOBXOANMMOCTb OHKOMOMMYECKON HacTopo-
EHHOCTU y Bpayen Bcex crneunanbHOCTEN.

TEHEHUE NEPBUYHOIO TYBEPKYJIE3A Y PEBEHKA
NEPBOIro rogA u3Hu ¢ ocJiIoO-KHEHHbIM AHAMHE3OM

Y3yH A.C.

HayuHbi pykoBoautenb: Kucenesuu 0.K., K.M.H., AOLEHT
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Poccum

AKTyanbHocTb. Oco6on npobnemon dTUsnatpum 6bin
W ocTaeTcsa TybepKynes y aeten paHHero Bo3pacta (ot O
4o 3 ner). TybepKynes y geten npefoTBpaTUM U U3NIEUYUM,
HO TpebyeT B cuy aHaTOMO-OU3MONOTMYECKUX OCOBEHHO-
CcTeN NpuUcTanbHOro BHUMaHUA. OCO6GEHHO OMnacHbIM ABAS-
eTcq 3aboneBaHne B paHHEM BO3pacTe, rae 3apaeHue
NPOUCXOAMT 3a4acTyt0 B CEMbE.

KnuHuuyeckunt cnydan. Manbuuk, 11 mec, noctynun
13 loma pebeHKa ¢ oneKkyHamu. U3 aHaMHe3a M3BECTHO,
4YTO pPe6EeHOK OT MATbIX POAOB, MOCNEAHSAS GEepPeMEHHOCTb
npotekana Ha ¢doHe BUY-MHOEKUMU, BUMPYCHOrO renatu-
Ta, cudunmca. Poagbl Ha cpoke 35-36 Hea. Macca npwu
poxxaeHnn — 3360 r, annHa Tena — 48 cm, OueHKa
no APGAR — 7/8 6annos. Mony4yan APBT, npodwunaktu-
YecKoe fleyeHne Mo nporpaMme BPOXKAEHHOro CUPUIN-
ca. Habniogancs no noBoay nepvHaTaNbHOrO MOpaXKeHus
LUHC co4yeTaHHOro reHesa, BOCCTAaHOBMWTE/IbHbIM MEpPUO.
BMC: pedeKT MexKenyao4yKoBOM MNeperopoaku cybaop-
TalbHblK. JedeKT Mex Kenyago4KOBOW Meperopoaku BTO-
puyHbIM. XCH1. TpaH3uUTOpHbLIN rMnoTupeos. Kucta cene-
3eHKU. [nenakTasua cnpaBa. HeoKoHYaTe/NbHbI TecT
Ha BUY. MNpodunaktnyeckme NpuBMBKK MO MHAMBKUAYaSb-
HOMY KaneHgapto. AnneproaHamHe3 He OTArolleH. TpaBm,
onepauun He 6biso.

Bo BpeMsi Haxox[aeHUsi B POAMIIbHOM AOME y MaTepu
BbiiBNieH Ty6epKyne3. PebeHok BCG He BaKLMHMPOBaH.
Ha6noganca ¢pTusanatpom ¢ poxaeHus. lNpu o6cnegoBaHmm
Mo KOHTaKTy B 3 MecC BbiiBleHa Kapanomeranus 1-n ctene-
HW. Peakuunst Ha UMMYHONOTMYECKME TECTbI MONOXMUTENbHAS:
npo6a MaHnty ¢ 2TE MMA-1 — 10 mm, npo6a ¢ ATP — 10 mm.
B 7 mec nposoannace MCKT OlK, raoe o4aroBbix M MHQUb-
TPaTUBHbIX UBMEHEHUI, runepnna3un BIITTY He 6bi10 BbISB-
neHo. NpoBeaeHo 2 Kypca npeBeHTMBHOW XT. B Bo3pacTe
11 mec npu noBTopHoM CKT OFK BbiIBNEHbI M3MEHEHUS
B BUae uameHeHunn B S1-2, S6, S10 o60mx nerkux, 6onblue
cneBa, cybnneBpasbHble YYaCTKM YMIOTHEHUS NIEFOYHOM
TKaHW MO TWUMY KOHCOAWAALMK, TPEYroNbHOM GOPMbI, OCHO-
BaHWEM MpunexallMe K KocTaabHow nnespe. B S6, S10
cneBa napamMeanacTUHaabHO U cyGnaeBpasibHO 30Ha ynnoT-
HEHWS NErO4YHOM TKaHM MO TUMNY KOHCONMUAALMK, 63 YETKMX
KOHTYPOB, C NpOoCcBeTamMn 6POHXOB B CTPYKType. MpoBeaeH
KOHCW/IMYM, BbICTaBJIEH AMarHo3: «Ty6epKyne3 BHYTpUrpya-

HbIX TMM®ATUYECKMX Yy310B BCEX FPYyMmn CleBa, OCNOXHEH-
Hbl1 BPOHXONEr0YHbIM NoparkeHnem S1-2, S6, S10 nesoro
nerkoro, ¢asa nHounbTpaumm. MBT (-)». PeKomeHaoBaHoO
NleyeHune B cTalMoHape.

MpK nocTynieHuWn nauueHTa: mMacca Tena — 7,3 Kr,
poct — 68 cMm, Temnepatypa Tena — 36,5 °C. CoctosiHne
cpeaHen TAXMecTM 3a CYeT OCHOBHOro 3aboneBaHus.
Ha ocmoTp pearnpyet HeratuBHO. B pu3n4ecKom m ncuxo-
MOTOPHOM pPa3BWUTUM OTCTAET. TenoclioKeHne HopMocTe-
HUYyecKoe. KoXKHble MOKPOBbI YMUCTble, OOGbIYHOWM OKPACKM.
Ha BONOCKUCTOM KOXe ronoBbl FTHEWC. 3eB He rMNepemMupo-
BaH, HaNoXeHWn HeT. [MOAKOXKHO-}KMPOBOW CIOW pPasBuUT
JIoCTaTo4yHO, pacnpeaeneH paBHoMepHo. Ha npaBom npea-
nneybe cnea nocne npobbl MaHTy B BMAE MUIrMEHTaLMK
(7 mm), Ha neBoM — nocsie npo6bl ¢ ATP (10 mm). KocTHas
cuctema 6e3 BuMAMMOKM naTonoruu. Manbnupylotcsa nepu-
depunyeckne numobatuyeckune yanol B Il rpynnax, go -l
pa3MepoB, MArKO3/1aCcTUYECKON KOHCUCTEHL MK, 6e360ne3-
HEHHbIE, HE CNasiHHbIE MeXay CO6OM M C OKPYKaloLMMKU TKa-
HAMMW. AyCKyNbTaTUBHO Ha/l 1ero4YHbIMM NOASMKU NPOBOANTCS
nyapunbHoe AbixaHue, XxpunoB HeT. Y44 — 28/MuH. ToHbI
cepaua pUTMUYHbIE, TPYObIA CUCTONMYECKMI WYM Haj BCEN
nosepxHocTblo cepaua. HCC — 128 ya./MuH. KMBOT M4r-
KWK, 6€3601e3HEHHbIN NMpu nanbnauuun. MevyeHb +1,5 cm,
ceneseHKa He nanbnupyeTcs.

Mpu o6cnegoBaHnu: 06LLMIA aHaNN3 KPOBU, BUOXUMUYE-
CKWM aHaNn3 KPoBM M 06WKMIM aHanns3 moym ot 14.02.2020 —
B npeaenax Hopmbl. Ha 3K puTM CMHYCOBbIN HEPErynSpHbIN.
YCC maKcumanbHbii — 139 ya./MWUH, MUHUMaibHbIN —
96 ya./MuH. HopmanbHoe nonoxeHwne 30C. HenonHas
6noKaga npaBOM HOXKM Nydka [uca. dxokapauorpacdwus:
He3Ha4yuTebHOE YBE/IMYEHUE NPABOro Keyao4Ka, MpaBoro
npeacepauns u nesoro npeacepauns. CybaoptanbHbi AedeKT
MEXKeNyao4YKoBOM neperopoaku. Mepukapa 6e3 ocobeH-
HocTen. MrnoKapa He yTosnuieH. KnanaHbl 63 0Co6eHHOCTEN.
AHanu3 ma3koB 13 3eBa Ha MBT metogom MNMUP — AHK MBT
He o6HapyeHa. AHanu3 kposu Ha BUY, RW, HBsAg, HCV —
oTpuuaTenbHbln pesynbrat. Y3 OBl n noyek: KanbuuHat
npaBoW AO0NAM MEYEHW, YBENUYEHNE KOIbPUUMEHTA MacCCh
cene3eHKu. YpoanHaMmKa He HapylleHa.

YuutbiBas otcytcTtBue addeKTa OT NpoBOAMMOro npe-
BEHTUBHOIO IeYEHUS, MPEANONOKUAN HaNNYUe NeKapCTBEH-
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Short Report

KpaTkue coo6LieHus

HOM YCTOMYMBOCTM Y UCTOYHWMKa 3apaxeHus. HaszHayeHo
nevyenune no Il pexumy MNTXT, Nd: ERAmLfx — 90 pos.
B npouecce neyenns npu KT OFK onpegensnvcb yBenu-
YeHHble NTMMdOoY3/bl NapaTpaxeasbHOW, TPaxeobpoHXHUanb-
HOW rpynnbl cnesa, OAHOPOLHON CTPYKTYPbl MPW HATUBHOM
nccneaoBaHum.

O6bEMHOE YMEHbLUEHNE HUXKHEN OONU NIEBOMO NE€rKOro
3a cyeT runoBeHTUnaumn. B S1-2, S6, S10 neBoro ner-
KOro onpeaensitoTcsl OrpaHUYeHHble y4aCTKM YNIOTHEHUS
no TNy «MaToBOro ctekna». B S3 cybnneBpanbHO BU3Y-
ann3npyloTca eauHu4YHble odarn o 2 mMm. Onpepaensertcs
[006aBOYHbIM TpaxeasbHblh GPOHX cnpaBa. B ocTanbHbIX
oTAenax Nerkux 04aroBblX M MHOUALTPATUBHLIX M3MEHe-
HWUW He BbIIB/IEHO. TpaxeobpoHxXnanbHOE AePEBO Pa3BUTO
npaBufibHO. Bo3aywHOCTb Tpaxen U GPOHXOB He Hapy-
lWeHa. YNnoTHeHUa u KanbuuHauuu BIJTY He obGHapyxe-
HOo. O6bI3BECTB/IEHHAsA CBfAA3Ka apTepuasnbHOro npoToKa.
MopdomeTpuyeckne nokasaTtenn BUIOYKOBOM Kenesbl
B npefenax BO3pacTHOM HOPMbI. BbinoTa B CepO3HbIX MOJI0-
CTAX HeT, IMCTKU NNeBpbl TOHKKE, poBHble. CepaLe pac-

WMPEHO 3a cYeT runepTpodun nNeBbiIX OTAENOB, SIMCTOK
nepuKkapaa TOHKUNA.

Mpu cpaBHEHMM C NpeablayLWMM 06¢cnegoBaHNEM U3 ApY-
roro JIMY — 4yacTM4yHOE paccacbiBaHWE paHee onpeaense-
MbIX HEOAHOPOAHbIX Y4aCTKOB ynnoTHeHUsa B S1-2, S6, S10
nesoro 1 S10 npaBoro nerkoro. B octanbHoM KT-KapTuHa
NPeXxHAS.

Manb4yuMK nonyy4un B CTauMOHape fleyeHue B MOJSIHOM
obbemMe, NepeBedeH Ha BTOpOM 3Tan feyeHusa. [uarHos
npu BbiNUCKe: «Ty6epKyne3 BHYTPUIPYAHbIX TUMPaTUYECKNX
y3/710B BCEX rPynn cneBa, OCAOXKHEHHbIA GPOHXONEr0YHbIM
nopaxenuvem S1-2, S6, S10 neBoro nerkoro, ®asa MHPWU/Ib-
Tpaumn. MBT (=). | TAH». ConyTcTBylOWME 3aboneBaHUs:
«[lepuHaTanbHoe nopaxeHne LIHC cmelaHHoOro reHesa.
JedeKT MexKenyaqouKoBon neperopoakun. TpaH3UTOPHbIN
runotnpeos. Kucta ceneseHku. [nensaktasus cnpasa.
HeoKoH4yaTenbHbIM TecT Ha BUY». danbHenwee Habnwoge-
HWe, NeYeHne NpMBeayT K cTabuansaumn BCex NpoLeccoB
M BO3MOXHOCTM MPOAOIKEHUS HOPMasibHOM XU3HKU 6e3
OrpaHUYeHUn.

CNYYAW PAHHEWA AUATHOCTUKU CUHAPOMA NELUA-HAUXAHA

MaHy4yapsH M.B., AnaBepgsH 0.0., Manax A.C., KogxaeBa A.P.

HayuHbi pyKoBoauTtenb: Typtu T.B., A.M.H., npodeccop Kadeapbl daKynbTeTcKOU neguatpum Nd;

BakoBuy E.A., K.M.H.

®rAQOY BO PocCHMICKUIA HaLMOHaNbHbIN UCCneaoBaTelbCKUIM MeAULIMHCKUIA yHUBepCcUTeT nmenun H.W. MNMuporosa

MwuHsgpasa Poccun
®rAY HMUL 3nopoBbst getert M3 PO

AKTyanbHocTb. CuHiapom Jlewa—HanxaHa — 370
peiKoe reHeTuyeckoe 3aboneBaHuWe C X-CLENEHHbIM
peueccuBHbIM MexaHW3MOM HacliefjoBaHus, CBA3aHHOe
Cc MyTauuen reHa HPRTL. JaHHbI reH KoaupyeTr pepmeHT
NyPUHOBBLIX OCHOB@HUW — TMUMNOKCaHTUH-TyaHuHbochopK-
6o3untpaHcodepasy (IMPPT), 4To NPUBOAMT K HeLOCTaTOY-
HOCTU depMeHTa U rMNeprnposyKuMM MOYEBOW KUCNOTHI.
PacnpocTpaHeHHOCTb 3ab6oneBaHua coctaBnseT 1 caydvaw
Ha 235-380 TbiC. KMBOPOXAEHHbLIX AeTen. o AaHHbIM
aHanu3a nuTepaTypbl 3a nocnegHye 10 net, YyactoTa No3a-
Hel AMarHOCTUKM Jocturaetr 65%. K HeBponornvyeckum
NPOSIBNEHUAM CUHAPOMa OTHOCHATCA 3ajeprKa MNCUXOMO-
TOPHOrO0 PasBWUTUSA, KOTHUTUBHbIE HapyLleHWs, MblllevyHas
FMNOTOHUA, 3KCTpanupamuaHas cuUMnToMaTuKa, YMCTBEH-
Hasi OTCTanocCTb. BO3MOXHO pa3BUTHE ayToarpecCUBHOMO
noBeAeHnss C MOMEHTa npope3biBaHusg 3y60B, KOTOpoe
Bblpaxkaetcs B BuAe OOKyCbiBaHWA nanbleBs, ryd, a3bika,
C/IM3UCTON 0BOJSIOYKM POTOBOM MONOCTHU, @ TaKKe APYrux
Yyacten Tena.

KnuHuyeckuin cnyyan. Manbuunk, 11 mec, ¢ 4 mec
HabloAaloTCa YacTble CPbIrMBaHUA, 3a4eprKKa NCMXoMOoTOp-
HOro pas3BuTHs (B 11 Mec He nepeBopayYnBaeTCs, HE CUAMT,
He CTOWT, He NMPOU3HOCKUT cnoruk). Mo4va opaHXeBoro LBeTa
B NepBble MECALLbl YXU3HM.

M3 aHamHe3a: pe6eHOK OT nepBov 6epeMeHHOCTH, NPo-
TeKaBlen Ha QoHe yrpo3bl MNpepbiBaHUd, MaTb Mony4a-
Nna auaporecTtepoH. Poabl nyTemM 3KCTPEHHOro Kecapesa
cevyeHns Ha 39-40 Hep B CBA3M C OCTPOM BHYTPUYTPOOHOM
runoKkcuen. BckapmnnBaHue UcKyccTBeHHoe. Macca Tena
npu poxaeHunn — 3460 r, anMHa — 52 cM, oueHKa no WKa-
ne APGAR — 7/8 6annoB. CeMelHbIn aHaMHE3 He OTAro-
LWeH, 6pak He 6/IM3KOPOACTBEHHbIN.

Mpun pusmkanbHom o6cnefoBaHnun B 11 mec 3aperncTpum-
poBaHbl HEMPOMOPLIMOHANIbHOE TENOCN0XeHNe, 3y6bl 4/2,
CaMOCTOATENIbHO XKyeT npoTepTyilo nuwy. lNonepxuBaHus

npu Nnpueme nuLn. MmnepKknHesbl 93blKa, 3anpoKuabiBaHue
ron0Bbl, BbIrMGaHUS, MHTEHLIMOHHbIA TPEMOP.

[bixaHWe nyapuabHOE, XpUNoB HeT. ToHbl cepaua puT-
MUYHbIE, ACHbIE, CUCTONIMYECKMIA LIYM NO SIEBOMY Kpalto rpy-
[OWHbI. XMBOT MAMKWUM, NeYeHb U Cene3eHKa He yBeJSIMYEHbI
B pa3mepax. CTyn perynapHoii. AytoarpeccuBHoe nosefe-
HWE W NOBPEXKAEHUSA HE YCTAHOBJIEHDI.

Bbinn nonyveHbl peadynbratbl 1abopaTOPHO-UHCTPY-
MEHTaNbHbIX WCCNefOoBaHUN: B OUOXMMWYECKOM aHau-
3€ KPOBM — YyBE/IMYEHUE KpeaTuHWHa A0 42 MKMONb/N
(15-37 MKMOnb/n) U MoyeBUHbl fo 11,9 mmonb/n (1,8-
5,3 MMonb/n), HeQOCTaTOYHOCTb Kanbuuauona 28,6 Hr/
mn (> 30 Hr/mn), runepypukemusa o 795,6 Mkmonb/n (71—
330 MKMonb/n). B KNIMHWYECKOM aHanM3e Mo4u oGHapyxe-
Hbl ypaTbl. Y3U noyek: HedpoKanbLMHO3. I3l obHapyKe-
Ha 3NWaKTUBHOCTb. KOHCynbTauMsa Bpayen-crneLmnanmuctos.
HeBponor: nocneacTeuns nepuHaTanbHoro nopaxenusa LIHC
(CMHAPOM MbIWEYHON AUCTOHWUKU, AUCTOHUYECKUE aTaKw,
3a/lepKa MNCUXOMOTOPHOro passuTus). Hedponor: BTO-
pudHasa Ty6ynonaTtus, HedppOKanbLMHO3, XPOHMYecKasd
6one3Hb novek Il cragun. OdTanbmonor: aHruonatus
ceTyaTKU. KAMHWYECKUN TreHeTUK: 3anofo3peH CUHAPOM
Newa—HaixaHa. C y4yeTom peKoMeH[alLuu CrneLnanucTon
OblI0O NPOBEAEHO MOJIEKYNSAPHO-TEHETUYECKOE UCCNeno-
BaHWe, NpU KOTOPOM BbiiBNeHa MyTauusa c.384+1G>A
B FeMW3UroTHOM COCTOSHMM reHa HPRT1, noatBepxaeH
cuHapoM Jlewa—HanxaHa. PekomeHayeTcss MynbTMAWCLM-
nivHapHoe WHAMBKUAYaIM3MPOBaHHOE BedeHWEe MalueHTa.
Ha6niogeHne Bpadven-cneLmanncToB (neguaTpa, HEBPONO-
ra, Hedpponora, opranbmMosiora, reHeTuKa) u cneayloLinm
anropuTM Jie4eHus: anionypuHon ¢ nogbopom [o3bl Ang
CHWXXEHUSA YPOBHA MOYEBOW KUCNOTbI, MPOTUBOCYLOPOXK-
Hag Tepanusa, HedpPonpoOTEKTUBHAA Tepanus, BOCCTaHO-
BUTENlbHaA Tepanug C MUCNoNb30BaHUeM QPU3NYECKUX
$aKTOpOB (KPUOINEKTPOUMMYNLCHBIX TOKOB B [ABUMEHWUH,



KMHEe3noTepanuu, MexaHoTepanuu, O60TynanHoTepanum)
NOMOT/IN 4OCTUYb NOMOXKUTENBHON AUHAMUKM.
3aknuveHue. KnmHmnyeckun cnyyam cuHgpoma Jlewa—
HaixaHa npeactaBasieT Hay4YHO-MPaKTUYECKUN WMHTepec
ONns neamaTtpoB, HEBPOOroB, Hedponoros. 3HaHWe 6ones-
HW, HACTOPOXKEHHOCTb, PaHHee yCTaHOBMieHWEe AuarHosa

NO3BONSAOT Ha3HA4YUTb NpPaBUIbHOE KOMMJEKCHOE nedye-
HMEe C obGecrnevyeHUeM KOHTPONS YPOBHSA MOYEBOW KUCIO-
Tbl, B pe3ynbrate KOToporo 6yaeT AOCTUTHYTO yny4yleHue
KayecTBa XM3HW nauueHTa U npodunakTupoBaHo GopMu-
poBaHWe OCNIOXKHeHMW. HeobxoamMmo npoBeeHne MeauKo-
reHEeTUYECKOro KOHCYNbTUPOBAHUS CEMbM.

MMMYHOKOCTHASA ANCNNA3UA LUUMKE

MoxBawesa M.10., TuxoHoBcKuii MN.A.

HayuHbi pykoBoauTtenb: JlapuHa J1.E., K.M.H., oueHT Kadeapbl nponeaeBTUKU AeTCKUX 6onesHen NP PHUMY

um. H.U. NMuporosa
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AKTyanbHoOCTb. IMMyHOKOCTHasa gucnnasua lWumke —
peaKkoe ayTOCOMHO-peLecCuBHOe 3aboneBaHue, xapaKkTe-
pusylouleecs 3afepxKom pocTa, CNoHAWI03NUbU3apHON
Avcnnasven, NPorpeccupyowmnm nopaxeHnemMm noyvek (Kak
npasuo, No TUNY CTEPOUAPEIUCTEHTHOrO HEDPOTUYECKOIO
cuHapoMa ¢ GOoKanbHO-CErMeHTapHbIM MOMEpPYI0CKIEPO-
30M ¥ NPOrPecCUPYOWNM TEHEHNEM XPOHMYECKOM MnoYyey-
HOW HepocTaTo4yHocTu (XIH) BNAOTb A0 TEPMUHaNbHOWM
cTaguuv), a TaKxe T-KNeTOYHbIM MMMYyHodeduuMTOM. 3TO
3aboneBaHne Bbi3blBaeTcs MyTauuamu B reHe SMARCALI,
Koaupytowem 6enKku pemMoaenmpoBaHns XxpomaTuHa 1, Kak
CNeAcTBMeE, BAMSIOWEM Ha 3KCMPECCHUIO APYTUX FEHOB.

KnuHunuyeckuit cnyyan. [lesouyka E., 9 net, 01.01.2021
3KCTPEHHO rocnutanuauvpoBaHa B MAIMKE c¢ »kano6amu
Ha KPOBSAHWCTblE BbIAENEHUS M3 HOCa, COoXpaHstowuecs
Ha npoTseHun 1,5 Hep.

N3 aHamMHe3a XW3HU M3BECTHO, YTO PebEeHOK OT TPETb-
e 6epeMeHHOCTU, NpoTeKaBlwen Ha GoHe 06O0CTpPeHUN
repnecBmMpycHoOm MHPEKUUU, HU3KOro npeanexaHusa nna-
LLeHTbl, ManoBOANSA, XPOHUYECKOW BHYTPUYTPOGHON FMNOK-
cuu, oT nepsbix pogos. B 2015r. (4 roga) — pas3Butue
OCTPOM NOYEYHON HEAOCTATOYHOCTHU C HEPPOTUHECKUM CUH-
Apomom. bblna BbiiBieHa M reHEeTUYEeCKM NoATBEepAeHa
MMMYHOKOCTHas aucnnasus LUnMKe ¢ nepBUYHBIM UMMY-
HopedunumtTom. B 2019 1. (8 neT) BbINOSHEHA annoTpaHC-
nnaHTaumMa TPYMHOW MOYKM cneBa BCNeACTBME Pa3BUTHUSA
TepMUHanbHon ctagmun XBIN B ueHTpe nm. B.N. LymakoBa,
Ha ¢doHe KOTopoM pasBuaacb MOCTTPaHCNIaHTaLMOHHas
numoonponudepatnBHaa 6onesHb — aAndody3Haa Kpyn-
HOKNleTo4yHaa B-knetoyHas numdpoma. B panbHenwem
AEeBOYKa noflyyana MMMYHOCYMNPECCUBHYIO Tepanuio,
Ha6nganacb C BTOPUYHOM apTepuanbHOW rUNepTeH3u-
el W TPaH3UTOPHbLIMK MULIEMMYECKUMM aTaKamu B 6Gac-
cerHe nNpaBoW cpeaHen MO3roBon aptepuun (4 ataku 3a 1
mMec). B mapte 2020 r. nepeHecna BHEOGOIbHUYHYIO ABYCTO-
POHHIOK NMOJIMCErMEHTapHy nHeBMoHU. B mae 2020 .
npoBejAeHa nanapockonuyeckas HedpaIKTOMUS C agpeHan-
3KTOMUEN creBa.

Mpu noctynneHuun poct — 94 cm, macca Tena — 16 Kr.
UMT — 18,1 Kr/m2. CocTosiHUE TsxKenoe. TAecTb COCTo-
AHUSA o6ycnoBfeHa OCHOBHbIM AWMAarHO30M, CUHAPOMOM
NOAMOPraHHOM HeJOoCTaTO4HOCTH, remopparn4yeckum
CUHAPOMOM, reHepann3oBaHHON LUTOMEranoBUPYCHON
MHbeKUNEN, aHeMUeN Taxenon cteneHu. Mpu ocmoTpe
TaxunHoa (444 — 28/MuH), NOTPeBHOCTb B AOTaL MK KUCIO-
pogom (SpO, Ha aoTaunmn Kucnopogom — 98%); CKNOHHOCTb
K runepteHsnn AL — 127/84 mm pT. CT; 6Gblla ABYKpaTHas
pBOTa, MO4Ya KpacHoBaTtas (LBEeT MACHbIX NOMOEB), pe3Koe
CHUXEeHWe anypesa. B KAMHWYECKOM aHanu3e KpoBw: NaH-
LMTOMNEHUS, aHEMUS TAKENON CTEMEHM.

Mo paHHbIM KT opraHoB rpyaHouW MNOJOCTH
o1 02.01.2021 — ABYCTOPOHHASA NonmMcerMeHTapHas nHeB-
MOHUSA. BblM HayaTbl cMMNTOMaTU4Yeckas, aHTUbaKTepu-
anbHas Tepanus, 3aMecTuTenbHasa Tepanusa. HocoBoe Kpo-
BoTeYeHMe 6blN0 KyNnMpoBaHo.

03.01.2021 — oTMeHa MMMYHOCYMpPECCUMBHOM Tepanuu
B CBSI3N C KJIMHUKOW AblXaTeNbHOW HepgocTaTo4yHocTh (4H)
W HapacTaHWeM MapKepoB BOCMaseHus, acKanauus aHTu-
6UOoTUKOTEPANKU C YYETOM CKOPOCTU KJIy6OYKOBOW UIb-
Tpaumn 15 M/MUH/L,73 M2. [JOMOMHUTENbHO MPOBOAM-
NIMCb NPOTUBOBUPYCHas Tepanus n Tepanus BHYTPUBEHHbIM
MMMYHOr06ynnHoM. 06.01.2021 — HavyaTa aHTUCEKPETOP-
Has Tepanus U aHTepasbHasa naysa B CBSA3M C HapacTaHWEM
ypOBHS a-amunasbl 4o 520 E[l/n 1 aX0-NpuU3HaKamu CTPyK-
TYPHbIX UBMEHEHWI NOAXKENYAOYHOM Kenesbl.

07.01.2021 — nNoOBTOPHOE HOCOBOE KPOBOTEYEHME.
MpoBefeHa TamnoHaAa HOCOBOroO xoaa.

09.01.2021 — oTpuuaTenbHas AMHaAMKUKa 3a CYeT Hapac-
TaHua [H, oTe4yHOro cMHapoma, reMopparMyeckoro CUHAPO-
ma. MpoBoannnCb NPOTUBOOTEYHAs Tepanus, reMoTpaHcoy-
31K npenapaToB KPOBW M GaKTOPOB CBEpPTbiBaHWSA, Tepanus
I-KC®. 10.01.2021 npoBeaeHbl nanapoueHTes, ApeHnpoBa-
HWe GpIOLLIHOM NoNoCTU. HapacTaHne cMHApOMa CUCTEMHOIO
BOCMNaNUTENbHOro oTBETa (NPoKanbUUTOHUH — A0 200 Hr/Mn).

13.01.2021 — nepeBO4 Ha MCKYCCTBEHHYIO BEHTU-
NAUMIO NErkMx (M3-3a HapacTalouwen AbixaTenbHOW Hepo-
CTATOYHOCTH), HayaTa 3aMecTUTE/IbHas noYeyHas Tepanms
(BCcneacTBMe HapacTaHUs OTEYHOrO CUHAPOMA, OSIUTYPHK).

14.01.2021 — aHypusa U rNy6OKUE INEeKTPOUTHbIE
HapyLWweHUs, aN1M304 KU3HEYrpOXKaloLWero HapyweHns puT-
Ma, NoTpe60oBaBLUMI NPOBEAEHNS CePAEYHO-NEr0YHON pea-
HUMaLMK.

15.01.2021 — pectabuamsauus reMoauHaMUKW.
Mo paHHbIM 3Xx0-KI: BblpaeHHOe CHWXeHWe dpaKLuunm
Bbl6poca NieBOro enygodka (32% no Tenxonbuy, 25%
no CUMMCOHY), KapAMOTOHMYECKas NoAAepIKKa HopaapeHa-
NIMHOM, JOBYyTaMUMHOM. HapacTaHue MapKepoB BOCManeHums:
C-peaKTnBHbIM 6eok — 504,3 mr/n; remopparMiecKkun
CUHAPOM, NENKONEHNS CoXxpaHanuch. MpoBoannach Koppek-
LM aHeMUM IPUTPOBIBECHIO.

18.01.2021 — Ha Y3WM noyek: nesas yaasieHa onepa-
TUBHbIM NyTeM; NpaBas: NOBbIWEHWE 3XOT€HHOCTU BEPXHErO
CerMeHTa, CHUXKEeHNE KOPTUKO-MeAYyNNspHON anddepeHLun-
POBKM, KPOBOTOK B pexunme LK coxpaHeH. YMepeHHble
AMdPYy3HbIE UBMEHEHMSA NAaPEHXMMbI MOYKM CripaBa.

22.01.2021 — 02:10: Ha 3Kl 6paavkapaus, BBeaeH
atponuH 0,5 Mr B/B 60/OCHO, 4O6YTPEKC 15 MKI/Kr/MUH
M HopagpeHanuH 0,25 MKr/Kr/MmuH — 6e3 adpdeKTa; 60ntoc-
Hoe BBejeHue agpeHanvHa 0,3 Mr — MONOXUTENbHbIN
abdeKT, NPOJOIKEHME TEPANMM BAa30NPeCcCcopamu.
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Short Report

KpaTkue coo6LieHus

22.01.2021 — 08:40: Ha aneKTpoKapauorpamme 6pa-
OnKapausa 4o 55/mMuH, BeeaeH atponuH 0,2 mr B/B 60/10CHO.

22.01.2021 — 08:50: acuctonusa. CJIP B co4veTaHuu
c 6ONOCHLIM BBedeHneM agpeHanuHa 0,2 Mr Kaxjble
3—-5 MUH, no gaHHbIM KLLC geKoMMNeHCMPOBaHHbIM CMeLLaH-
HbI aunao03.

KpeatnHuH — 49 mkmonb/n (N = 45-105 MKMOnb/n),
Mo4yeBuHa — 2,8 mmonb/n (N = 2,8-7,2 MmMmMonb/n), anbda-
amunaza — 1089 EA/n (N = 0-100 E[/n), C-peaKTUBHbIN
6enok — 458,7 mr/n (N = 0,0-5,0 mr/n).

buonornyeckaa cmeptb B 09:20. [latonoroaHaTo-

MWYECKOEe BCKpbITUE B paboTe. Mopdonornyeckoe mccne-
[oBaHWe opraHoB B paboTe.

3aknwuyeHue. CoyetaHne MOPOONOTMYECKUX MPU-
3HaKOB (HM3KOPOCNOCTb) C HEDPOTUYECKUM CUHOPOMOM
[LOMKHbI HacTopaxuBaTb Bpaya B OTHOWEHWM WUMMYHO-
KocTHOM aucnnasuun LLnmKe, npu KOTopon TakKe Habnto-
faeTcs MMMyHoLedUUMTHOE COCTOsiHMe, yBennyuBalolee
PUCK BO3HUKHOBEHWUS reHepann3oBaHHbIX UHPEKLMOHHbIX
npoueccoB, a cnefoBaTenbHO, Tpebylolee OT KAMHULM-
CTa aKTUBHbIX AENCTBUIN, HanpaB/EHHbIX Ha MPODUNAKTUKY,
paHHee BbISIBNIEHWE U YCTPAHEHWE 04aroB MHOEKL MK,

OCTPbI BTOPUYHbIN UHOEKLMOHHBbIA SHOOKAPOMUT
MUWUTPAJIbLHOIO KJZIANMAHA CTA®UJIOKOKKOBOU 3TUOJIOMUMU

BawapuHa T.C.

HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., JoueHT Kadeapbl NponeaeBTUKU AeTCcKux 6onesHen Nd® PHUMY

um. H.U. NMuporosa
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AKTYyanbHOCTb. MIHOEKUMOHHBbIN IHOOKAPAUT — TsXKe-
Nnoe n onacHoe BocnanutenbHoe 3abofieBaHne aHAOKapaa
C NPEeUMYLLECTBEHHbIM NMOPaXKeHMeM KflanaHHoro annaparta
cepaua. HecMoTps Ha JOCTUXKEHUS B ero Tepanuu, UHdeK-
LMOHHbIN 3HAOKaAPAMUT OcTaeTcs 3abo/seBaHWEM C TsXKe-
NbIM TeYEeHWEeM, BbICOKOW YacTOTOM Pa3BUTUSA OCOKHEHWUNH
M [OCTaTOYHO BbICOKMM MPOLEHTOM fleTalbHOro Mcxoaa
(20-30%).

KnuHuyeckuit cnyyai. lesoyka M., 5 net, 11.12.2020
Oblla 9KCTPEHHO rocnuTann3MpoBaHa B OTAeNeHue pea-
HUMaLUWM U WHTEHCUBHOW Tepanun MOpPO3OBCKOW AeT-
CKOW TOPOACKOM KIMHUYECKOM O60/bHULUbI C Xanobamu
Ha debpunbHyto nuxopaaky (39,2—-40 °C), cbinb, cNadocTb,
CMyTaHHOCTb co3HaHua. Co cnoB Matepwu, 3abosneBaHue
Havyanocb 09.12.2020 ocTpoO C MNOBLIWEHUA TemnepaTy-
pbl 40 $ebpuibHbIX UMpP, Ha cneaylowmi OeHb MOsBU-
JINCb CbiMb, 60/1b B HOrax, 3aTpyagHeHWe xoAb0Obl, COCTOSIHUE
YXYALIMAOCh, HapacTana cnabocTb, BO3HUKNA CNYyTaHHOCTb
CO3HaHUS, B CBA3M C YeM MaTb o6paTiiach B 60/bHMLLY.

Mpn NOCTYNJIEHUN COCTOSIHUE MNALMUEHTKU TaKenoe
3a CYET ABNEHUIA MHTOKCMKaLMKW, HEAOCTAaTOYHOCTM KPOBO-
obpauleHns. YpoBeHb CO3HaHUA: Ny6OKoe OrayleHue,
WKana Kombl Masro — 12 6annos, pSOFA — 7 6annos..
Bbln BbIiIBAEH MeHWHreanbHbl CUHAPOM. KOXKHble MOKpo-
Bbl 6neAHble, BRarKHble, NATHUCTAs MENKOToYeYHas Cbifb
no BCEMY Teny, NPENMYLLECTBEHHO Ha AUCTaNbHbIX OTAENnax
KOHEYHOCTEN, ncyesana npu HagaBanBaHUKW. TYyprop CHUMKEH.
[bixaHne camocTtodATenbHoe, Yactota — 33/MWH, OAblWKa
CMellaHHOro xapaKTtepa. AyCKynbTaTMBHO: [bIXaHWe KecCT-
KOe, cyxue NMPOBOAHbLIE XPWUMbl, CUCTONMYECKUIA LWYM BAOSb
NeBoro Kpas rpyauHbl. bbina BbipaxkeHa apTepuanbHas runo-
TeH3na — 70/33 MM pT. cT., TaxuKkapaua — 130 ya./MuH.
[na obecnevyeHns Ba3oNpecCopHOM MOAAEPKKM B MpaByto
NOAKMIOYNYHYIO BEHY MOJ HAapPKO30M 6bll YCTAHOBEH LIEH-
TpanbHbIM BEHO3HbIM KaTteTep. AnddepeHunansHbli auna-
FHO3 MPOBOAMCS MEXAY BUPYCHbIM MEHUHTUTOM, MEHUHIO-
KOKKOBOW cenTuueMnen, aHuedannmTom.

Mo paHHbIM 3x0-KI: ynnoTHEHWE, KpaeBOe YTOJLLEHNE,
NOBbILEHHas MOABUMXHOCTb CTBOPOK MUTPafbHOro Knana-
Ha, MUTpasbHasa peryprutaumns 3+, o6bemHoe o6pal3oBa-
HWe Ha npeacepaHoOn NOBEpPXHOCTU nepeaHen cTtBopku MK
Ha HOXKe, doTupyeT (Beretauuna?), ymepeHHasa gunatauns
NeBOro KeNnyaoyKa, YMepeHHoe CHUXeHWe GpaKLmm BbIGPO-

ca neBoro xenyao4yka (49%). Mo gaHHbLIM OCMOTpa, aHamHe-
3a U Ixo-KI 6b11 NpeanonoxeH UHPEKLMOHHbIM 3HAOKap-
onT. SKI: cMHycoBas Taxukapaus, oTknoHeHne 30C BnpaBo,
HenonHas 6/10Kaja NpaBoM HOXKKM ny4vKa mca.

Y3W opraHoB OpIOLWHON MONOCTU: MPU3HAKKU CMJIEHO-
Meranuu, UCXoNIMK, CBOBGOAHOM KUAKOCTM B ManoM Tasy
(no 100 mn). KT opraHoB rpygHOW MOMOCTU: MPU3HaKK
NOKaNbHbIX MHEBMOPUOPO3HbLIX U3MEHEHUA B 3afHEHWMK-
HUX OTAenax neBOro Nerkoro, NpPUM3Hakn MUHUMaNbHO-
r0 CKOMNEHWUS XMAKOCTU B NEBOM MaeBpasbHOM MONOCTM.
Na6opaTtopHo: Tpom6ouuToneHus (52 x 109/n), a6contoT-
HblM HenTpodunes, abconoTHaa nAnmdboneHus. JInKeop:
6ecUBETHbIM, MPO3PaYHOCTb MoSHadA, UMTo3 — 37/3 MK,
6enok — 0,5 r/n, numbountel — 227, HEUTPODUNLI —
6, Makpodarn — 4. KLWC: ankanos (7,5), runokanHus.
MpokanbUMTOHUH (19,2 Hr/mn), 6enKku ocTpon dasbl
(52,6 wmr/n). bakTepuanbHbli MOCEB KPOBWM Ha CTEPWUIb-
HOCTb: POCT METULMAIMHPEZUCTEHTHOIO 30/10TUCTOrO CTa-
dunnokokka (MRSA).

Ha ocHOBaHMM [aHHbIX aHaMHe3a, ocMoTpa, nabopa-
TOPHO-MHCTPYMEHTaNbHbIX MCCNeAoBaHUi 6bln MOCTaBAEeH
anarHo3s: «feHepannsoBaHHasa MHOEKLMS, Bbl3BaHHas 3010-
TUCTbIM CTaPUNOKOKKOM, OGaKTepuaibHbii 3IHAOKAPAMT,
MEHUHIUT. CenTUYecKnin WOoK. OCTPbIM BTOPUYHBIN UHPEK-
LMOHHbIA 3HAOKAPAMUT C NIOKanu3auuMen Ha MUTPanbHOM
KflanaHe ¢ HeAOCTaTOYHOCTbIO 4-/ CTENEHMU, TAKeNoe Tede-
Hue, HK 2A».

Bblna Ha3HayeHa aHTUGaKTepuanbHas Tepanusa — ueob-
TPUaAKCOH, BaHKOMUUMH. C 16.12.2020 Ha ¢oHe Tepa-
MMM OTMEYanoCb COXPaHEHWe JUXOpafKKW, HapacTaHue
HEWTPODUNBHOrO NENKOLMTO3a C ManovyKosaepHbIM CABU-
roMm. Mo peaynbTaTtam 6GaKTepuanbHOro MnoceBa KPOBM
Ha CTEPWNbHOCTb pPeleHO O6bi10 MPOBECTU CMEHY aHTU-
6aKTepuanbHOM Tepanuun Ha uedenum, JanToMULKH. Takxe
npoBoAuaacb ropmMoHanbHas (MeTUANPeaHU30/0H), Ba3o-
npeccopHas (HopagpeHanuH), racTponpoTeKTopHasa (ome-
npason) Tepanus, KOppeKuus cepaevyHorm HeaoCcTaTo4vHo-
CTU (CNMPOHONAKTOH, dypocemua, kantonpun). 21.12.2020
n3 OPUT naumeHTKy NepeBenn B oTAeNeHne Kapanoxmpyp-
MU B CBA3M CO CTabuAn3aLmen CoOCTOAHUS AN NpoBeAeHUS
JanbHenWwero nevyeHuns.

23.12.2020 oTMevanacb oTpuuatenbHas AWHaMU-
Ka B BMAe HapacTaHWs AblxaTeNbHOW U cephAevyHOM Hepo-



CTaTO4YHOCTW, AEBOYKY MNepeBenv B peaHuMauumio. 3xo-KI:
WHPEKLMOHHbBIM 3HAOKApAWUT C MNOpaxKeHUemM MUTpabHO-
ro KnanaHa, HeJoCTaTOYHOCTb MWUTPaNbHOro KnanaHa 3+.
Abcuecc ®PK MK c pecTpykumen ocHOBaHUSA nepeaHen
CTBOPKMK. TpUKycnnaanbHas HeAoCTaTo4HOCTb 2+. NPU3HaKHK
NnpaBOXKeNyL04YKOBOW HELOCTAaTOYHOCTH, BblpaxeHHoe pac-
LUMPEHME MONOCTU NEeBOro Mpeacepauns, NeBOro XKenygou-
Ka. PeHTreHorpadus opraHoB rpyagHOW KNETKWU: MPU3HAKK
WHOUNBbTPATUBHbBIX M3MEHEHUW C 0BEUX CTOPOH, HENb3S
WUCKIOYNTb dOopMMpOBaHME OTeKa nerkux. JlabopaTtopHo:
CPBb — 19,9 mr/n, CO3 — 66 MM/4. bbif10 NPUHATO pelleHne
0 HEe06X0AMMOCTHU NPOBEAEHNS IKCTPEHHOIO ONepaTUBHOIO
neyenus. MNauneHTKe NpoBenM NPoTe3MpoBaHWEe MUTPasb-
HOrO KnanaHa MexaHW4YeCKMM NMpOoTe30M B YC/IOBUSAX UCKYC-
CTBEHHOro KpoBoob6paleHus. lpoaonKeHa aHTMOaKTepu-
anbHas Tepanus: AanToMULUMH + Ledenum, No pesynsratam
nocneonepauMoHHOro noceBa XWAKOCTM M3 MepuKapaa
B Tepanuio go6aBneHbl aMUKaLMH 1 GyKOHa30/1.

25.12.2020. 3xo0-KTI: cocTosiHME nocne NpoTe3npoBaHus
MUTPaNbHOrO KNanaHa, NpoTe3 GYHKUMOHUPYET HOPManbHO,
pacluMpeHne noaocTv NeBOro NPeAcepPAns, TPUKyCNnaanb-
Has HegocTaTo4yHoCTb 1-1,5+, PB — 70%. PeHTreHorpadus
OpraHoB rpyAHOM KNETKM: yNydleHWe NHeBMaTU3aLmMm npa-
BOrO /IEFOYHOMO N0, HEPAaBHOMEPHOE CHUXKEHWE MHEBMA-
TM3auuK B MefuanbHbiX OTAenax crnpasa, NapakocTanbHO
NIMHUA 3aTeMHeHWUs A0 5 MM WUPUHOM — ruapoTOopaKc.
28.12.2020 — nonoxutenbHaa AMHaMUKa B BUAe ynydlle-
HWS MHEBMAaTM3aLMUn B MPUKOPHEBLIX OTAENAX, YMEHbLIEHMUS
napaxkocTasbHOro BbiNoTa crnpasa.

TeyeHwne nocneonepaLmoHHOro nepmoaa 6€3 0CNOKHEHUN.
Habnopganacb NonoutenbHas AMHAMWKA B TEYEHWW 3HOO-
KapauTta, cybdebpunbHaa TemnepaTypa Tena, OTMevanocb
CHWXXEHME 3Ha4YeHM MapKepoB BocnaneHus, 6akTepunasnbHble
NnoceBbl KPOBKU OTpULaTENbHbIE, MO AaHHbIM 3x0-KIT nonoxu-
TenbHas AWMHaMWKa. YNydlunocb caMo4yyBCTBUE pebeHKa,
noBbICUAaCh NEPEHOCUMOCTb GU3UYECKUX HAarPy30K.

09.01.2021. 3KI: cuHycoBas Taxumkapaua c¢ YCC
no 145/muH, AB-6nokaga 1-n cteneHu, oTKaoHeHne 30C
BMNpaBO, HenosHaa 650Kaga npaBoM HOXKKM nyyka [uca.

3xo-KI: cocTosiHMe nocne npoTe3upoBaHus MK, pab6ota
3anupaTteNbHOro 3neMeHTa npote3a B NOMHOM O6beMe,
NoBbILEHWE MMKOBOIO rpajiMeHTa Ha NpoTe3e 3a CHET Taxu-
Kapamn (15 mm), peryprutauuna éusunonorndyeckas 0-—1+.
TpuKycnuaanbHaa HegoctaTtoyHocTb 1-1,5+. PacwmpeHnue
noniocTu nesoro npeacepans. CokpatMMOoCTb JIEBOrO Keny-
[I04Ka He cHUKeHa. PB — 60%.

11.02.2021. 3xo-KI: npoTe3anpoBaHue MUTpasb-
HOTO KnanaHa MexaHW4YecKUM MpoTe3oMm, paboTa 3anu-
paTenbHOro 3nemMeHTa npote3a B MNOAHOM o6beme,
peryprutaumnsa  ¢dusnonormvyeckas, TPUKycnuaanabHas
HepocTaTo4yHOCTb 1+. COKpaTMMOCTb NIEBOr0 Kenygou-
Ka He CHMWXeHa. lNonoctn cepaua He pacwupeHbl. PB —
66%. JlabopaTopHOo: npokanbUMTOHWMH — 0,02 Hr/mn,
C0O3 — 61 mm/4, CPb — 19 wmr/n, 6aKTepuasibHbii NOCEB
KpOBM oOTpuLaTtesnbHbii. B cBA3KM C AAMTENbHLIM COXpa-
HEeHWeM noBblWeHHOro ypoBHs CPB (oTMevanacb nofo-
UTeNbHAs AMHaAMUKa B BWAE MOCTEMEHHOrO CHUMXEHMS)
6bl10 PEKOMEHAO0BAHO MPOAO/KUTL aHTUOaKTepUanbHyO
Tepanuio. [JeBoYyKke NoKaldaHa AauTenbHas W, BEpOsiTHO,
NOXU3HEHHas aHTUKOarynsaHTHasa Tepanus (BapdapuH) noa
KoHTponem MHO.

CocTosiHME MaUMEHTKM CTabu/ibHOE C Bblpa*KeHHOM
NONOXKUTENBbHOW AMHAMUKOW. Ha ¢oHe MeanKaMeHTOo3-
HOWM Tepanuu OTMEeYanoCb 3HAYMMOE CHUKEHWE MApPKEPOB
BocnaneHuns (yposeHb CPB cHuauncsa ¢ 260 go 36 mr/n),
6aKTepuanbHble MOCEBbl KPOBU Ha CTEPWUILHOCTb OTPMU-
uatenbHble. Tak)Ke oOTMeYanucb YynydleHue anneTtuTa,
CHUWXEeHWe acTeHu3auuu, NOoBblleHne MNepeHOCUMMOCTHU
PU3MYECKMX Harpy3oK, pacliMpeHve obbemMa ABuUraTesb-
HOW aKTMBHOCTHU, OTCyTCTBME OoabiwKKn. 18.02.2021 nauu-
€HTKa BbINMCaHa W3 cTauuoHapa noa ambynaTopHoe
HabngeHune.

3aknuyeHue. MNauneHTKe ¢ TSKeNbiM TedyeHnem Oak-
TepuanbHOro aHgoKapaMTa 6bina NpoBeAeHa KOMMNIEKCHas
KOHCepBaTMBHas M XMpypruyecKkas Tepanus ¢ NoNoKUTENb-
HbIMW peaynbTaTaMu. En TpebyeTtcsa anutenbHoe Habnwae-
HWe cneumanncToB AN AallbHENLEro feYeHns u npodunak-
TUKKN BO3MOXKHbIX OCIOXKHEHUN.

KIMHUYECKUU CZTYYAU TOPMOHAJIbHO-PE3UCTEHTHOM
AYTOUMMYHHOUW FrEEMOJIUTUMECKOMU AHEMUM Y PEBEHKA

CrenaHyoBa E.H., ManaxoBa 3.B., AGpamoBa I1.B.
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'BY3 Mopo30oBcKas AeTcKas ropoackas KnnHunyeckas 6onbHmua A3M

AKTyanbHOCTb. COrnacHo KIMHUYECKUM peKoMeHaaLm-
M MO AMArHOCTUKE U JIEYEHUIO ayTOMMMYHHbIX FeMONUTUYEe-
CKWUX aHemMui, JaHHOMY 3ab60ieBaHUI0 MOXHO AaTb cneay-
lollee onpeaeneHune: reTeporeHHas rpynna ayTouMMYyHHbIX
3a6oneBaHui 1 CUHAPOMOB, 0BYC/TIOBJIEHHbIX Pa3pyLIEeHUEM
3PUTPOLMTOB, KOTOPOE BbI3BAHO HEKOHTPOMPYEMOM MPO-
JYKUMEen aHTuTen. AyTOMMMYHHbIE FeMOSIUTUYECKME aHe-
MWK BCTpeyvatoTes ¢ yactoton ot 1 : 41000 go 1 : 80000
B Nt06blX BO3PACTHbIX rpynnax; COOTHOLIEHWE [OeBOYEK
M Manb4yMKOB cocTaBnseT 2 : 1.

KnuHunyeckuin cnyvaim. [esoyka, 9 net, 09.08.2018
nocTtynuna B otaeneHue rematonorum Mopososckon AIKB
C Xanob6aMu Ha KeNTYLWHOCTb KOXHbIX MOKPOBOB, Gebpub-
HYIO NIMXopaaKy, 601 B XuBOTe. M3BECTHO, 4TO 3a non-
roga Ao 3Toro pebGeHOK MNepeHec remMONMTUYECKUI KPU3

C aHanorMyHbiMM cumnToMamu. JlabopaTopHO BbiBNEHA
aHemus Tsenon crenenn (Hb — 54 r/n, aputpoumtbl —
1,6 x 1012/n), TpomGouuToneHus (147 x 10°9/n) u Henps-
Masi runepbunupybuHemus (63,0 MKmMOSb/N). BbisBneHb
NPU3HaKK AeKOoMMNeHcaLnn KpoBOOBPaLLEHUS: TaxMKapans,
OpTOCTaATUYECKUI Konnanc B aHaMHese. bbbl ncKtoYeHbl
CUCTEMHbIE MUKO3bl, CUCTEMHAs KpacHas BONYaHKa, Napok-
cv3masnbHas HoYHas remorno6uHypus. MpoBoannach rKo-
KOpTUKOCTEpOUAHAsA TEpanusa ¢ NONOKMUTENbHbIM 3D HEKTOM.

Pemuccus remonusa 6bila KpaTKOBPEMEHHOW, B Teye-
HWe roja pebeHKy MHOrokpaTHo TpeboBanacb 3aMecTu-
TenbHaa remoTpaHcody3us. lNpoBoannacb ropmoHasbHas
M UMMYHOAEeNpecCcUBHas Tepanus. bbii BbiCTaBAEH AWarHoa:
«pnobpeTeHHas remonuTMyeckass aHemus. HenpepbiBHO
peunamBupytowee TeyeHme. NKC-pea3ncTeHTHas». YunToiBas
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Short Report

KpaTkue coo6LieHus

HE3PPEKTUBHOCTb KOHCEPBATUMBHOM Tepanuu, ¢ LEeblo
KynMpoBaHWs remonu3a 6bina NpoBeAeHa nanapocKonuye-
cKas cnneHakTomus. C MOMeEHTa CNIEH3IKTOMUU reMonun3a
He oTMeYanoch.

3akntyeHue. [laHHbi KIWMHWYECKUM Cciyvyan [OEeMOH-
CTPUPYET FOPMOHAJNIbHO-PE3UCTEHTHbLIA BapuaHT ayTOUM-
MYHHOW FEMONIMTUYECKON @aHEMUMU, B IEYEHUN KOTOPOWM Obln
NPUMEHEH paanKanbHbI METOA — CMJIEHOKTOMMUS.

BPOXX1EHHbIE MOPOKU CEPJLA Y PEBGEHKA
C AJMABETUMECKON SMBPUODETOMNATUEN

MonoBa A.A., AaynaeBa A.P.
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'BY3 Mopo3oBcKas AeTcKas ropoackas KnnHuyeckasa 6onbHuua A3M

AKTyanbHOCTb. [JuabetTnyeckasa ambpuodetonatng —
3aboneBaHne BHYTPUYTPOOHOro pebeHKa oT Matepu, cTpa-
[alollen caxapHbiM AMabeTom, BO3HMKatollee nocne 12 Heq
BHYTPUYTPOGHOI0 PA3BUTUS 1 1O HaYala POJOB, XapaKTepu-
3ytoleecst NONMCUCTEMHbBIM NopaxKeHUeM, MeTaboNnYeCKU-
MU M 3HOOKPUHHbIMK AUCPHYHKUMAMU. Hanbonee yacTbiMu
cuMnToMamMu anabeTnyeckon ambpuodetonaTtum ABASIOTCS
MaKpOCOMMUS, MONULUTEMUS, TUMOTIIMKEMUS, NepuHaTab-
HOe MopaeHue UeHTpanbHOW HepBHOM cuctembl (LLHC)
W CUHIPOM AblXaTe/bHbIX PACCTPONCTB.

Mpu rectaunMoHHOM caxapHom aunabete (FC) anabeTu-
yecKas ambpuodeTonatms BCcTpeyaeTcsa B cpeaHem y 25%
HOBOPOMX/EHHbIX, C OAMHAKOBOM 4acTOTOM Yy Maslb4MKOB
n geBoyeK. [laxe npu koHTponupyemom FC[l ocTaeTcs pucK
pa3BUTUA AnabeTudeckon ambpuodetTonatum C Hapylle-
HMeM GOpPMUPOBaHUS OpraHoB. TaK, YacToTa BPOXKAEHHbIX
NMOPOKOB Pa3BUTUA Y AeTen ¢ AuabeTnyeckon ambpunodeTo-
natuewn coctaBnset 8%.

KnuHunyeckun cnyvam. Manbymk, 1 mec 19 gHen,
M3 aHaMHe3a M3BECTHO, YTO poauncs ¢ maccor Tena 3270,
onuHon 49 cm Ha 33-i Heg 6epemMeHHOCTW, BO BpeMms
KoTopow y MaTtepu 6bi1 anarHoctupoBaH [C[, ypoBeHb
rMIOKO3bl KOHTponupoBanca. OueHka no wkane APGAR —
7/8 6annoB. JaHHas 6epeMeHHOCTb y MaTepu naTas, TpeTbU
npex/eBpeMeHHble onepaTuBHble poabl. Mocne poxaeHus
COCTOSIHME pebeHKa 6blIo TAXKenbiM, 06YCI0BNEHO Heao-
HOLEHHOCTbIO, BPOXAEHHLIMM MOPOKaMKU ceppua, avabe-
TUYECKON ambpuodeTtonaTtuen, BPOXKAEHHON MHEBMOHMUEN
M CUMHAPOMOM [bIXaTefIbHblX PacCTPONCTB. B nepBbie Yachl
YU3HU, yyYuTbiBas AbIXxaTeNlbHYD HepocTatovyHoCTb ([AH)
2-1 cTeneHn Ha ¢oHe yrHeteHuns LIHC n HeJOHOWEHHOCTH,
Oblla HayaTa pecnupatopHasa noaaep:kka CPAP, 3atem
nepeBefeH Ha MCKYCCTBEHHYIO BEHTUIALMIO IETKUX B CBSA3U
C yxyaueHueMm coctosiHus. MpoBoaunack aHTMGaKTepuanb-
Has Tepanus meporneHemoM 120 Mr/Kr/cyT U BaHKOMULM-
HoM 40 Mr/Kr/cyT. Ha 2-e cyT *n3Hu pebeHoK Oblal oCTaB-
JleH 6puragov CKopom MeanLIMHCKON MOMOLLM U3 FTOPOACKOM
KNIMHUYeCcKon 60nbHMubl N2 29 B MOPO30BCKYIO AETCKYIO

FOPOACKYIO KIMHUYECKYto 60nbHMLy. o pe3ynbtatam 3xo-
KI' oTMevanucb CTEHO3 ABYCTBOPYATOro aopTajbHOro Kia-
naHa C MUKOBbLIM TPagMeHToM 75 MM pT. CT., 4TO cBWfe-
TENbCTBOBANIO O TSXKENIOW CTENEHU CTEHO3a, KoapKTauus
aopThbl, OTKPbLITOE OBasbHOE OKHO C JIEBO-NMpaBbIM CHPO-
COM W OTKPbITbIA apTepuanbHbii MPOTOK C NEPEKPECTHbLIM
c6pocoM KpoBMW. bbina HavyaTa Tepanus npenapaToM npo-
cTarnaHgMHa E1 B po3e 5 HI/KI/MWH AN COXpaHeHus
deTanbHOM LMPKYASLMK U PETPOrPaHOro KPOBOTOKA Yepes
apTepuanbHbI NPOTOK, YTO NO3BOUAO NoaAepKaTb Nepoy-
3110 KOPOHAPHbIX 1 MO3TOBbIX apTEPUH.

Ha 4-e cyT XU3HM Oblna npoBeaeHa GanjoHHasa Baslb-
By/OMNJacTMKa KNanaHHOro CTeHO3a aopTbl M OTMEHeHa
Tepanusa npoctarnaHaMHom E1. Mo gaHHbIM 3xo-KI peru-
CTpMpoBanach NONOXUTENIbHASA AMHAMMUKA B BUAE YMEHbLLE-
HUSA NMKoBOro rpagneHTta ao 30 mm pT. ¢T. B nocneonepauu-
OHHOM Mepuoae B OTAENEHWUU peaHUMaLnn U UHTEHCUBHOM
Tepanuv HOBOPOXAEHHbIX apTepuanbHOe AaBfieHMe nof-
[lepX1Banocb MOCTOSIHHbIM BBEAEHWEM HOpaApeHasnuHa,
KpOMe TOro, MpoBOAMNWUCH WHPY3MOHHAs, aHTUTPOMOGATK-
yecKas u aHTubaKTepuanbHasa Tepanus. Ha 12-e cyT KU3HHU
npu nposegeHun 3xo-KI 6bi1 06HapyXeH TpoMb6 C npu-
3HaKaMM MPaKTUYECKU MOJIHOM OKKJIIO3UU HUKHEW MOonon
BEHbl, [103a [JanTenapuHa Hatpusa OGblna yBenuyeHa Ao
200 ME/Kr 2 p/cyT. K mecsuy xu3Hun pebeHKka oTmeyanocb
yay4lleHne COCTOSHUS B BMAE CaMOCTOSTENbHOro Ablxa-
HWUS, cTabWNbHON reMOAMHAMMKM U KYMUPOBAHUS CUCTEM-
HOM BOCManuTeNnbHOM peakuuun. NepeBeaeH B HEOHATONO-
rMyeckoe oTaeneHue AN HabGMoAEHUS W AanbHEWLWEero
NevyeHus.

3aknw4veHune. [Juabetvyeckas asmbpuodeTonaTus
OC/IOXKHSIET TEYEHNE HEOHaTalbHOro Nepuoja, a ee coveTa-
HWe ¢ APYrMMM NaToONOMMAMKU OPraHoB U CUCTEM 3aTPyaHSAET
Tepanuto U yxyawaeT nporHo3. CBOeBpPeEMEHHO HavaTtas
Tepanus, Xupypruieckas KOppeKLmMs BPOXKAEHHOro NopoKa
cepaua v MynbTUAUCUMMIMHAPHBLIA NOAXOA B AaHHOM Kiu-
HMYECKOM MpUMepe SBASIOTCS BarKHENWUMU daKTopamu
61aronpuUSaTHOrO TEYEHUS MOCTHATaNbHOro Nepuoaa.



KIMHUYECKUU CZTYYAU MHOXKECTBEHHbIX MOPAXXEHUU
Y PEBEHKA C CUHAPOMOM LE/IbBETEPA
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'BY3 Mopo30oBcKas AeTcKas ropoackas KnuHunyeckas 6onbHuua A3M

AKTyanbHoctb. CuHapom LenbBerepa — 3710 3ab60-
neBaHue, OTHOcsIWeecs K rpynne peaknx reHeTUdecKux
NEPOKCUCOMHbIX 6ofe3Hen U aBasiolweecs MNepPBbIM
Nno TAXKECTU TEeYEHMS M3 Tpex OCHOBHbIX GOopM: renatoLe-
pebpopeHanbHoro cuHgpoma LlenbBerepa, HeoHaTanbHOM
X-cuensieHHOM afpeHOoNenKoaAUCTPOdUN U UHOAHTUIBHOM
60ne3Hn Pedcyma. O6ycnoBneHo HapylweHnem depmeHTa-
TUBHbIX PEaKLUi BHYTPU OpraHens, npoLeccoB TpaHcnopTa
6€enKoB Yepeld MemMb6paHbl opraHena u peuentopbl. laHHoe
3a6o0neBaHne BKOYaeT B cebs nopaKeHue rono0BHOro
MO3ra, neyeHu, cepgua, NovyeKk, aHoManuu ckeneta, CHU-
EHWe cnyxa W 3peHus, CYAOpOru, HapylweHwe nuTaHus,
XapaKTepHble YepenHo-nuLeBble 0CO6EHHOCTU. CUHAPOM
LenbBerepa 06bl4HO Ae6lOTUPYET B HEOHATANbHOM MEpUo-
4e, ¥ AETU C HAUM He JOXMBaIoT 0 1 roaa *KU3HM.

KnuHuyeckuin cnyvyan. T[laumeHt K., poauncs
20.09.2017, Bo3pacT npu noctynieHnmn — 3 roga 4 mec.
Pe6eHOK OT WwecTon MHOronnogHon 6epemMeHHOCTH (nep-
Basd-yeTBepTas 6GepeMEeHHOCTM — CaMOMNPOM3BOJbHbIN
BbIKMAbIL Ha PaHHKX CPOKaXx, NsTas 6epeMeHHOCTb — POAbl,
3[10POBbIM MaJib4yMK), NPOTEKaBLEN Ha GOHe Yyrpo3bl Npepbl-
BaHWS Ha BCEM MPOTSXKEHUU, BTOPbIX POAOB Ha 38-# Heja,
onepaTtuBHbIX. Macca Tena npu poxaeHnn — 3000 r, AnnHa
Tena — 52 cm, oueHka no wkane APGAR — 5/6 6annos,
B peaHumauun He Hyxgancs. B paHHeM HeoHaTaflbHOM
nepuoge oTmedanacb Xentyxa. BbinucaH u3 poaunbHOro
[lomMa Ha 9-e CyT.

Pe6eHOK 60JIEH C pOXXAEHUS, pa3BMUBasCH C 3a[EPKKON.
K 2 rogam, co cnoB maTtepu, AepKan rosoBy, He caguics
CaMOCTOATENbHO, Aenan warn ¢ onopon. OpUEHTUPOBOYHO
C 2 neT OTMETUNOCH yXyaweHue 3peHus (6bln nocTaBfieH
AMarHo3 «KaTapaKkTa») C pe3Kow yTpaTon 3peHus 1 nocne-
Jylollen yTpaTton ABuraTeNbHblX HaBblKOB. [10 HacTodAlen
rocnuTanuMsaumu, co CNoB MaTepu, pe6eHoK ToNbKO nonaarn.
Ha ocHOBaHWK pe3ynbTaToB MONEKYASPHO-TrEeHeTUYEeCKom
AWArHOCTUKKM emy Obll yCTaHOB/EH AuMarHo3 «HapylweHue
6uoreHesa nepokcucom: cuHapom LenbBerepa tmvn 7A» —
B reHe PEX26 onvcaHa roMmo3uroTHas Mmytauums B 3-M 3K30-
He — c¢.T347A:p.L116Q. Kak ocnoxHeHue OCHOBHOIO
3aboneBaHus y naumeHTa Habnwopaetca: 0S — adakug,
OD — KaTapakTa. TeTpanapes. 3agepxKa ncmxopeyeBoro
1 MCUXOMOTOPHOIO pa3BuTHA. lenatocnieHoMeranvs.

Mo npeacrtaBneHHoMy 3akntoyveHuio JHK-gnarHoCTUKK
[narHos yctaHoBNeH cubey pebeHKa (OBOWHS), y 6paTa —
MyTaluus B FOMO3WIOTHOM COCTOSIHMKM, MaTb — HOCUTENb
MyTalMK B reTepo3nroTHOM COCTOSIHWMM, OTLYy ob6cnefoBa-
HUe He npoBoaunocb. B 5 Mec pebeHOK nepeHec OCTpbIn
OGPOHXUT, B 6 Mec — BHEeOO/IbHUYHYIO MPaBOCTOPOHHIOW
NoIMCErMeHTapHy0 NHEBMOHUIO U OCTPbIN NapUHIoTpaxeo-
GPOHXMT.

14.01.2021 pebeHoOK 6bl1 gocTaBneH 6puragon CMII
B MAMKB no 3KCTPEHHbIM MOKa3aHWAM C Kanobamu
Ha nunxopalky o 39,0 °C, HOcOBble KPOBOTEYEHMUS, KPO-
BOTOYMBOCTb [ECEH, BANOCTb M HacMoOpK. lpu ocmoTpe:
pocT nayueHta — 100 cm, macca Tena — 16 Kkr, UMT —

16 Kr/m2, Temnepatypa tena — 39,2 °C. O6uiee cocTos-
HUEe cpeaHen TaecTn, pebeHOK B CO3HaHWW, MacCUBEH;
Ha OCMOTP pearupyeT cnaboi ABUraTeslbHON aKTUBHOCTbIO,
HeraTMBHO, B3rNaa He GUKCUPYET, He cneanT. MaKpoKpaHus,
3peHMEe Ha YPOBHE CBETOOLLYLIEHUS, KaTapaKTa B NpaBoMm
rnasy, adakusa B n1eBOM rnagy. Ha ry6ax remopparmyeckue
KOPOYKMK C CYKPOBMYHbBIM OTAEeNseMbIM. Cnu3ncTas 3agHen
CTEHKM [IOTKU rMnepemMunpoBaHa. MblleyHass rMNOTOHUS,
aTpodus, TeTpanapes, orpaHnyeHne NoaBUIKHOCTU B NIOK-
TeBbIX, KONIEHHbIX U Ta306eApeHHbIX cycTaBax, Aedopmanms
CTOMN MO TMNY NOSIOM CTOMbl. Ha BEPXHUX KOHEYHOCTSAX NETEXU-
anbHas cbifnb. BbiiBAEHa XeNTyWHOCTb KOXHbIX MOKPOBOB.
JlabopaTopHO — MOBbIWEHWE NpAMOro 6unupybuHa, ACT,
NnoBbllEeHNe ypobuanHOreHa B MoYe B pesy/nbraTe CUHAPO-
Ma xonecTtasa. [leyeHb BbICTyNnaeT n3-noj Kpas pebepHon
oyrun Ha 5 cMm, ceneseHka — Ha 11 cm. o 3akayveHuto KT
OopraHoB rpyaHou nosocty ot 17.01.2021 — npu3Haku ABY-
CTOPOHHErO rmapoTopaKkca, rmagponepukapaa, BbiparKeHHbIX
3aCTOMHbIX UBMEHEHUI B MaNOM Kpyre KpoBOOGpalLeHus,
Hann4yusa 3acToMHOM MNepPUBPOHXOBACKYNAPHOM WHOUNb-
Tpauuu, NAeBpONyIbMOHabHbIX YTONWEHUIA B 6a3anbHbIX
otaenax o6oux nerkmx. Mo gaHHbiIM MPT ronoBHOro mo3ra
oT 17.01.2021 — npu3HaKuM ymepeHHoWn ruapouedanuu,
aTpodUYECKUX UBSMEHEHUI BelecTBa 60/bLINX NONyLapun
rONI0BHOrO0 MO3ra, MNOJMCUHYCUTA, ABYCTOPOHHEro cpeaHe-
ro oTuTa M mactonauta 6e3 AECTPYKTUBHbIX U3MEHEHUMN.
JTabopaTopHO BbISIBMIEHbI MaHUMUTOMNEHMS, NOCTremopparu-
yecKasl aHemusa cpeaHen ctenernn (Hb — 86 r/n, aputpoum-
Tol — 2,98 x 1012/n) n BTopu4Haa KoarynonaTtus Ha ¢poHe
HapylweHsa 6eNKOBO-CUHTETUYECKON OGYHKUMKU MeYeHM.
Bblna npoBefeHa KOPpPEKLMS aHEMUM U TUNOKOarynsauuu
BBEJEHWEM 3PUTPOLIMTAPHON B3BECK U CBEXKE3AMOPOXKEH-
HOW Nnasmbl.

BbisiBneHbl Mapkepbl BocnaneHus: CO9 — 49 mm/v,
NPoKanbUMUTOHUH — 2,39 Hr/MJ, 3HaA4YUTENbHOE MOBbIWE-
Hue depputnHa — 440,1 mkr/n, CP6 — po 323 mr/n, 6uo-
XMMUYECKUN aHaNU3 KPOBM BbISBU TUNONPOTEUHEMMIO,
runoanbbymmHeMuto Ao 27 r/n, yMepeHHyto depmMeHTe-
Muio — nosblilweHne ACT w JIATL Hapocna opbliwka, Y44
nosbicunacb Ao 40/MWH, OTMEYaNoOCb CHWXXEHWE TeMMNOB
avypesa, nosiBuUanUCb nepudepmnyeckne oteku. 17.01.2021
nauueHT 6bin nepesegeH B OPUT.

Mo 3akntoveHunto KM o1 18.01.2021 — pUTM CUHYCOBbIN
purngHbin, Taxmkapaunsa (HCC — 157 ya./MuH), NoBblleHWe
3/IEKTPUYECKON aKTUBHOCTM MUOKapaa NeBoro Xenyaoyka,
NPU3HaKKN Neperpy3kn npasoro npeacepaus. Hapywenue
npoLeccoB penonsapusaumm B 3ajHeavadparmanbHOM
(HMKHEN) cTeHKe neBoro enygodka. o 3aknyeHuio
Ixo-KIN ot 18.01.2021 — ymepeHHas aunatauus nesBbix
OTAENOB cepaua, cenapauus nepuvkapaa Co BCeX CTOPOH
no 3-4 mm. JleBbl xenygoyek chepuyeH. YMepeHHas
rMnepTpodusa  MEXKenygo4ykoBOW Meperopogku. 3Ixo-
NPU3HAKW HapyleHUa penakcauuum NeBOro enyaoyka.
'Mnonnasunsa ayrn aoptol. Mo gaHHbIM Y3WU: axorpaduyeckue
NPU3HAKN YMEPEHHO BbIPaXKEHHOTO YBEINYEHNUS IMHENHbIX
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pa3MepoB noyeK ¢ ANDPY3HbIMU UBMEHEHUAMM CTPYKTYPbI
UX MapeHXMMbl; renatocnieHomerannu, auddysHbix name-
HEHWI NapeHXMMbl MEYEeHW K cenel3eHKW, OTeKa napany-
3bIPHOM KNeT4yaTku, AUPOY3HbIX UBMEHEHUN MapeHXUMbI
NOAKENYA0UYHOW Kenesbl, CBOOOAHON XUAKOCTU B 6GpIOLL-
HOW MONOCTU B HE3HAYUTENbHOM KOMMYECTBE; NMPU3HAKM
lwenHoro numdaaeHunTa cnesa, 6€3 NpU3HaKoB abcueampo-
BaHud. [aHHble MPT cBMAETENbCTBYIOT O NpU3HAKax CUM-
METPUYHbIX 30H M3MEHEHHOro MP-curHana ot NepuUBEHTPU-
KynsipHOoro 6enoro BelwecTBa NOOGHO-TEMEHHbIX ob6nactemn
1 3y64aTbiX 94ep MO3XKeUyKa 6e3 orpaHudyeHuns andoyauu.
19.01.2021 Ha doHe pebpunbHOM NNXopaaKu y pebeH-
Ka OOHapyXeHO MpUCOeAMHEHUE $HABNEHUW TUHIMBUTA
n ctomatmta. 20.01.2021 anarHoCcTMpoBaH BUPYCHbIN
MWUOKapAWT; MaHUbecTMpoBanu aHanormyHble U3MEHEHUs
B POTOBOW MOMOCTU W NIMXopagKa y 6parta, Haxoaslerocs
noma. Mo peaynsratam lNLP-uccnenosaHms BbiiBNeHa aTMo-
norus s3aboneBaHus — BIl, ocTpoe Te4eHne — M HadvaTta
Tepanus. Takxe 20.01.2021 no pesynbratam 6akTepmnono-
TMYECKOro rnoceBa KpPoOBM y NMauueHTa BblageneH S. capitis.
MpoBeaeHbl nevyeHne aHTMGaKTepuansbHbIMKM M MPOTUBO-

BMPYCHbIMK npenapaTtamu, cMMNTOMatMyecKas Tepanwus.
22.01.2021 nocne NpoBEAEHHOro Ne4YeHUs U OOCTUKEHUSN
CTOMKOro perpecca CUMCTEMHOW BOCNanUTENbHON peaKuuu
nauueHT C MONOXKUTENbHOM AWMHaMUKOW Obll nepeBedeH
B NPOPUIbHOE OTAENEHNE AN AaNbHeNLWero o6¢cneaoBaHns
N eYeHus.

Ha ¢oHe npoBeaeHHON Tepanuu CUMNTOMbI reprneTuye-
CKOM MHPEKLMK OblNM KYNMPOBaHbl, COCTOSHUE MafibYnKa
CTabunnnanpoBanochk, Nocne 4ero oH 6bla BbiMMCaH U3 CTa-
LMOHapa noj AanbHenwee HabnogeHne npodubHbIX cre-
LlMaMCTOB MO MECTY XXUTENbCTBA.

3aknioyeHue. B HacTosllee BpeMs naToreHeTu4ecKon
Tepanun U KIUMHUYECKMX PEeKOMeHJauun Ansa cuHapoma
LlenbBerepa He cyuwecTtByeT. MaTb MHGOpPMUpPOBaHa O Ana-
rHO3e M HeEBGNAronpMUATHOM MPOrHo3e 3aboneBaHus, 06CyXK-
[EH BOMPOC HEOBXOAMMOCTU NPOAOIKEHNSA MOCUHOPOMHOM
Tepanuu U pelleHns CpoKoB Koppekuuun BIC. YyuTbiBas
reTepo3nroTHy0 MyTaLMio y Matepu, roMo3uMrotHoe 3a6o-
neBaHne 060mx 6IM3HELLOB, 3TOM CEMbE HEOBXOANMO PEKO-
MeH/10BaTb reHeTUYEeCKOE KOHCYIbTUPOBAHWE ANS PeLlEeHUs
BOMpoca 0 BO3MOXHOCTHU B 6yayLLEM UMETD eLle AeTEN.

KTIMHUYECKUU CZTYHYAU BUCLIEPAJIbBHOIO JIEALUMAHUO3A
C BTOPU4YHbIM FTEMO®DATOUUTAPHBIM CUHAPOMOM

UmweHeyKasa C.K., JoHuuK E.U.

HayuHbi pyKoBoauTtenb: JlapuHa J1.E., K.M.H., AoueHT Kadeapbl NponeaeBTUKU AeTCcKux 6onesHen Nd® PHUMY

um. H.WU. NMuporosa

DIrAOY BO PoccHICKKUIA HaLMOHaNbHbIM UCCNeLOoBATENIbCKUN MEeAULIMHCKUIM YHUBepcHUTeT nMenun H.U. MNMuporosa

MwuH3apaBa Poccumn

'BY3 Mopo3oBcKas AeTcKas ropoAckas KnnHuyeckasa 6onbHuua 3M

AKTyanbHOCTb. BucuepanbHbii fienliMaHno3 — 3To
XpOHUYyecKoe MHPEKLMOHHOE NMPOTO30MHOE 3aboneBaHue,
MHaye ero HasblBalOT nuMxopagka Aym-[ym uan Kana-asap
(4epHaa nuxopapfka). JlenwmaHno3bl 3HAEMUYHbI Gonee
yeM B 98 cTpaHax, exxerogHo B mupe BO3HMKalT 1,3 MJH
HOBbIX CNy4yaeB nevwmaHno3a. Ha Tepputopumn Poccumn ume-
I0OTCS TEPPUTOPUK, IHAEMUYHbIE MO CPEAU3EMHOMOPCKO-
cpefjHeasnaTCKOMy AETCKOMY BUCLIEpasbHOMY NerlMaHu-
ogy (CCABJ) (Hanpumep, HEKOoTopble panoHbl Pecnyb6anku
[arectaH n Pecny6nuku KpbiMm). OCHOBHbIM pe3epByapoM
Leishmania infantum cnyxaT aomauwHue cob6aku W Trpbi-
3yHbl, @ MEePeHOCYMKaMM SABAAIOTCS MOCKUTbI nogpona
Phlebotomus. 3a6oneBaHue xapaKTepuayeTcs MPOAOIKMU-
TEeNbHOW NIMXOPAAKON HenpaBWIbHOIO TWMa, NopaxeHWem
NevyeHn U cenes3eHKW, pasBUTMEM aHEMMU U KaxeKCUM.
B cBoeM pasBuTMM NenwMaHnsIM Heob6XxoAnMMO NPOUTU [ABe
CTaauu: 6e3KIYTUKOBYIO M XKIYTUKOBYIO. KNnMHWYeCKni ana-
rHO3 MOATBEPXKAAETCH HaANMYMEM amMacTUroT (6E3KIyTUKO-
Bble GOpPMbI) ENILIMaHUK B Ma3Kax U3 NMyHKTaTa KOCTHOro
MO3ra, CeNe3eHKM Unn neveHn. Kpome toro, npu nenwma-
HMO3e BO3MOXHO pa3BUTUE BTOPMYHOrO remodarountap-
HOMO CMHAPOMA, KOTOPbIA XapaKTepu3yeTcs HapylweHWeMm
GYyHKUMM T-KneToK n NK-KneToK. KneTku, He cnocob6Hble
pearnmpoBaTb Ha MHPEKLMIO, Ha4YMHaloT NpoandepuposaTb
W BblAeNSATb NPOBOCNANUTENbHbIE LIMTOKUHbLI, aKTUBUPYIO-
We MoHoLMTapHO-MakpodaranbHyo cuctemy. Y naumeHTa
pa3BMBaeTCs TAenas CUCTeEMHas BOCManUTE/bHasA peak-
LS, NPUBOAALLASA K MOAMOPraHHOM HEAOCTaTOYHOCTH.

KnuHuuyeckuit cnydann. Manbumk W., 1 rog 7 mec (pata
poxaeHusa: 05.07.2019), 25.01.2021 nocTynun B oTtaene-
HWe neanaTpuyeckon covetaHHon natonornn MAMKB.

Anamnesis morbi. C 03.01.2021 oTmevanacb exegHeB-
Hasa nuxopagka go 39,0—40,0 °C, 6e3 KaTapabHbIX gBe-

HUW. Bbin rocnutanuauMpoBaH B 60/bHULY . Maxaykaibl,
raoe BbisBneHa aHemusa (60 r/n), Tpom6GOUMUTOMEHUSA
(mo 30 x 109/n), ¢ 13.01.2021 6bi1 NOAbEM TeMMepaTypsbl
Tena go 40,3 °C. o TpeboBaHUIO poauTener masbyuKa
BbINKCann, caMoTeKOM poautenu obpatunmcb B MATKB.
24-25.01.2021 y pebeHKa Ha4yanacb pBoTa B Te4eHWe AHA
2-3 pasa, KMAKKI CTyN, BCE eLle NPoLosIKanach Inxopajakxa.

Anamnesis vitae. KoHTaKkTa ¢ MHOEKUMOHHbIMU 60Nb-
HbIMW MW HOCUTENAMU HE UMe. KOHTaKTOB C KUBOTHbIMMU,
rPbiI3yHaMK, NTULL@MHU, CbIPbEM XMBOTHOIO MPOUCXOXKAEHUS
He umen. KynaHve B OTKpbITbIX Bogoemax, ynotpebneHue
BOAbl U3 OTKPbITbIX UCTOYHMKOB, HEKMMAYEHON BOAbI MaTb
oTpuuaet. o pe3ynbraTam ynbTpa3ByKOBOro UCCef0BaHUS
Obl/IM BbISIBAEHbI renaTocnieHoMeranus (Ne4YeHb n ceneseH-
Ka BbICTyNatloT U3-noj Kpas pebepHon ayru Ha 6 cm), and-
dy3HblEe UBMEHEHMS NapeHXUMbl NOAXKENYAOYHOW Kenesbl,
CTEHOK YXENYHOro ny3blps, OTEK Napany3blpHON KNeT4yaTKu,
Ancxonus, nonvageHonatus, He3HauyuTeNbHbIV TMAPOTOPAKC
cnesa u audPy3Hble UISMEHEHNS MAaPEHXMMbI MOYEK.

Mo o6uemy aHannay KpoBu 25.01.2021 BbiiBNAEHbI: NeN-
KouuTonenus (1,70 x 10°/n), TpomboLuToneHus (37 x 109/n),
arpaHynoumTos (0,2 x 10°/n), numeouutos (91,6%), remo-
rno6uHemus (88,0 r/n), aHemusa Il cteneHn, cuaeponeHuns
(4,30 MKmoOnb/n), cpeaHun o6bemM TPOMOOLIMTOB MOBbILEH
(11,0 dn). 3 gaHHbIX NabOpPaTOPHbIX UCCNeA0BaHWI: TMMnoasb-
6yMuHemus (26,80 r/n), KpeaTUHUH CHUXKeH (29,00 MKMonb/n);
noBbIlWeHbl MapKepbl Bocnanenus: CPb (115,3 mr/n), 140
(1385,00 EA/N), depputmH (15940,00). Takke BbiSiBNEHbI
aHTMTEeNna K uutomeranosupycy I1gG 1 K KancuaHoMy aHTUreHy
BUpyca IAnwrenHa—bapp VCA (IgM). Ha oCHOBaHUK KNiMHUYe-
CKMX 1 nabopaTopHbIX AaHHbIX C HAaNM6GOMbLIEN BEPOSATHOCTbIO
MOXHO AyMaTb 06 OCTPOM JIeMKO3e, HO Heo6xoanMO Oblno
onddepeHumpoBatb ¢ BOb-nHdekumen.



26.01.2021, yunTbiBast KIMHUYECKWE OaHHble (ANUTENb-
Has fnuxopafKka, renatocnfieHoMeranus, TPexpocTKoBas
LMTONEHHUS, CUHAPOM WMHTOKCUKALMK) U AaHHbIE MMKPOCKO-
NMUYECKOro UCCNefoBaHNa Ma3Ka KOCTHOMO Mo3ra, y pebeHKka
NOATBEPAUIN NENIMaHNO3 BUCLiEepanbHOM GOPMbl, OCNOXK-
HUBLUMICS BTOPUYHBIM remaTtodaroumMTapHbiM CUHAPOMOM.

MpoBoaunack Tepanus: 1) BUcLEPanbHOro NenmMaHno-
3a amdoTtepuuymHom B ¢n. 50000 E[1 1 p/cyT; 2) BTOPUYHOIO
remodaroyMTapHoOro CMHAPOMa HOPMasbHbIM MMMYHOIO-
6ynmHomM YenoseKa 100 mr/mn ¢éna. 50 mMn BHYTPUBEHHO
B TeyeHue 2 4 30 MWH U aeKkcameTa3oHoM 10 mr 1 p/cyT;
3) conpoBoauTenbHas Tepanua: atTamaunnat 125 mr/ma amn.
2 Mn 2 p/cyT + uedtpmarkcoH édn. 1000 mr 2 p/cyT + uede-
num dn. 1 r 2 p/cyT + omenpason dn. 40 mr 1 p/cyT + A€30K-
cuxonaT B Ao3e 1 MI/Kr/cyT nepBOHa4vanbHO Ha 15 aHen
(nanee nog KOHTPONEM AMHAMUKKM COCTOSIHMSA). Ha ¢doHe

NpoBOAMMOM Tepanunu nabopaTopHO Habnaanacb ymepeH-
Has NONOXKMUTENbHAsA AMHaAMMKA.

29.01.2021 — paHHble, NOATBEPXKAAOLME BPOXKAEHHYIO
KoarynonaTtuto, nosyyeHbl He 6blin. N3MeHeHus B Koary-
norpaMme CBSI3bIBAKOT C MOopaxeHueMm neyenu. bobina npo-
BefeHa KOppeKuua remMoctasa: nepenmBaHne CBexe3aMo-
poxkeHHon nnadmbl 10-15 mn/Kr, Kpuonpeumnutat 1 gosa.
B nanbHenwem remocTtaTuyeckas tepanuns He TpeboBanaco.

08.02.2021 y nauueHTa oTmMevanacb MOJIOXKUTeNbHad
OMHaAMKWKa MO TOMUKe MNopa)eHus Ha ¢doHe cTaHaapTHOM
Tepanum amdoTepuunHom B 1 Mr/Kr/cyT. Y pebeHKa ¢ Taxe-
NbIM TEYEHUEM NEeNMaHN03a U BTOPUYHLIM reModaroum-
TapHbIM CMHAPOMOM Tepanus amdoTepuunHom B n amdo-
MNoOM npuBena K BbI3AOPOBMEHUI0. [pyrve npenapathbl
amdoTepumumnHa B aMnocomanbHOro He 3aperucTpupoBaHbl
Ha TeppuTopumn Poccuitckon Peagepaunu.

KJIMHUYECKUU CNTYYAU NALUMUEHTKHU C SNMUNENCUEN
KOXEBHUKOBA-PACMYCCEHA, BbI3BAHHOWU BOPPE/IMO30M

PycckuH B.O., AikumoB H.A., KypakaeBa A.A., AganumoBa H.C.
Hay4Hbi pykoBoauTenb: XoauH A.A., A.M.H., npodeccop Kadeapbl HEBPOJIOrUU, HEUPOXUPYPIrUM U MEAULMHCKON

reHeTUKMu uM. aKaa. J1.0. baganaHa

®rAOY BO PoccuMCKMIM HauMOHaNbHbIM UCCNefOBATENBCKUN MEAULIMHCKUIA YHUBEPCUTET MMeHU H.W. Tuporosa

MuH3sgpaBa Poccuu

AKTYyaNbHOCTb. anunencus KoxeBHUKOBa—
PacmycceHa — 3T0 peflkKuit BapuaHT NpoTeKaHus aHuedanu-
Ta, XapaKTepuaylLlwmnincsa Tpuagon CUMNTOMOB: remMunapes,
doKanbHble MWOK/IOHWMYECKUE MOAEPrnBaHUS Ha CTOPOHE
napesa, GoKanbHble FreMUKIOHUYECKME U BTOPUYHO-TEHEepa-
NIM30BaHHble anuaenTMYecKkne npucTynol. MNatonornyeckoe
COCTOSIHWE BO3HUKAET NPENMYLLECTBEHHO MPY NOAYyWapHbIX
3HuedannTax — aHuedanunt PacmycceHa, 6oppennos.

NHPEKLIMOHHasn aTMoNorna 3aHnMaeT 3-e MecTo Mo 4acTo-
Te BCTPEYaEeMOCTH B CTPYKTYPE BCEX ATUOSIOMMYECKUX MPUYMH
anunencun. Hanbonee yacTblMu BO36YAUTENSIMU ABASIOTCS
BUpPYCbI repneca u 6oppenuu. NMpun o6¢cnefoBaHnm NaLMeHToB
C NOAO3PEHUEM HA MHOEKLMOHHYIO 3MUAENcuio Heobxoanm
KOMMJEKCHbIN NOAXOA: KaK WMCMONb30BaHWE METOAOB Hew-
poBu3yanuzauum u aHuedanorpammbl, Tak U nNpoBeaeHue
CMMHHOMO3roBOM NYHKLUMKU ANa onpegeneHns Bo3oyanTens.

KnuHunyeckuin cnyyann. Pe6eHOK OT BTOpon 6epemeH-
HOCTM, NpoTeKaBluen 6e3 ocobeHHocTeN. Poabl CpoyHble,
caMocCTosiTeNbHblE, OLeHKa no wkane APGAR — 8/9 6an-
noB. PaHHee pa3BuTHe Mo BO3pacTy.

B KoHue Hos6psa 2019 . (2 roga 10 mec) B 604pCTBO-
BaHUKW HeOXMAaHHO ob6MsKNa, Habnganacb acMMMeETpPUs
NIeBOM NOMOBMHbI MLA, NPOAOIKUTENBHOCTL A0 40 ¢, nocT-
NPUCTYMNHOW CUMMMATOMATUKK He 6blno. Beyepom BO Bpems
KynaHus anu3o4 noBTopumACS.

locnuTanuManpoBaHa B cTalMoHap, rae oTMeYeHbl NOBTO-
psloWMecs aHanormyHble NpMUCTynbl.

24.11.2019 nepeBegeHa B OPUT nocne cepun npucty-
NOB C YaCTUYHbIM OTK/IOYEHUEM CO3HaHUSA. B TedeHnn 5 cyT
NPUCTYNbl coxpaHsanuck 4o 10-12 B CyTKKU, KynNnMpoBasnuCb
camocTtosTenbHo. Pesynstatel MPT 1 33 N0 MeCTy XuTenb-
CcTBa — HOpMa.

CoxpaHanuch exxeaHeBHble NPUCTYNbl — NOAEPTrUBaHNUS
NEeBON PYKK, 3aMupaHus. Y NaumeHTKM yxyawanacb noxoa-
Ka, Habnganach WaTKOCTb, yXyALEeHNe KOopAUHaL MK,

MNepecmoTp AaHHbIX MPT — Habnogaetcsa ovar runep-
WHTEHCUMBHOCTM B NpaBOW NpeueHTpanbHOM W3BUIMHE.
Bnaeo-33M-MOHUTOPUHIT — pernoHanbHoe 3aMejsieHue
1 anunenTMdOopMHble pas3psabl B MpaBoM N106GHOM pervoHe.
Bbln BbICTaBNEH AMArHO3 «3NUAENCHUS» U Ha3HAYeHa NPoTU-
BOCYAOPOXKHas Tepanusa 6e3 adpdeKTa.

MauneHTKka 6blna rocnuTanuM3vpoBaHa B CTalMoHap.
PesynbtaTbl CMMHHOMO3rOBOW MyHKLUMM MOKa3anu MOBbl-
weHne AT K 6oppenuam. llocne 4ero nauueHTKe 6Gblna
Ha3HayeHa ropMoHafbHasa nynbc-Tepanus C MNONOKUTENb-
HbIM 3pPEKTOM.

3aKnyeHue. TakuM 06pa3oM, KIMHUYECKUH cnyyan
B Oo4YyepeaHOM pas3 AeMOHCTPUPYET BarKHOCTb NMpoBeAeHus
CMMHHOMO3rOBOM MYHKLUMKU U UCCNef0BaHUS IMKBOPA B Ana-
rHOCTMKE GapMaKopPe3nUCTEHTHbLIX GOPM INUNENCHUN.
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KTIMHUYECKUU CNTYYAU NNEYEHUA ®APMAKOPE3UCTEHTHOM
ANMUNENCHUN C UCNOJIb3OBAHUEM CTEPEO-33r-
MOHUTOPUHTA Y NALUUEHTKHU C TYBEPO3HbIM CKJIEPO30OM

PycckuH B.O., lkumoB H.A., filkoBneBa A.B., AganumoBa H.C.
HayuHbi# pykoBoauTenb: XoauH A.A., A.M.H., npodeccop Kadeapbl HEBPOIOrUKU, HEUPOXUPYPTUM U MEAULMHCKON

reHeTUKu uMm. akag. J1.0. baganaHa

DrAOY BO PoccHICKM HaLMOHaNbHbIM UCCNeLoBaTENIbCKUN MEeAULIMHCKUI YHUBepcHUTeT nMmenun H.U. MNMuporosa

MwuH3apaBa Poccum

AKTyanbHocTb. CTepeo-33-MOHUTOPUHIT — MeToj
MHBaA3MBHOIO MNPOBEAEHUS 3NeKTpoaHuedanorpaMmel,
XapaKTEPU3YIOLWNIACSH YCTaHOBKOW MYyOUHHBIX 3NEKTPOAOB
M 3anucblo aKTUBHOCTU rONOBHOIMO Mo3ra. MeToa ucnosb-
3yeTcs ANS BbIABNEHUS 30Hbl MHULMALWUK INUAENTUHECKMX
NPUCTYNOB MPW HELOCTAaTOYHOCTU [AaHHbIX HEUHBA3UBHbIX
nccneaoBaHum.

Ty6epo3HbI CKNEPO3 — 3TO reHeTUyecKas naToso-
rng, B 80% cny4yaeB cBA3aHHasa ¢ MyTauusmu reHos TSC1
n TSC2. YactoTa BCTpevyaeMoCcTu Ty6epo3HOro cKaeposa
coctaBngetr okoso 1 Ha 6000 4yenosek. 3aboneBaHue
MOXeT MaHubecTMpoBaTb B Nt060M BO3pacTe U Moparka-
€T MHOXEeCTBO OpraHoB — MO3I, CepAaue, NoYKM, NeyveHnb,
rnasa, Koxy. Y 60-90% nauueHToB OAHUM U3 MPOosSBAEHUM
nopaxeHnus LLHC asnsetca anunencus. B 70% cnyyaeB npu-
cTynbl GoKanbHble, 601e3Hb UMeeT dapMaKOpPEe3UCTEHTHOE
TeyeHue. PeadynbraTbl NPOBEAEHUS CKanbMOBOro BUAEO-
J3l-MOHUTOPUHIa MO3BOASAIOT ONpeaenuTb 3INUAENTOreH-
Hbi cy6eTpaT B 20—40% cnyvaeB. A8 YyTOYHEHWUS 30HbI
MHULMALMK 3NUNENTUYECKOr0 MNPUCTYyNa MCNonb3yloTcs
MEeTOAbl MHTPaKpaHWanbHOM perucTpauumn aHuedanorpam-
Mbl — cTepeo-33l 1 cybaypanbHble rpuabl.

KnuHu4yeckuii cnyyain. bepeMeHHOCTb NepBas, NpoTeKa-
Na 6e3 ocobeHHocTen. HacneACTBEHHOCTb, CO CNOB MaTepw,
He oTarouleHa. Onepauui U TpaBm He 6bi10. [le6toT 3a60on1eBa-
HWA — € BO3pacTa 2 Mec, aNM304bl «CKNagbiBaHUW» (anunen-

TUYECKME CNa3Mmbl), @ TaKKe aCUMMETPUYHO TOHUYECKME Cyao-
poru (NnpeobnagaHue MOTOPHbIX NposiBAeHUH BneBo). C 4 mec
Ha ¢doHe BBefeHuMa BurabaTpuMHa OTMeYanacb pPemuccus
LNUTENBHOCTBIO HECKONIbKO MECALEB, Aasee ann304bl BEPHY-
UCb B BUAE OOMSIKAHWI [0 HECKONbKUX CEKYHA (OTMEYeHbI
Ha npueme). YacTtoTa NPUCTYNOB — HECKONbKO MPUCTYNoB
B Yac. PapmMaKope3nUCTEHTHOE TeveHne 601e3HU — HECKONb-
KO mpenapaToB OKaldanucb HeadbeKTUBHbI. TopMoHanbHas
Tepanusa 6e3 addpekTa. MPT-KapTUHa MHOXECTBEHHbIX NOPO-
KOB pPa3BWUTUS TONOBHOIO mMo3ra. Buaeo-33M-MOHUTOPUHT —
OOMUHUPYIOLWKMA POKYC perMoHanbHOn 3anuaenTudopmHOm
aKTMBHOCTM B N1eBOM NOGHOW [ofie, 3aperncrpupoBaHo 3
doKanbHbIX AaNUAENTUYECKMX NPUCTYNa, NPEAMNONOKMUTENBHO,
M3 aHHOro pernoHa (neesas 06HO-BUCOYHAs 061acCTb).

[Ns yTOYHEeHUS 30Hbl MHULMALMK INUNENTUYECKUX MPU-
CTyrnoB pebeHKy 6bln npoBeaeH cTepeo-33M-MOHUTOPWUHT,
B pe3ynbTraTe KOTOPOro ycTaHOBAEHa anuienToreHHas 3oHa
B fieBOM no6Hon pone. lNMpoBefeHO HeNpoxupypruyeckoe
BMeLaTeNnbCTBO — pe3eKunsa Tybepa neBon T06HON J0Nu.
Mcxon no wrane Engel — 1a (oTcyTCTBUE 3NUNENTUHECKUX
NPUCTYNOB Nocne onepaumm).

3aknioyeHune. Takum 06pa3oM, KIMHUYECKUN ciyyan
[LEMOHCTPUPYET BaXKHOCTb MCMOMIb30BaHUSA MHBA3UBHbIX
MeToAoB peructpaumm I3l Ansa BbIABAEHUS 3NUNENTOreH-
HOro cy6cTpaTa KOpbl FOJIOBHOIrO MO3ra y nauneHToB ¢ Ty6e-
PO3HbIM CKJIEPO30M.

CUHAPOM UCHE3AIOLWUX HEJTYHbIX NMPOTOKOB KAK O4HO
U3 NPOSABJIEHUX NAPAHEOMJIACTUMECKOIO CUHAPOMA
Y PEBEHKA C IUM®OMOM XOAXKUHA
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AKTyanbHOCTb. HacToTa nopaxkeHus neyexHu cneundu-
YEeCKUM MPOoLEeCcCOM Yy 60JibHbIX MMdoMon XoaxKuHa (J1X)
HeBenuKa u cocTtaBnset oT 3 4o 14%, npu 3TOM xonecras
oTMevaeTcsl MeHee 4yeM y 4% nauuneHToB. Xonectas npu J1X
MOXeET OblTb BbI3BaH NPSMbIM BHYTPUNEYEHOUYHBIM NOBPEXK-
LEeHMEM MapeHXMMbl NEYEHU MU INUTENUS KENYHbIX NPo-
TOKOB OMYyXONIEBbIMU KJIETKAMK, @ TaKKe BHeneyeHOYHOWM
OBCTPYKLUMEN KENYHbIX NyTEeN yBeIUYEHHbIMU NuMdboy3na-
MU. Kpome Toro, y He60/bWOoro Ynucna naumeHToB BHYTPU-
neYyeHoYHbIN xonecTta3 GbiBaeT 06ycnoOBAEH NapaHeonna-
CTUYECKMM CUHAPOMOM. o pedynbtatam 6Guoncun neyeHu
60/bHble MOryT 6blTb pasfeneHbl Ha 2 rpynMnbl: ¢ HAMYUEM
CUHAPOMA UCYE3HOBEHUS MEXA0NbKOBbIX XEN4YHbIX NPOTO-
KOB M C MAMONATUYECKUM BHYTPUMNEYEHOUYHBIM X0NEeCTa3oM
6€e3 3aMeTHOM AyKToneHuu. BnepBble NauMEHT C UCHE3HO-

BEHMEM MEM[O/bKOBbIX YEN4YHbIX NMPOTOKOB Ha doHe JIX
Obln onncaH B 1993 1.

KnuHunyeckun cny4yam. [eBoyka, 15 neT, OCeEHbIO
2016 . nocne nepeHeceHHOMW WMHbEKUMU oTMeTuna yse-
NIM4eHne HaakMo4vnyHoro numdoysna cnpasa. [lo mecty
¥utenbcTtBa (r. benropoa) ocMmoTpeHa neaMaTtpoMm, HasHa-
yeHa MecTHas Tepanua — 6e3 addeKTa. XMpyprom peko-
MeH/0BaHO AMHamMuyeckoe HabnogeHve. B mapte 2017 T.
Ha ¢QOHe OCTPOM KULWEeYHOM WMHOEKLMW BrepBble MOSBU-
fnlacb Xentyxa, nabopaTopHO Oonpeaensannucb runepbunu-
py6uHemuns oo 500 MKMOSb/M, NOBLILEHWE TpaHCAMUHaA3
no 300 Ea/n. B anpene 2017 r. nepeBeaeHa B MHCTUTYT
negnatpumn (r. MockBa), B xoge o6cnegoBaHWs BbiCTaB-
NleH [AnarHos «pubpo3 neyYeHn HESCHOW ITUONIOrUKn».
[MpoBoaMnacb KOMNAeKcHas Tepanus — 6e3 CyleCTBEHHO-



ro addekTta. Ha nogaepxumBatoLen renatoTponHon Tepanuu
BbinMcaHa goMon. B nioHe 2017 r. OTMEYEeH pPOCT HaaK/o-
YnyHoro nMMdoysna cnpaBa, BbiNOJHEHA GMOMNCKUS, TUCTO-
nlornyeckoe 3aksveHne — numdoma XoaxKuHa, BapuaHT
C HOAYNIIPHBIM CKNEepo30oM (2-ro Tuna). NauuneHTKa npolwna
yrnyéneHHoe ob6cnenosaHue, no gaHHbim KT, MIT/KT, Y3U
OBGHapy)XeHO MopaxKeHne HaAKN4YUYHbIX (KOHromMepart
[0 5 x 5 cm cnpaBa U eAWHUYHbBIX C/lieBa) U MeanacTUHab-
HbIX (KOHFoMepaT napaTpaxealbHblX, NapaaopTanbHbIX,
napakaBalbHbIX y310B 7,5 x 5,5 cm) numdoyanos (numda-
[leHonaTtu1s ¢ NoBbIlEHHON MeTaboNIMYECKON aKTUBHOCTbLIO),
a TaKXe eAuHUYHbIN MeTaboNMYEeCKM He aKTUBHbIM o4ar
B MpaBOM JIEFTKOM (MOpPa*KeHWe Nero4yHoW TKaHu Mo npo-
nomkeHuto) (ctagusa IV EB). Mpu Y3U 6ptolwHOM NonocTu:
nevyeHb YyMEPEHHO yBefiM4yeHa, MapeHxMMa MOBbIWEHHON
39XOr€HHOCTU, MENIKO3EPHUCTas!, KOHTYPbl YETKUE, POBHbIE;
BOPOTHas BEHA W XeN4YHble NPOTOKM He paclwmnpeHbl. B mue-
norpaMme — paclwupeHne rpaHynoLnTapHOro M Meraka-
pUOLMTapPHOro POCTKOB, Merano6aacToMaHOCTb OTAENbHbIX
dopm. MNMauyuneHTka HanpasneHa B HUN geTtckon oHKonoruu
W rematonoruu. Npu NOCTYNAEHUU COCTOSIHUE TAXenoe —
BblpaeHHbI UHTOKCUKALMOHHbIA CUHAPOM, 3Y4 KOXKMW.

O6bEeKTMBHO: 60/bHaA MNOHWXKEHHoro nutaHua (MMT
14,7 Kr/M2), KOXHble MOKPOBbI GPOH30-KENTOro LBeTa,
MKTEPMYHOCTb BUAMMbBIX CAUM3KUCTbIX 06ONIOYEK M CKAep,
nanbnupyloTca WenHble NTMMGOoy3bl — A0 2 CM CnpaBa,
KoHriomepat go 6 cM — cneBa, nevyeHb +3 CM OT Kpas
pebepHon ayru.

JlabopaTtopHo BbIsiBAEHbI: aHeMus (107 r/n), HenTpodub-
HbI nerKouuTos (19 x 109/n), Tpom60LMTO3 (531 x 109%/N),
runeprankemus (9 Mmonb/n), ABIEHUS Xonectada — runep-
6unnpybrHemmnsa (302 MKMONb/N; MNPEUMYyLLECTBEHHO
3a cYyeT npamoro 6unnpybuna), M TN — 126 Ea/n, wenoy-
Hasa ¢pocdaTasa — 714 En/n, TpaHcamuHasbl — [0 Tpex
Hopwm, 1A — 398 Ea/n, no Koarynorpamme CKOMMEHCUPO-
BaHa. B obuwem aHannse moum — GUAUPYOUHYPUS, TIIOKO-
3ypus. [locne nepecmoTpa rMCTONOMMYECKMX MpenapaTtoB
noaTBeEPXAEH AMarHos: «JlIumboma XOAXKKMHa C nopaxe-
HUEeM NMMGOY3N0B LWeEN, CPEefOCTEHMS, TKAHW NErkux
(IV EB ctagus). NapaHeonnacTUYeCKUn CUHOPOM: CUHOPOM
ncyesaloLmX KenyHbix NPoToKoB. PMbpo3 neyeHur». HavaTa
ropMoHoTepanusa npeaHn3onoHom 60 Mr/cyT, xumuoTepa-
nus B MOHOpexume — BMHOMactuH 9 wmr/cyt. C uenbto
noJaBneHUs BOCNanuTeNbHOro oTBeTa K Tepanuu Jo6aBneH
MHONMKCMMab. B cBS3M C coxpaHslowencsa runepbunmpy-
6uHemunen o 15 HOpPM MPUHATO pPELUEHWE CHU3UTb 403y
rMIOKOKOPTUKOMAOB BABOE, Ha4YaTb XMMUOTEPANUIO B PEXKH-
Me BEACOPP (6neomMuuUuH + 3TONO3UA + OOKCOPYOULIMH +
umknodochdammng + BUHKPUCTUH + NpoKapbasuH + npea-
HU30J/10H).

OaHaKo No NPUYMHE YyrHETEHUS KPOBETBOPEHUS OT BBE-
[EeHUs 61e0MULMHaA U BUHKPUCTUHA Ha 8-1 [AeHb pelleHo
oTKaszatbcs. Npu noBTopHOM KT rpyaHON KETKM OTMEYEHbI
dparmeHTaumns KOHrNoMepaToB, yMeHblleHne NMMboy3n10B
B pasmMepe, peayKums ovara B nerkom. Ha Y3U — BbipaxeH-
Has MONOXWTEeNbHAA AMHAMWKA COCTOSHWUS HAAKJOYUYHbIX
N MeanacTUHaNbHbIX y3/10B.

Mpn anactorpadumn nedenn ot 02.08.2017 — yme-
peHHbIn dN6pPO3. MpoBeaeH BTOPON KypC XUMMUOTepanuu
B pexxnme BEACOPP, nHoy3us Toumnmndymaba, OCNOKHUB-
lwmecs MHGEKUNOoHHbIM cuHagpomMoM. Ha MAT/KT B anHamu-

Ke — Ha/iniyMe OoCTaTO4HOM aKTUBHOW OMyXONeBOW TKaHM
B HAAKIOYMYHBIX U MeAMaCTMHaNbHbIX TMMdOoy3nax co cna-
601 MeTaboNMYeCKoOn aKTUBHOCTbIO. B ¢BA3KU ¢ pa3BMBILLK-
MUCS OCNOXHEHUAMU XMMUOTEPANUSA CMEHEHA Ha Sly4YeBY!IO:
nposeaeHo o06ydYeHMe 06nacTu LWen ¢ ABYX CTOPOH U cpe-
focTeHus Ha doHe 6peHTyKcuMaba. JlydeBas Tepanus npo-
BOAMNAach B 2 aTana B CBA3M C pa3BUTUEM A3BEHHO-3PO3MB-
HOIO MOPa*KEHUs CAM3UCTbIX 060/04EK, aniasnun KOCTHOIoO
Mo3ra. B xoge neyeHus oTmMeyanocb NOBbILLEHUE BUANPYOU-
Ha g0 628 mmonb/n, TpaHcamuHad — Ao 10 Hopwm, T —
6onee 20 HopM. B anHamuke no gaHHbim KT 1 Y3UN — ony-
XOJIEBbIE 04Yarn He BbISIBJIEHbI, JOCTUIHYT MOJIHbIK 3D PEKT,
ANS KOHCONMMAAaLMM KOTOPOro PEKOMEHA0BAHO NPOBeAEHNE
[BYX KypcoB xumuoTepanuun B pexnme ABVD (gokcopybu-
UMH + 61eOMUUMH + BMHONACTUH + Aakap6a3uH), ogHaKo
BTOPOM Obl1 OTMEHEH MO NPUYNHE 0YEPEHOTO YBENUYEHMUS
YPOBHS 6UnnpybuHa (6onee 500 MKMONb/N).

B cBa3K ¢ gocTuKeHuem nonHoro addeKTa B pesynb-
TaTte Tepanuu 3nokadvectBeHHon numdombl (Ha KT u Y3U
yBeNYEHHble NMMbOY3Nbl He Onpeaensiiucb), HO coxpa-
HALWKUMUCA HEOBPaTUMbIMU U3MEHEHWUAMM, BbISBaHHbLIMM
napaHeonnacTU4eCKUM CUHAPOMOM (CMHAPOMOM McYe3a-
IOLLMX XKENYHbIX MPOTOKOB U MAMOMNATUYECKUM XONEeCcTa3oM),
60nbHas HanpaB/iieHa Ha KOHCYy/NbTaLMIO TPaHCMNaHTOMO-
ra ons pelweHus Bonpoca O nepecagke nedyexnn. B PHUX
uMm. B.B. MeTtposckoro 05.12.2017 npoBefeHa POACTBEH-
Has TpaHCMNaHTaLUMsa NeYeHn oT MaTepu.

MNaTtoMmopdonormyeckas KapTMHa NnoaTBepana AnarHos
CMHAPOMA MCYEe3atoWMX KeNUYHbIX MPOTOKOB U nanonaTnye-
CKOro xofiectasa: MPOSOHTMPOBAHHbLIN BHYTPUNEYEHOUHbIN
WMHTPaKaHaNMKyNspHO-renaTouMTapHbld xonectas, AUCTPO-
dUYECKME UBMEHEHUS W CAyWMBAHWE IMUTENUSA MENKUX
EeN4YyHbIX NPOTOKOB, ¢$M6pPO3 nevyeHn 1-2 no METAVIR.
MNocne onepauumn oTmMevancs peunaus runepounmpybuHe-
MWK U TunepdepMeHTEMUN, KOTOPBIM KyNMpoBaH Tepanuen
METUANPEAHN30NOHOM, BHYTPUBEHHBIM MMMYHOT106YAU-
HoMm (500 Mr/Kr B TedeHne 16 gHen) n 04HOKpPaTHbIM BBeae-
HUEM pUTyKcumaba. B pesynbrate NpoBEAEHHOro Ie4YeHUs
cnycTa 2 Mec nocje TpaHCnaaHTauuuM JOCTUIHYTa MosiHas
HOpManusaums GUMOXMMMUYECKMX MOoKa3aTenen (TpaHcamu-
Hasbl U GUAMPYOUH B npeaenax pedepeHCHbIX 3Ha4YeHUN),
npu BU3yann3upylowmnx MeTogax UCCnefoBaHWUs COXpaHs-
nacb NoaHas peM1ccus No OCHOBHOMY 3a60/1EBaHUIO.

3aKnwyeHue. [JaHHbli KAMHUYECKUM CnyyYyanh OEMOH-
CTPUPYET NpUMEP TUNEPOUINPYOUHEMUN KaK peaKoro
NPOSIBNEHUS MapaHeonnacTMYeCKOro CUHApPOMa y AeTen.
[yKTOoneHus MoxeT 6biTb 06paTUMbIM NPOLLEECCOM — MOC/e
yAaneHus npuynHHoro dakrtopa (B ciyvyae OTHOCWUTENbHO
HENPOAOMKUTENBHOIO €ro BO3AENCTBUS) XKeNYHble MPOTOKHM
CNOCOGHbI K pereHepaumm. OgHaKo 0COBGEHHOCTbIO ONMUCaH-
HOro clyyas SIBNASIETCS BblparKeHHOEe O6LIMPHOE MOBPEK-
AEHUWE KeN4yHbIXx NMPOTOKOB, MpuBeAlee K Heob6paTuMOMy
G1bpPO3y NevyeHn nU pedpaKTepHON rMNepouUnnpyebuHemMmnu,
KOTOpblE COXPaHANWUCb Aa)Ke Mnocne LOCTUMKEHUS MONHOM
pemMUCCUN MO 310Ka4ecTBEHHOMY npoleccy. Heobxoanumo
MOMHUWTb, YTO NpPU NIMMbOoMe XOAKKNUHA BOSMOMKEH CUHAPOM
ENTYXM KaK 0HO M3 NPOSIBNEHUI NapaHeonaacTM4ecKoro
CMHAPOMa 3a CcYeT ayTOMMMYHHOro npouecca, NpuBoasLle-
r0 K MOPaKeHWUI0 3NUTENUS BHYTPUMEYEHOUHbIX KEMYHbIX
NPOTOKOB. JleyeHne geTen ¢ TakuM NposiBJIEHNEM NapaHeo-
NnacTUYECKOro CUHAPOMa BO3MOXKHO.

Russian Pediatric Journal. 2021;2(2):99-122

7 2021;2(2):99-122

WCKUI NeanaTpUYecKnil JypHan.

Poccu



Short Report

KpaTkue coo6LieHus

KNTWHUYECKUU NPUMEP UHDAHTUIIBHOIO

HE®POTUYECKOIO CUHAPOMA

C ®OKAJIbHO-CErTMEHTAPHbLIM NMMOMEPYJ1IOCKJIEPO30OM

MartueBa [1.B., MewaHuHoBa H.B.

Hayu4Hble pykoBoautenu: JlabytuHa H.B., K.M.H., 3aB. HeppPOJIOrM4EeCKUM OoTAe/IeHueM, Bpay-Hedpponor,
Y3 Mopo3oBckaa AAFKb A3M; LUunoBa M.M., K.M.H., goueHT Kadeapbl paKkynbTeTcKon neguatpum Nd

DrAOY BO PoccHICKM HaLMOHaNbHbIM UCCNeLoBaTENIbCKUN MEeAULIMHCKUI YHUBepcHUTeT nMmenun H.U. MNMuporosa

MwuH3apaBa Poccum

'BY3 Mopo3oBcKas AeTcKas ropoAckas KnnHuyeckasa 6onbHuua 3M

AKTYyanbHOCTb. Vianonatuiecknin HedpOoTUYECKUN CUH-
apom (HC) — oaHa 13 caMblx pacnpocTpaHeHHbIX rnoMepy-
nonaTtun y geten. Yawe Bcero Mmopdosiormyeckum BapuaH-
TOM aBnseTcs 60/1e3Hb MUHUMasbHbIX U3MeHeHUn (BMU).
B 20% cnyyaeB HC cBsizaH ¢ MOPdON0OrMyecKkMm BapnaHTomM
POKanbHOro cerMeHTapHoro rnomepynockneposa (PCIrc),
4acTO PE3UCTEHTHOIO K NMPOBOAMMOM CTEPOUAHON Tepanuu
n B 30% cny4yaeB reHeTU4ECKM 0BYCNOBJIEHHOr0. Ha paHHMX
aTanax ®CrcC cnoxHo oTanynTb oT BMU.

KnuHunyeckun cnyvam. [esouyka /., 8 mec, 3abone-
Nna B AeKkabpe 2019r., Korga BnepBble Ha ¢GOHe pecnu-
paTopHOM WHPEKUUU pa3BUACS MOJHbIK HebPOTUYECKUM
cuHAapom (npotenHypua — 6,8-10 r/n, rMnonpoTenHemus
C runoanbbyMUHEMUEN, TMNEPXONECTEPUHEMMUS U BbIPAXKEH-
Hble OTeKW BMIOTb AO aHacapKu). B Ta)KeNnoM cOCTOsHUM
neBoyka 6bina ¢ 04.01.2020 no 13.01.2020 rocnutanu-
3MpoBaHa B peaHuMaLuMoHHoe oTaeneHne ANKB no mecty
¥UTeNbCTBa: aHacapKa (no gaHHbIM Y3W opraHoB 6ptollHOM
nonoctu ceoboaHaa xuakoctb — 1,0-1,2 1), N0 AaHHbIM
peHTreHorpadumn rpyaHON KNETKM — 04aroBble U3MEHEHMHS.
HasHayeHbl cTepouHas Tepanusa (npegHu3onoH 20 Mr/cyT)
n cumnTomaTmuyeckasa Tepanus. C NONOXUTENbHON ANHAMMU-
KOW nepeBefeHa B Hedponornyeckoe oTaeneHue ¢ guarHo-
30M: «<HedpOoTUYECKUA CUHAPOM, HapyLUeHNe GYHKL MU NOYEK
ocTporo nepuoga. ByCTopoHHAA NHEBMOHUSA. JH 1-2-1 cTe-
neHu». 17.01.2020 B CBA3M C yXyALLEHWEM COCTOSAHUSA pebEH-
Ka, 06YyCnoB/IEHHbIM BbICOKOM JIMXOPAAKOM, BblpaxKeHHOoM
OAbILIKOM C yCUNEHMEM Kaluna U TPYAHOOTAENSIEMON MOKPO-
TOW, @ TaK)Ke C HapacTaHMeM a3oTeMuu (MoyeBUMHa — 6,5,
KpeaTuHMH — 102 MKMO/b/N) nauneHTKy nepesenu B OPUT.
B 6MOXMMWYECKOM aHanu3e KpoBW — TMUMONPOTEMHEMMUS,
rmnoanbbyMmuHemMmns (@anbbymMuH — 21,8 r/n), NpoTenHypus
(6-10 r/n). B OPUT 6blna Ha3HayeHa aHTMOaKTepuanbHas
Tepanua M NpoAo/KeHa cTepouaHas Tepanusa. Ha doHe
Tepanuu: paspelmunacb MHEBMOHMUSA, OTEYHbIN CHUHAPOM
ymeHbLunacs. Mo gaHHbIM KOHTposs Y3N — cBO60OAHOM XKUA-
KOCTM B GPIOWHOM MONOCTH HET, MONOXKUTENbHAA AMHAMUKA
B aHanusax KpoBu oT 10.02.2020: runonpoTeUHEMUS —
46 r/n, runepxonecrepuHemua — 8,4 MKMO/b/N, MOYEBU-
Ha — 6,3 MMOJIb/N1, KpeaTUHUH — 96 MKMOJb/N, B aHannsax
MOYU: NpoTenHypus — 4,7 r/n, nenkountypmus — 10-15,
MWKporemaTypus — 8-9 B /3.

C 11.02.2020 no 14.04.2020 c¢ [guarHosom:
«gnonatnyecknum HedbpoTUYECKUM CUHAPOM, AebioT, cTe-
POMAPE3UCTETHLIM BapUaHT, XPOHUYeCcKas 60Me3Hb NoYeK
(XBIM) 1-n cTeneHu» aeBo4YKa Obla rocnuTanMaMpoBaHa
B Hedponormnyeckoe otaeneHne MANKB.

Mpn NocTynneHnun B GUOXMMMYECKOM aHanu3e KpPOBMU:
o6wWnn 6enok — 42 r/n (rMnonpoTenHeMns), anbbyMmH —
19 r/n (rMnoanbbymMMHEMUS), MoYeBMHaA — 7,8 MMOJIb/N
(Bbllle HOpMbl 6,4 MMONb/N), KpeaTUHUH — 28 (HUXK-
HAS rpaHuLbl HOPMbl 28—-62 MKMOb//), XONeCcTepuH —
10,3 MMOnb/N (TMNEpAMNUAEMUS), B aHanM3ax Mo4u: Mpo-
TenHypua — 4 r/n. bbina npoaonxeHa cteponHas Tepanus
(NpegHn3010H Ao 25 Mr/cyT), nony4yana MHOY3MOHHYIO Tepa-
nuio 20% pactBopoM anbbyMWHa, Tepanuio renapuvHom
(c 13.02.2020 no 10.03.2020), 3 nynbc-TepanuM MeTus-
npeaHnsonoHa (25, 27, 29.02.2020).

Ha npoTseHun 8 Hep pebeHOK nosyyvyan CTeEPOUAHYI0
Tepanuio, ¢ 08.03.2020 nepeBefieH Ha albTEPHUPYIOLLMH
npuem npeaHuM3onoHa (25 Mr/cyT yepes AeHb). YuuTbiBad
cTeponape3nCcTeHTHoCTb, ¢ 17.03.2020 Ha3HayeH UMWKIo-
cnopuH ao 60 mr/cyT. Ha ¢doHe nevyeHus Gblna 4OCTUTHYTa
NnofiHas KAMHUYECKas PEMWUCCUSA C 4aCTUYHOM pemMuccuen
HedPOTUYECKOrO CUMHAPOMA — KYNUMPOBaH OTEYHbIR CUH-
OpOM, afgeKBaTHbIM aAnypes, ctabunbHoe A/l, nabopaTopHO
coxpaHsnach: B aHann3e Mo4v NpoTenHypus 4o 4 r/n, B aHa-
Nn3e KPoBU runonpotemHemus (42 r/n), runoanbbyMmmMHeMns
(21 r/n), HopmoazoTemus (CK® — 120 mn/MuH/1,73 m>2).
Bblf0 peKoMeHA0BaHO: A0 HACTOAWEro BpeMeHH nonyyatb
LMKNOCNopuH, npeaHn3ooH 10 mr/48 4. lMocne ctaunoHap-
HOrO fleYeHus, CO CNOB MaTepu, COXPaHUAUCL NPOTEUHYPUS
(3,5 r/cyT), runonpotenHemMus (35 r/n), runoanb6ymMMHemMuUs
(18-20 r/n), oTMe4anacb OTEYHOCTb BEK MO yTpam.

O6GcyXXaeHue. Ha ocHoBaHWK Kanob, aHaMHe3a, JaH-
HbIX MHCTPYMEHTa/IbHbIX M NabopaTopHbIX MCCRefoBaHWUM
OblN1 ycTaHOBNEH AnarHo3: <MHpaHTUIbHbIN HEPPOTUYECKUNI
CUHAPOM, CTEPOUAPEIUCTEHTHBIN, LLUKNOCMOPUHPESNUCTEHT-
HbIKM BapuaHT. XBI1 1-# cTeneHm».

Mopdonornyecku ¢oKanbHO-CErMeHTapHbIA FoMepy-
nocknepo3s (Hedpobuoricusa ot 04.08.2020).

CoaH reHeTMYeCKMn aHann3 (noveyHas naHenb) —
pesynbrat B paboTe. YyuTtbiBas MOpPdONOrMYECKU Bapu-
aHT HedpuTa, COXPaHSAIOLWYOCS TMNONPOTEUHEMMIO, TUMO-
anbbyMUHEMMUIO, MPOTEUHYPUIO HEDPOTUYECKOrO YPOBHS
¢ 07.08.2020 oTMeHeH uunKnocnopwuH, ¢ 11.08.2020 oTme-
HeH npeaHM30M0H. Havyata HedponpoTeKkTuBHaa Tepanus
MHrnéutopom AMN® (aHananpun). B HacTosiwee Bpems pebe-
HOK rOTOBMTCS K TPAHCNAAHTaLMU NMOYKH.

3aknouyeHue. JleveHne HC HaymHaeTcs CO CTaH-
LapTHOMN WHWUMANbHOM Tepanuu A0 BbINOJAHEHUS 6uon-
cun. TpPOrHo3 3aBUCUT OT HayalbHOM CTEPOUAHOMN 4YyB-
CTBUTENbHOCTU U CTEMEHW CKIEPOTUYECKUX WU3MEHEHUM
B 6uonTaTe.
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AKTyanbHocCcTb. OcCTpblt NUMOOBNACTHLIN NIENKO3
(OJ1N) — aTO0 3n0KayecTBeHHas OMyxo/ib KOCTHOMO MO3-
ra, NPOMCXoAsLlas M3 KNEeTOK-NPealeCcTBEHHUKOB T- nau
B-nMMOLMTOB; 9BASETCA CaMblM YacTblM 3/10Ka4eCTBEH-
HbIM 3a60neBaHMEM Yy AeTel, U NPU eCTeCTBEHHOM Teye-
HuUK (6e3 nevyeHuns) 100% OGoNbHbIX MOrMbaloT B TeYyeHue
HECKONbKUX MecsueB. 3abofieBaeMOCTb CocTaBnser
3—4 cny4yasa Ha 100 TbIC. 4ETCKOro HaceneHus B Bo3pacTte
oT1 0 no 15 nert, n B Poccuinckon degepaunu B rog permcTpum-
pyeTtcs He meHee 1000 nepBUYHLIX Cly4YaeB cpeau OeTen
W NOAPOCTKOB.

KnuHunyeckne nposasneHusa npu OJ1IJT o6ycnoBieHbl
TOTaNbHbIM MOPa)EHMeM KOCTHOro Mo3ra ¢ genpeccuen
HOPMasIbHOrO KPOBETBOPEHUS B BMAE HOPMOXPOMHOWM aHe-
MWK, TPOMOOLIUTOMEHUU U TPAHYIOLMTONEHUN; HaANUYNEM
BO MHOMMX Cjy4Yasix Maccbl OMyxonu B BUAE OMyXoNneBO-
ro NemKouuTo3a, onyxoneson numdageHonaTnu, CraeHo-
W renatomeranuu, a TakKe mMaccCbl B CPEAOCTEHUU C CHH-
[POMOM BePXHEN NoM0M BEHbI (MPU T-KNETOYHOW TEUKEMUN).
CneunanbHbiM M YacTbiM nposeiaeHnem OJ1J1, npoucxoas-
Lero U3 KNeToK-npeawecTBeHHMKOB B-numboumnToB, a815-
eTcs cneundunyecKkoe nemKeMmUYecKoe noparkeHue KocTen
W CYCTaBOB, MPOSIBASOLLEECS B BMAE apTpanrun u apTpu-
TOB, YTO HEPEeAKO MPUBOAMUT K MOCTaHOBKE OWWMBGOYHOro
AMarHo3a 0BEHWUIbHOM0 MAMOMATUYECKOro MW Jarke peB-
MaToOMAHOro apTpuTa.

Mpn 3TOM CUCTEMHOE Ha3HayeHWe CTEePOMAHbIX rop-
MOHOB peb6eHKYy C HEeBEPHO BbICTaBMIEHHbIM [AMArHO30M
IOBEHWU/IBHOIO MAMOMNATUYECKOro apTpuTa Aarke B KavyecTBe
MoHoTepanuun B 60% cnyvyaeB MOXKET Bbl3blBaTb BPEMEHHbIE
pPEMUCCUM, HYTO NMPUBOAMT K MO3AHEN AMArHOCTUKE U OWK-
604HOMY onpeaeneHuto nmmyHodbeHoTtuna OJ1J1. B gaHHOM
coobUEeHNM MPUBOAUTCS ONUCaHMe cnyvyas No3fgHen aua-
rHocTukK OJ1J1 B CBA3KU C MHULMANBHBIM OWKWOOYHBIM Ana-
FHO30M «OBEHWbHbIN MAMONATUYECKUI apTpUT», a TaKKe
aHanus cnyvyaeB OWMOOYHOM AMarHOCTUKK Y 60/bHbIX ¢ OJ1/1
B Poccuiickon depepaummn no AaHHbIM rpynnbl MocKBa-
bepnuH 3a 2020 .

KnuHunyeckuin cnyydan. [esodvka C., gata poxaeHus:
14.12.2012, ¢ 2 net 10 mec (oKTs6pb 2015 r.) Habnwoaa-
nacb B OTAENIEHUM [LETCKOM KapAMopeBMaTONorMKM O4HOM
M3 KPYMHbIX FTOPOACKKUX 60MbHML. N3 aHaMHe3a M3BECTHO,
47O B OKTA6pe 2015 T. y pebeHKa NosSBUIUCb NMxopagKa
no GebpunbHbix UMbp, 60/1b U CKOBAHHOCTb [ABUMKEHUM
B NpaBOM KOJNIEHHOM cycTaBe. [1pn aTom B obLlem aHanu-
3€ KPOBW 6blIM 0OGHapy*KeHbl aHeMUsa M noBbileHne CO3
[0 13 Mm/u.

JaHHble 06 nccnegoBaHUMM KOCTHOro mo3ra u MPT
KONEHHOro cycTaBa B HayvanbHbi nepuon 3abonieBaHus
B BbIMMCKE U3 UCTOPUM BONE3HM OTCYTCTBOBaAU. Ha ocHO-
BaHUW MMEBLUMXCA KJIMHUYECKMX U NabopaTopHbIX AaHHbIX
Obln nocTaBneH aAnarHo3: «HOBeHWbHbIM UANMONaTUYECKUI
apTpum™. B ganbHenwem B Te4eHWe roga AeBo4vKa nonyyana
KOMOGUHMPOBAHHYIO Tepanuio NPegHU30/I0HOM U TOLMAU-
3ymaboMm. OgHako B 3 roga 10 mec (B oKTA6pe 2016 T.)
npW N1aHOBOM KOHTPOJIbHOM 06CcnefoBaHnu Gblin 3aperu-

CTPUPOBaHbI YBEMYEHNE PA3BMEPOB MEYEHN U CENE3EHKMH,
a B K/IMHWMYECKOM aHann3e KpoBM — MaHuuToneHus. boina
npoBefeHa MNyHKUMSA KOCTHOro Mo3ra, no pesynbratam
KOTOpOW B MUenorpamme o6HapyxeHo 89% 6nactoB. [And
JanbHeNwWero nedvyeHns u obcnefoBaHus geBOYKa nepe-
BeAeHa B cneunanu3MpoBaHHOE OTAENEHWE OHKONOMUU
W remMaToniorunu.

Mpn ocmoTpe cocTosiHne pebeHKa 6blNno pacLeHeHo
KaK TsKenoe 3a CYeT BblparKEHHbIX CMMMTOMOB WMHTOK-
CUKaUMM U YMEPEHHO BbIpaXKEHHOro remMopparnyeckoro
CUHApPOMa (remaToMbl B MecTax BHYTPUMbIWEYHbIX UHBEK-
unn). B obuwem aHanuse Kposu — aHemus (Hb — 61 r/n,
apuTpounutel — 2,34 x 1012/n), nenKoneHus (nenKoum-
Tl — 1,02 x 109/51), TPOMGOLIUTONEHUS (TPOMBOLMUTHI —
35 x109/n), CO3 — 133 mMm/4ac. Mpu Y3U — axorpadu-
YeCKMe Mpu3HaKK Bblpa*KEHHOW renatocnieHoMeranuu.
Bbinn nNpoBeaeHbl LUUTOXMMUYECKOE, LMTOreHeTUM4ecKoe
MUccnefoBaHUsA KOCTHOrO MO3ra, a TaKKe MMMYHObeHO-
TUNUPOBaHME NEeNKEMUYECKUX KNeToK. Ha ocHoBaHuu
JaHHbIX aHamMHe3a, KIMHUYECKOW KapTUHbI U MPOBEAEHHO-
ro obcnenoBaHus noctaefieH guarHos: «OcTpbi numbo-
6nactHbln nenkos, L1-L2 no FAB, Bll-uMmmyHonormyeckun
BapuaHT, nepsbii ocTpbin nepunon. C91.0». bbina HadvaTta
Tepanusg no nporpamme ALL-MB-2015, AOCTUrHyTa Kiau-
HUKO-rematonormyeckas pemuccus OJIJ1. C 21.11.2018
npeKpalleHa noagepuBatolas Tepanusa No nporpamMmme
ALL-MB-2015.

[aHHbIN cnyvyan aBNSeTCs KNacCUYecKn npumMepom OLLm-
60K, AOMYLLEHHbIX NMPWU NPOBEAEHMN ANArHOCTUKK apTpuTa
n OJ1J1, a UMEHHO:

1) KAWHUKA: NPU CUCTEMHBIX apTpuTax Yy AeTen, Kak
npaBuo, CHavyana NosiBASeTCa IMXopaaKa, a 3aTeM nocTe-
NeHHoO — nopaxeHue cyctaBoB. [lpu B-nuHenHom OJ1J1
WHUUMaNbHOE NosiBneHne 60/ei B cycTaBax aBASETCS Knac-
CMYECKMM NEPBbIM NPU3HAKOM 3a60/1eBaHUS;

2) U3MEHEHUs B aHann3ax KPOBW: aHEMUS He ABNseTcs
TUNUYHBLIM U TeM 6oNee NepBbIM NPOSBIAEHNEM apTpuUTa UK
peBMaTtonMaHoro 3a6oneBaHus. pu XpOHUYECKOM Tede-
HUKW 3a60NEeBaHNSA aHEMUS MOXKET pa3BMBaATbCHA KaK OAMH
M3 NO34HMX CMMNTOMOB, M OHa, Kak MpaBu/io, ABAsSeTCH
TMNOXPOMHON, 6IM3KOM K enesogeduunTHom aHemuu. Mpu
OJ11 aHeMnsi — OMH U3 paHHUX CUMMNTOMOB U, KaK MposiB-
NleHMe OMNyX0NeBOro Nopa)KeHMs KOCTHOMO MO3ra, ABAseTcs
HOPMOXPOMHOM;

3) ntob6ble Ha3Ha4YeHUs CUCTEMHOM CTEPOUAHOM Tepanum
no nto6omMy NOBOAY B NeauMaTpuu BOSMOXHbI TONbKO nocne
nccneaoBaHna KOCTHOrO Mo3ra, Nolyd4eHHoro U3 4 pasnuy-
HbIX TOYEK;

4) B HEKOTOPbIX Ciydasx Mpu CAOXHOCTU WHTepnpeTa-
LMW CUTYaLMKN B KOCTHOM MO3re BaxHbIM AOMOSHUTENbHbIM
MeToAOM [AMarHocTuku sensetrcd MPT KocTen u cycTaBoB.
Mpu B-nuHenHom OJ1J1 u3MeHeHUs B cycTaBax paanosnoru-
YECKM BU3Yann3upyloTcs B BUAE NEPUOCTaNbHOM peaKLnu,
OoTeKa NnpuierawWwmnx MArkMX TKaHen W, camoe rnaBHoe,
B BuAe YyBeNlMyeHUs 06beMa KOCTHOM TKaHW, U3MeEHeHMUS
curHana Ha MPT ¢ HEYETKMMU U HEPOBHbLIMU KOHTYpaMmu,
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Short Report

KpaTkue coo6LieHus

a TaKXe HaKOMNEHWs KOHTPACTHOro npenaparta OCHOBHbIM
06bEMOM 0nNyxonu. B To ke Bpemsa npu apTpuTax nameHe-
HWMS KacaloTcs Npexje BCero Kancynbl cycTaBa B BUae ote-
Ka MACKMX TKaHEeW N NepecTPOMKMU ero CTPYKTYpbl, @ HaKo-
NIEHUS KOHTPACTHOro BeLleCTBa M YyBeAnYeHus ob6bema
KOCTHOM TKaHW He HabntoaaeTcs.

3aknuyeHue. leagnatpam 1M peBmartonoram cneayet
MMETb BbICOKYIO HACTOPOXEHHOCTb MO OTHOLUIEHMUIO K KOCT-
HO-MbILEYHbIM 60NAM, apTpuTam, NatoNorMyeckum nepe-
JlIoMaM, TaK KaK noJ peBMaTU4EeCKOM «MacKOM» MOTYT CKpbl-
BaTbCH OHKOremaTofiornyeckne 3aboneBaHus, B TOM 4ucne
OCTPbIY NMMPOONACTHBLIN TIENKO3.

NETAJIbHbIW UCXOJ FAJIAKTO3EMUU Y HOBOPOXXAEHHOIO

BborayeBa B.M., A6gueBa K.E.

HayuHbiii pykoBoauTenb: JlapuHa J1.E., K.M.H., AoueHT Kadeapbl NponeseBTUKU JeTCcKux 6onesHen NP PHUMY

um. H.U. NMuporosa

HrAOY BO PocCHMINCKUIN HaLMOHaNbHbIN UcCcneaoBaTelbCKUM MeaULMHCKUI yHUBepCUTET nmenun H.W. MNMuporosa

MuHsgpasa Poccuun

'BY3 Mopo3oBcKas AeTcKas ropoAckas KnnHuyeckasa 6onbHuua A3M

AKTyanbHOCTb. [@NaKTo3emMuss — 3TO HaCNeaCTBEH-
Has ¢epMeHTonaTus C HapylleHMeEM O6MEHa ranakTos3bl.
PacnpoctpaHeHHocTb B Poccun coctaBnset 1 : 20000 HoBo-
POXAEHHbIX. CUMMNTOMbI MPOSIBASIOTCS YXKE B MEPBbIE AHM
YWU3HU, 4TO CBA3AHO CO BCKapM/IMBaHWMeM pebeHKa MOJIOKOM
MaTepu WM MOJOYHbIMU cMecsamu. B pesynbrate gedek-
ToB GEPMEHTOB, YTUIM3UPYIOLUMX TanakToldy, MPOUCXOAUT
HaKonneHne ee MeTabONWTOB, OKa3blBAlOLWMX LIUTOTOKCH-
yeckun addeKT. CneactesmemM MOryT 6biTb NMOPaXKEHME KNU3-
HEHHO Ba)HbiX OpPraHoB, WHBaNWAM3ALUS WAW NeTanbHbIN
ucxoan. CerogHs ranakTo3emMus ycrnewHo AuarHocTupyetcs
npyv NOMOLLM HeOHaTaNIbHOrO CKPUHWUHIA. MHoraa 3aboneBa-
HUe pas3BMBAETCH HACTONbKO CTPEMUTENbHO, YTO MPUBOAUT
K TAXENEeNLUM OCNOXHEHUAM B KpaTyanlume cpoku. OfHUM
U3 KMU3HEYIPOXKAIOLMX OCNOKHEHUI ranaKTO3eMUN ABNSET-
CSi Cencuc, pasBUTUE KOTOPOro CBSA3aHO C MHIMBUPOBaHUEM
raslakTo3omn GaroumnTapHOn akTMBHOCTM NENKOLIMTOB KULLIEY-
HOW CTEHKM, a TaKXe C co3gaHMem OnaronpusaTHOW cpefpbl
NS PAa3MHOMXEHWUS YCTOBHO-NAToreHHoMn $Gnopsl.

KnuHunyeckun cnyvyan. [loHOWeHHas [eBOYKa
N3 CEMbM C HEOTATOLWEHHbIM aHaMHe30M, OT MaTepu 29 ner,
OT NepBon 6epemMeHHOCTH, NepBbix poaoB. OLeHKa Mo WKa-
ne APGAR — 8/9 6annoB, Macca Tena npu poxaeHun —
3300 r, gamHa — 51 cM. Ha 4-e CyT XM3HU MOSABUIUCH
06WNbHbIE CPbIrMBaHWUA GOHTAHOM cpa3dy Noce KOPMJIEHUS.
Peb6eHoK cTan oTKasbliBaTbCH OT €/bl, nepectan npochl-
naTbCs K KOPMJIEHUIO, B CBA3M C YEM Ha 6-€ CYT }KMU3HM BbiN
rocnutanuanpoBaH B MAIKB.

Mpu noctynneHnn B OPUTH obuiee cocTosiHue KpanHe
TAXenoe 3a cYeT AblxaTeNbHOW HeaoCTaTO4YHOCTHU, reMop-
parM4eckoro CMHAPOMA, OJIMTYPWUU, TUMOTOHUMU, CUHAPOMA
KeNTyxu. femopparMyeckmMin CUHAPOM NPOSIBAANCS B BUAE
06UNbHbIX KPOBOTEYEHUIN B MECTaXx BKOJIOB, B 061aCTH CTOM,
JIOKTEN, TEMEHW, KPOBOMUINUSAHWUIA B CKIEpy NIEBOro rnasa,
OTXOXJAEeHUEeM remopparmniecKoro coaepKMMoro no Hasora-
cTpanbHOMY 30HAy. TakXe onpefensnucb cybbebpunbHas
nmMxopafka v geduumt mMaccoel Tena (18,2%). B aHanuze
KPOBW — aHeMMUSl, NeNKOUUTO3, GEPMEHTEMUS, YBENUYEHUE
nevyeHOoYHbIX TpaHCcaMmnHa3 1 obuiero 6unnpybuHa 3a cyet
npsmon ¢pakuuun. Mo aaHHbIM Koarynorpammbl — [BC-
cuHapoM B dase rmnokoarynsumu, B CBA3W C YeM Ha3Ha-
YeHbl MPOTPOMOMHOBbLIM KOMMIEKC (GaKTopbl CBEPTbIBAHMUSA
kposw I, VII, IX, X), MmeHagnoHa HaTpusa 6ucynb@uT ¢ nono-
HWUTENbHOW IMHAMMKOWM KoarynorpaMmmbl. B nocese Kposw
Ha CTepuUNbHOCTb OGHapyxeH S. epidermidis. o pe3ynb-
TaTaM NEepBUYHOrO KJIWHUKO-NabopaTopHOro o6cenenoBa-
HUS AMArHOCTMPOBAH Cencuc CTapUIOKOKKOBOW 3TMOJO-
rnn. NauneHTKe 6bi1a HavyaTa aHTUbaKTepuanbHasa Tepanua
MepPOneHeMOM B COYETAHWUM C BaHKOMULIMHOM. TaKke Gbina
Ha3HavyeHa KOMOWHMpPOBAHHAA KapAMOTOHMYecKasa Tepa-

nus, BKAOYaBLWaa B cebs aonaMuH, AobyTaMuH, aapeHa-
JIMH, HOpaapeHasuH.

Ha 4-1n peHb rocnutanuMaaunm nonyvyeH pesynbraTt TaH-
JIEMHOW Macc-CNeKTPOMETPUNU, HA OCHOBAHWUKU KOTOPOTro
(ranaktosa — 107 mr/an) noctaBfeH AnarHo3: «HapyweHue
obMeHa ranakto3bl — ranakto3emusr». ITO MNO3BOIUIO
YCTAHOBUTb CBSA3b C CEMCUCOM, KOTOPbIA HEPEeAKO SBNsSETCSH
TSXKENENLIUM OC/IOXKHEHMEM AaHHOM depMeHTonaTuu.

B nepBble AHM rocnuTanMsaLmm No AaHHbIM MHCTPYMEH-
TallbHbIX 06CNeA0BaHNM OpraHoOB GPIOLLIHOM NOMOCTH U MOYEK
naTonorMYecknux U3MeHeHW BbISBIEHO He 6blN0, O4HAKO
Ha 4-e cyT rocnutanuMsauuu NOSIBUANCHL 3xorpaduyeckue
NPU3HaKK IMHAMUYECKOM KULLIEYHON HEMPOXOAUMOCTH, ANd-
dY3HbIX UBMEHEHWI NAPEHXUMbI MEYEHU U CTEHOK KENYHOI0O
ny3bips, NapeHXnMbl NOAXKENYAOHHOW Kenes3bl, NapeHXUMbl
NoYeK C reMOAMHAMMUYECKUMK HapylleHnamMu. B aMHamuke
OMOXMMMUYECKOTO aHann3a KpPoBM — as30Temus, runoasb-
6ymMuHemus. B cBA3KM ¢ ANMTENbHOW ONuUrypuen, nepexoas-
Wew B aHypuio, a Takxe nabopaTopHO-UHCTPYMEHTasbHbI-
MU AaHHbIMW, CBUAETENbCTBYIOLIMMKU 06 OCTPOM MOYEYHOM
NOBPEXAEHMHU, MO PELIEHUIO KOHCUIMyMa Gbln NMPOBeAEH
nepuToHeanbHbl AManu3. HecMoTps Ha 3To, Y MaLMEHTKM
coxpaHsinach 0fIMrypus ¢ TEHAEHLMEN K aHYpUMN.

B HeBponorMyeckom craTyce oTMevanacb oTpuuaTesb-
Has [AMHaMWKa: YrHeTeHWe CO3HaHMSA [0 KOMbl, aTOHMS,
apedneKkcus. LlepebpanbHaa OKCUreHauus TaKXKe C OTpu-
LaTenbHon aguHaMukon — ¢ 60-70 go 27%.

C MOMEHTa MOCTYMneHus y nauuMeHTKM oTmedvanachb
OblxaTenbHaa HeJOCTAaTOYHOCTb, B CBA3M ¢ YeM HavyaTa UBJ1
noa koHTponem KOC 1 ra3oBoro coctaBa KpoBu. [10 AaHHbIM
0630pHON pEHTreHorpaMmMbl OpPraHoB rpyaHon Knetku (OMK)
OTMEYanocChb CHUXEHMe NMHeBMaTu3aLuW BEPXHUX OTAENOoB
JIErKKX, a Yyepes 2 AHeA nocne Hadana WMBJ1 onpenensnucb
MHOUNBTPATUBHbIE UBMEHEHUS B 0OG0MX NErOYHbIX MONSAX.

B cBA3W ¢ nporpeccMpoBaHMeM HapylleHW remMocTasa
(Kenyao4yHo-KUleYHoe KPOBOTEYEHME, JIEFTOYHOE KPOBO-
Te4YeHne — OTXOX/EHWE reMopparuyeckoro CoepKMmMoro
no 3sHAoTpaxeaNbHOW TPyGKE) MHOrOKpaTHO NpoBoAMNach
KOpPEeKLUUs TUMoKoarynauun nepenmBaHUEM CBEXe3amo-
POXEHHON Mnasmbl KPOBM, Kpuonpeuunutata, GakTopoB
cBepTbiBaHMA. TaKke npoBoaunachb TpaHchy3us OAHO-
rPYMNMHOM 3PUTPOLIMTAPHOM MacChl U3-3a HaNN4YUS TAKENON
aHeMnKn. AODEKT OT KOPPEKLIMU Oblsl KPAaTKOBPEMEHHbIM.

Ha 18-# feHb rocnMtann3daLumnmn COCTOSHUE PE3KO YXYALIK-
locb B BUAe nporpeccupoBaHua BC-cuHapomMa, pasBuUTus
CTOMKOM 6paanKkapanmn Ha GoHe MacCUBHOW KapaAMOTPOMNHOM
noaaepKu. paabl ycnewHo npoBeAeHbl peaHWMaLMoH-
Hble meponpuaTtusa. Mo KOC — HapacTaHMe CMeLlaHHOro
auunaosa, Ha peHTreHorpamme OIK — oTpuuatenbHas gMHa-
MMKa, No Ixo-KI — cHMKeHne dpaKumm Bbibpoca, CHUKEHA



COKpaTtuTesbHasi cnocOBGHOCTb MUOKapAa, TakXKe oTMeva-
I0OCb CHUXEeHMe novyacoBoro auypesa. B 23:35 passunacb
KpuUTHYyeckaa 6paavkapauvs ¢ nocneaylouwen acucTonmnen.
PeaHnmaunoHHble MeponpuATUS B MNOJIHOM O06bEME OKa-
3aiucb HeadDEKTUBHBI: CTOMKOE OTCYTCTBME CepAeyvHOM
[eaTeNbHOCTU, KOMa 3-M CTeneHu, aToHus, apednekcus,
OBYCTOPOHHWMIA MMApUas, NMOMYTHEHWE POroBuLblI U 3padKa.
B 00:05 KoHcTaTMpoBaHa 6uonornyeckas cMepTb pebeHKa.

3aknw4veHue. Takum ob6pasomM, NpuBeaeHHOEe onuca-
HMEe nauMeHTa AEeMOHCTPUPYET HEO6XOAMMOCTb CBOEBpe-
MEHHOIr0 MPOBEIEHUA HEOHATANIbHOIO CKPUHKUHIA, KOTOPbIN
NO3BONISET MOCTAaBUTb BEPHbIA AMArHO3 M NpeaoTBpaTuTb
pa3BUTUE TAKOr0 YKUIHEYrPOXKAlOLWEro OC/OXKHEHMUS, KaK
cerncuc. Jaxke npu COBPEMEHHOM JIEYEHUM HEOHATAsIbHbIN
CEerncuc OCTaeTcs TSXKeNbIM W MPOrHOCTUYECKU Heonpeae-
JIEHHBLIM COCTOSTHUEM.

MYJIbTUCUCTEMHbIX BOCNAJIUTE/IbHbIA CUHAPOM
Y PEBEHKA, ACCOLLUMPOBAHHbIXA C HOBOU
KOPOHABUPYCHOU UHDEKLIUEN

lfonoBko E.[l., A6peTtenéna A.A.

Hay4Hbiii pykoBoguTenb: JlapuHa J1.E., K.M.H., Aol eHT Kadeapbl NnponegeBTUKU AeTCKUX 6onesHein NP PHUMY
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MuH3agpaBa Poccuun

'BY3 Mopo3oBcKas AeTcKas ropoackas KnuHuyeckas 6onbHuua A3M

AKTyanbHOCTb. [JeTCKMIN MYNbTUCUCTEMHBIM BOCMasMU-
TeNbHbIA CUHAPOM, accouumMpoBaHHbIn ¢ SARS-CoV-2, aBns-
eTca aHanorom Tsxenoro TedyeHuss COVID-19 y B3pochbix
(ULMTOKMHOBBIN WTOPM). [MpOosSBNEHUA MYNbTUCUCTEMHOIO
BOCMA/IMTENBHOIO CUMHAPOMA y [AETEM CXOXM C CUHAPO-
MOM KaBacaku (HO MOryT npoTeKaTb, B OT/IM4ME OT Hero,
C LIOKOM), MO3TOMYy €ero 4acTto HasbiBaloT «KaBacaKw-
NoAo6HbIA CUHAPOM».

Knunuuyeckui cnyyai. MaumneHt M., 5 net, 23.12.2020
noctynun B neauatpuyeckoe otaenenve MAIKBE ¢ xano-
6aMu Ha IMxopagakKy, cbifb, 6071 B }KMBOTE, TMNEPECTE3NIO.

3aboneBaHune Havanocb ocTpo 18.12.2019 ¢ ¢pebpunb-
HOWM NMXOpaAKK, Mosyyan XaponoHuKalllmMe cpeactsa —
C yMepeHHbIM addexkToM. OTmMevyanucb BpemeHaMun 60/b
B XMBOTE, pBOTa oAHOKpaTtHo. C 21.12.2019 nosiBMIacb
AipKas CbiMb Ha TYNOBULLE U KOHEYHOCTSX, ¢ 23.12.2019 —
runepemus ry6, CKNepuT, TMNepPeMMUs KOHBIOHKTUB, Mony-
Yan uetnpuauH. KawnueobpasHblin cTyn 2 pasa. TecHOro
KOHTaKTa ¢ nuamu ¢ noareepaeHHbim COVID-19 He umen.

M3 aHaMHe3a XU3HU: pe6EHOK OT BTOPOM BEPEMEHHOCTH,
npoTeKkaBllUen Ha GoHe NabunbHOro apTepmManbHOro gaBsne-
HUS, BTOPbIX CaMOCTOSTENbHbIX POAOB Ha 42- Head. [lpwu
poxaeHun macca — 3050 r, annHa Tena — 51 cm. PaHHee
pasBWTHE MO BO3PACTY.

Mpu NOCTYNAEHNN: COCTOSTHUE CPEeHEN TsKecTu, pebe-
HOK HeraTMBeH K oCcMOTpy, Banbin. PocT — 116 cm, Macca
Tena — 25 kr, UMT — 18,5 Kr/m2. KoxHas runepecTesus.
ManbnupoBanucb NATHWUCTO-NaNyne3Hble 31E€MEHTbl KOJb-
ueBnaHon GopMbl, pasfiMiHbIX Pa3MepoB, KOHOUIypaLuuu,
HEKOTOpblE 3N1EMEHTbI CO CAMSHMEM Ha MBOTe, 6eapax,
roneHsix. Bblpa)keHHble ABNEHUS CKNepuTa, rnMnepemus
KOHBIOHKTUB, XEWNUT, A3blK APKUIK, po30BbIn. OTMevanachb
NacTo3HOCTb CTOM W KucTei. ManbnupoBanucb nepef-
HelenHble, NOAYENOCTHbIE NUMPaTUYECKNE  Y3bl,
d = 0,5-1,0 cm, eanHKYHbIE, 3nacTUYHble. [Mnepemus 3aa-
HEeW CTEeHKWU MOTKU. MUHAANWHbI yBeNu4YeHbl (1-9 cTeneHb).
B nerkux xpunbl He BbicnywuBanucb. Y44: 24/mMuH. YCC:
130/MuH. XKnBOT nNpu nanbnauun 60/I€3HEHHbIN, NPUCYT-
CTBOBAJI0 aKTMBHOE MbILIEYHOE HaNpsKeHne. CTyn KenTbin,
KalwunueobpasHbin.

B remorpamme o1 25.12.2020: nenkouuMtos —
20,52 x 109/n, HenTpodunes — 90,6%, TpomboLUTONE-
HMa — 135 x 109/n, CO3 — 44 MM/4. B 6UOXMMUYECKOM
aHanu3ae BblpayKeHHas BocnanuTebHas akTUBHOCTb: MOBbI-

wenne CPB (270,0 mr/n), npoKanbuMTOHUHA (19,8 Hr/Mn),
depputrHa (881,57 MKr/n), a TakXe rMnonpoTenHemus
(55,75 r/n), runoanbbymuHemusa (26,81 r/n). OTmMevanucb
BbICOKME YPOBHM MNEYEHOYHbIX GEPMEHTOB, a3oTemus.
B Koarynorpamme: D-gumep — 3,36 mr/n. Pe6eHOK 6bin
ob6crnenoBaH Ha Hanuune mapkepoB COVID-19: npu cepo-
NIOTMYECKOM WccnefoBaHuKn cneunoduyeckux IgM He BbiSB-
JIEHO, HO MOJlyYeH AuarHoctuyeckun tutp 1gG 35 en/mn
(pedepeHcHble 3HaveHna — 0-10), cBMAETENbCTBYIOWNUN
0 NepeHeceHHON MHPEKLNK.

Mo pe3ynbtaTaM WHCTPYMEHTaNbHON AMArHOCTUKMU:
renatocnaeHomeranus, No AaHHbIM 3IeKTpoKapanorpaduu
(BKTI) o1 25.12.2020: cuHycoBas TaxMKapaus v HapylweHue
®YHKLMN NEBOro Xenyaoyka 3a CYET CHUXKEHUs dpaKumm
Bbl6poca — 50%.

Ha peHTreHorpamMme nerkux oTmedvanucb MHOWUALTPA-
TUBHbIE NBMEHEHUS C 06EUX CTOPOH M MUHMUMASIbHOE KOMHU-
4eCTBO XUAKOCTU B NMaeBpasbHbIX MONOCTSX.

B OMHamMuKe pesynbTaTbl MHCTPYMEHTaNbHOW AMarHo-
CTUKK cneaytoume: No AaHHbIM Ixo-KIN oTMevanacb yme-
peHHas gunartauus nesoro xenyaouka (MKAO — 83 mi/m?2),
MWUTpaibHasa U TpUKycnuaanobHasa peryprutauma 1-2-u cre-
neHn. CornacHo KT opraHoB rpyaHoW MOAOCTWU: ABYCTO-
POHHWE NONMCErMeHTapHbIE MHPUNBTPATUBHbIE UBMEHEHMS
C NPEUMYLLECTBEHHbLIM MOPAXXEHWEM MapPEHXMMbl /IEBOr0
nerkoro. Y31 nneBpanbHON NOAOCTU: ABYCTOPOHHUN rMApPO-
TopaKkc Ao 260-300 mn ¢ BblpaXKEHHON TMNOBEHTUNSALMEN
NErKux.

Beuepom 25.12.2020 B cBA3M C HapacTaHWMEM AbiXa-
TE/IbHOW U CEPAEYHOM HEAOCTAaTOYHOCTM PEBEHOK Obln Nepe-
BeneH B OPUT. Ha npoTsKeHun Hegenun peructpupoBasnach
oTpuuaTeNnbHas AMHaMMKa B NnabopaTopHbIX NoKalaTensx:
aHemus Il ctenexu, nemkoumntos ao 46,5 x 109/n co caBUrom
NenKoumTapHom Gbopmynbl 4O MUENOLMUTOB, TpOMboLUTONE-
HMS 1o 69 x 109/n, HapacTanue CO3 go 50 MM/4, beppu-
TuHa — po 1842,8 mkr/n, N4 — pno 1125 Eg/n, D-gumepa
— [0 6,62 mr/n.

B cpaBHeHUM c 6Gonee paHHWUMU WUCCNELOBaAHUSMMU
oTMeyYanacb oTpuuaTeNbHas [AWHaMWKa, BblparkaBLIascs
B HapacTaHUW 06beMa XWAKOCTH B NaeBpasbHbIX MONOCTSX,
B MOSIBIEHWM CBOOGOAHOW WMAKOCTU B OPIOLIHOM MOMOCTH,
a TaKXe AMHAMUYECKUX UBMEHEHUSX KULLIEYHMKA, MOYEK.

TakuMm 06pa3om, yyuTbiBasg AaHHble aHaMHe3a (4/u-
TenbHas NMxopanKa), KNMHUYECKYIO KapTuHY (XENNnT, cKie-
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WCKUI NeanaTpUYecKnil JypHan.
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puT, CbiNb, NMMbageHonaTns, 6011 B KMBOTE), BbICOKYIO
BOCMa/NTENbHYI0O aKTUMBHOCTb, BbISIBIEHHYIO B aHanu3ax,
peaynbTaTtbl MHCTPYMEHTaNbHbIX MCCeaoBaHUi (Moparke-
HWe nerkux, cepgua), Hanndme aHtuten IgG Kk COVID-19,
BbICTaB/IEH ANArHo3: «[JeTCKUM MySIbTUCUCTEMHbIV BOCManu-
TE€NbHbIN CUHOPOMY.

MpoBoOAKUNIOCH NeveHne JeKkcametazoHoM 20 Mr/M2 Tena.
YuntbiBasg HeadbeKTUBHOCTb Tepanuu MKC, TaxKecTb cOCTO-
SHUA ManbyMKa, 6bi10 MPUHATO peleHue O NPOoBEeAEHUU
Tepanuu Toumnnndymabom 8 Mr/Kr/BBefeHune. TakxKe pebeH-
Ky NpoBOAMINCE MHDY3WOHHAs, aHTMOGaKTepuanbHas, npo-
TMBOrpMbKoBas, MMMYHOCYNPECCHUBHAs, aHTUKOArylsaHTHas
W aHTMarperaHTHaa Tepanus, nepeanBaHWe KOMMOHEHTOB
KPOBU, KapAMOTOHMYECKasa NOAAEPKKA, MYHKLUMSA NieBpasb-
HbIX MONOCTEN.

Ha 2-i Hep 3aboneBaHua B aHann3ax KPOBW MOSBUII-
CA XapaKTepHbit ansa 6onesHu KaBacaku Tpom60OUMTO3
(800 x 109/n), HabnwoganoCh CHMKeHne D-gumepa, GUbpu-
HOreHa, ypoBHS fienkoumToB. o gaHHbIM 3xo-KIT — Hop-

Manuzsauua PB (65%). Ha ¢doHe npoBoauMON Tepanuwu
COCTOSIHME pebeHKa CO 3HA4YMMOW MONOKMUTENbHOW AMHA-
MWKON. KynnpoBaHa nnxopagka, BocnanuTe/bHble U3MeHe-
HUA B aHann3ax KpoBu. Pe6eHOK B yAOBETBOPUTENbHOM
cocTosiHMM Ha 30-1 geHb 60n1e3HW Obll BbiMMCAH AOMOW
C peKoMeHAaunsaMu NPoAOCIKUTbL MPUEM aLeTUACaNULMIO-
BOW Kucnotbl (50 Mr/cyT).

C 16.02.2021 no 19.02.2021 — nnaHoBas rocnurta-
nn3auus pebeHKa B oTAeneHne peBmaTonornn ansa obene-
[OBaHUSA Y BO3MOMXHOM KOppeKuuu Tepanun. KnnHu4yecku
M3MEHEHWIN He BbISBEHO, abopaTopHble NPU3HAKKW BOC-
naauTenbHOW aKTUMBHOCTM OTCYTCTBOBaNU. PebGeHOK 6bin
BbIMMCaH AOMOW B YA0BNETBOPUTENBHOM COCTOSIHUM.

3aknioyeHue. [daHHbl KIAMHUYECKUM CcnydYan [OEMOH-
CTPUPYET MYNAbTUCUCTEMHbLIA BOCNANUTENbHLIA CUHAPOM
y pebeHKa, accoummnpoBaHHbin ¢ COVID-19, KoTopbin Tpe-
6yeT CBOEBPEMEHHON AMArHOCTUKM W aKTUBHOM TaKTUKM
BeEeHUs BBUIY CTPEMUTENBHOrO pa3BuMBatoLencs noamop-
raHHOM HeaO0CTAaTO4YHOCTU U BO3MOXKHOW rMbenu nauueHTa.



