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KnuHuyeckue cnyyau

KnuHunuyeckui cnyvyam Tybepkynesa
y pebeHka fo roga

Anexcanoposa [[.M., [lunscosa A./]., Heumxanan A.C.
Hayunwie pyxosooumenu: x.m.H., doyeum Kucenesuy O.K.;
K.M.H., Ooyenm IOcybosa A.H.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCTe008AMENbCKUNL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Mumnsopasa Poccuu

AKTyajabHOCTh. HecMOTps Ha COBpeMEHHBIC METOIBI JAWATHOCTHUKH, He-
MIPEPBIBHYIO CAHUTAPHO-TIPOCBETUTENBCKYIO paboTy, MOCIeHee AeCATuIe-
THE YHCIIO CIydaeB TyOepKyle3a y IeTeil IMeeT HePEPHIBHYIO TCHICHITNIO
K pocty. [letu 110 5 et — HauOosee ys3BUMas TpyIina HaceIeHHs, OJHAKO
TyOepKymnE3 y AeTeH 10 Toa BCTPEYaeTCs PEAKO M 9acTo CBSA3aH C 3a00ieBa-
HUEM ONMKAUIINX POJCTBEHHUKOB, KOHTAKTUPYIOIIUX C MJIJCHLIEM.

Lean nemoncTpanuu. [Ipencrapnenne KIMHAIECKOTO CIIydas TyOepKyiesa
y pebeHKa IepBOro rojia KM3HU.

Onucanue KJIMHUYECKOIo ciayyas. JleBouka 8 MECALEB ¢ OTATOLEHHBIM
aKyIIEPCKUM M TMEPUHATAIFHBIM aHaMHE30M OT 2 OepeMEHHOCTH, IpoTe-
KaBIIeH C TeCTAllMOHHBIM CaxXapHbBIM jauadeToM, 2 pomoB Ha 35-36 Heme-
Jie myTeM KecapeBa cedeHus, ¢ Mmaccor 2900 r, mo Anrap 7—8 6aymioB, npu
POXICHUN IHAarHOCTHPOBAHO IEPHHATAIBHOEC THUIOKCHUCCKU-TEMOpparu-
yeckoe nopaxkenne LIHC, ABycCTOpoHHHME BHYTPHIKETYIOYKOBBIE KPOBOU3-
musHUS | cTeneHu, BPOXKACHHBIN MOPOK CepAla, JeTouHasi THIePTECH3NS,
nuabeTnueckas (eTronarus U HeoHaTajbHas xenTyxa. OTU3uarpuuecKkui
anamue3: BIK B pommome, pyOunk oTcyTcTByeT. 3abolieBaHHE BBISBIIC-
HO TIpu OOCIIEIOBAHMU 10 KOHTAKTy C Marepbio, ObUla MpoBeleHa mpoda
¢ ATP — 5 mm, mocite 4ero peGeHOK ObLT TOCIUTAIIM3UPOBAH B PErHOHAIb-
HBIA TPOTUBOTYOEpKyIe3Hblii qucnancep, rae Ha KT OI'K Obutn BeIABIEHBI
MHOTOYHCIICHHBIC Pa3HOKATHOCPHBIC COMHMIHBIC OYard BO BCEX CETMEHTax
JIETKHX, CKIIOHHBIE K CIMSIHUIO B S3-S5 npaBoro Jerkoro, yBeJIn4eHne Bcex
TPYIIl BHYTPUTPYIHBIX JuMpaTrdeckux y310B (BIJIY) ckiOHHBIX K ciH-
SHUIO, @ TaK)Ke MHOTOYMCJICHHbIE JTMHEWHBIE, 04aroBble OOBI3BECTBICHHUS.
[Tocrapnen auarnos: /lucceMuHupoBaHHBIN TyOepkyne3 jerkux. MBT(-).
TyOepkyne3 BHyTPUTPYIHBIX TUM(PATUIECKUX y3JI0B BCEX IPYIIII € 2-X CTO-



poH, ¢aza uHpUIBTpauu. B CBI3U C YCTOMYMBOCTBIO K PUPAMITUIIMHY
y Marepy ObUIO TIPUHSTO PEUICHHE HHUIIMAPOBATH MMPOTHBOTYOCPKYIIC3HYIO
tepanuto (IITT) B pexxrumMe MHOXKECTBEHHOM JIEKAPCTBEHHOW yCTOMYUBOCTH
(MJ1VY), neBouka mosrydmina 8 103, mocie yero Obuia nepesegena B MHITL]
60pr0OBI ¢ TyOepkyie3oM. Cocrostaue npu noctyruieann B MHIILL cpenneit
TSKECTH, peOCHOK Ha MCKYCCTBEHHOM BCKApMIIMBAaHUM €1 MajlbIMU TIOP-
usmu 1o 50—60 mut, 3y00B HeT, BblpaxkeHHasi mHTOKcuKauusa — T 37,2°C,
CHW)KEHHUE Typropa TKaHEW, KOXKHbIC MOKpPOBBI OJIEIHBbIC, CyXOBaThie, Ie-
PUOPOUTANBHBIM U MEePUOPATIbHBINA LIMAaHO3, PEOCHOK BSUIbIH, KapU3HBIN.
Jlumdarudeckre y3ibl MaNTBIAPOBAINCH B OCHOBHBIX TPYIIax, YBEIHYe-
Hbl 70 Il pasmepa, MATKO-371aCTHYECKON KOHCHCTEHIMH, TIOABMKHBIE, 0€3-
0OJIe3HEHHBIC, HE CHasHBl C OKPYKAIOUIMMH TKaHsAMHU. [lepkyTopHO HaJ
BCEMHU TOJISIMU SICHBIN JIETOYHBIN 3BYK, JIbIXaHUE My3PUIIbHOE, IPOBOIUTCS
BO Bce otnenbl, Xxpunos Het, YJ1/] 40/mMun. ToHBI cepiia 6e3 maroioruye-
ckux mymoB, YCC 120/mun. @usnueckoe passutue Huskoe (—2,85 SDS),
rapmoHn4yHOe (Macca k mmuHe Tena 0,21 SDS). Anannsbl Ma3koB U3 3€Ba,
MouH, kana Ha MBT JIOMMHECLIEHTHBIM U KYJIBTYPaJbHBIM METOAAMHU OTPHU-
narenbuble. [Ipogomkena IITT B pexxume MJTY, Becero nomyueno 337 no3,
Tak)Ke MPOBOAMIIACH CUMIITOMAaTHYecKas Tepanusi (3HTepalibHOE MUTaHHE,
BUTaMHUHOTEPAIHs, KOPPEKIIHS JIEKapCTBEHHO-UHAYITUPOBAHHOM HEHTpoIIe-
HuM). Ha ¢doHe neyeHus momoxurenbHas TUHAMHMKA — KOXHbBIE TIOKPOBBI
(hMBHOIIOTHYECKOM OKPACKH, TYPTOp COXPAHEH, JICBOYKA aKTHBHAS, Becelas,
anmeTUT XopoIuii, Macca tena +2200 1, mmrHa Tenna +9,5 cM, mpopesbIBaHue
12 3y60B. Ha xonTpomsaoit KT OI'K uepes 11 mecsmeB Tepannu — mpH-
3HaKW MHOXKECTBEHHBIX KaibluHaToB BIJIY Bcex rpymnm ¢ o0enx CTOpOH,
paccesiHHbIC eTUHUYHBIC KaJIbIMHATHL. B yIOBIETBOPUTEILHOM COCTOSIHUA
pebenok nepeseneH B JIIKb um. 3.A. banuisieBoit st 1edeHUs OCHOBHOTO
3a00JeBaHMs, TI0 OKOHYaHHH KOTOPOTO PEKOMEH]IOBaHA TIOBTOPHAS TOCIIH-
TaJau3alus Ui TPOIODKEHUS JICUeHUSI.

IpakTnyeckasi 3HaUMMOCTb. KiMHNUECKU citydail JeMOHCTPUPYET BaXkK-
HYIO POJIb SMUAHAA30pa N0 MPENYNPEXICHUIO PACIPOCTPaHEHHs TYOepKy-
ne3a. Y mpaHHOTO pebeHKa 3a0ojIeBaHHE BBISIBICHO Onaromaps oOciienoBa-
HUIO «I10 KOHTaKTy», HECMOTPS Ha HaJlMuue Hecneun(uyecKux mpu3HaKkoB
WHQPEKITMOHHOTO TPOIecca, KOTOpPhIe PACICHUBAINCH, KaK MOCIEICTBUS
NepruHaTaIbHOro nopaxenus. [lostomy neguarpam HeOOXOOAUMO TOMHHUTH,
YTO JIETH C OTATOIICHHBIM MTEPUHATAILHBIM aHAMHE30M yYTPOKaeMBbI 110 pa3-
BUTHIO HE TOJBKO COMATHYCCKHX, HO U HH(PEKIIMOHHBIX MATOJIOTHH.
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Ie6loT BOCNanuTenbHoro 3a6onesaHus
KULIEeYHUKa Yy pebeHKa 4-X MecAL,eB YXU3HU

Apucosa A.E., Xamsuna M.M.
Hayunvie pyxosooumenu: k.m.n., doyenm Jemvsnosa T.1;
K.M.H., Ooyenm Unamoea M.I"

DI'AOY BO Poccutickuil HAUUOHAIbHBIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxkTyanabHocTh. BocnanutensHbie 3a06oneBanus kumeunuka (B3K), Bkito-
garorre 6one3Hs KpoHa, SI3BEHHBIH KOJMHT M HEKJIACCH(UIMPYEMBIH KO-
JUT — UMMYHOOIIOCPEI0BaHHbIE 3a00JIEBaHMs, XapaKTePU3YIOLIHEC XPO-
HUYSCKUM PEIUANBUPYIONINM BOCIAJIHTEIEHBIM TPOLIECCOM B JKEITyNOU-
HO-KHIIeYHOM TpakTe. Bo3pact manudecranun B3K Biuser Ha ocobeHHO-
CTH KIMHHYECKOH KapTHHBI M XapakTep TeueHHs 3a0oieBaHus. Briemsror
rpyHIy C O4eHb PAaHHUM HavajioM 3a00ieBaHusi — 110 6 JIeT, HH(PaHTUIb-
HBIM Ha4yajoM — JI0 2 JIeT, HEOHATAIbHBIM HauyaJloM — JI0 28 JHEH KU3HMU.
B rpynme gereii ¢ nedrorom B3K 10 2-X et oTMeuaeTcs BRICOKask BCTpeda-
eMocTh MoHOreHHbIX B3K-mojnooHbIx 3aboneBanuii (no 30 %). M3BecTHO
6onee 60 TeHOB, MyTallUl B KOTOPBIX IPUBOJAT K KiIMHUKe 1ofo0HoH B3K,
OOJIBIITYFO YacTh ATHX 3a00JICBaHHUI COCTABIISIFOT TIEPBUYHBIE HMMYyHOIEhH-
uutsl (ITU).

Hean nemoncTpanuu. Ilpencrapienne 0cCOOCHHOCTEH KIMHHUYECKOTO Te-
yenus B3K y gereii ¢ panHuM HayanoM 3a001eBaHMs, JEMOHCTPALUS Bax-
HOCTH HCKJIIOYCHUS TIEPBUYHBIX UMMYHOJC(HUIUTOB B TPYIIIE AIlHCHTOB
¢ nebrorom B3K 10 2 ner.

OnucaHue KJIMHUYECKOTo caydasi. Mamsuuk [, 4 Mecsna, ot 1 6epemeH-
HOCTH, | caMOCTOSITENbHBIX POAOB, C POXKACHUS Ha TPYIHOM BCKapMIIMBa-
aun. C BO3pacTa OJHOTO MeCsIIa OTMEUAIHCH JKaJIOOB! Ha YKUIKHIA, 37IOBOH-
HBIW CTYJ CBETJIO-3€JIEHOTO LBeTa 710 12 pa3 B CYTKH, C MOIyTOpa MECSIEB
MOSIBIJINCH CTYCTKH KPOBH B Kajie. YPOBEHb (DEKaIFHOTO KaJbIIPOTEKTH-
Ha — 739 Mkr/T. AMOy/aTopHO B Tepanuu noiydan Oakrepuodar, mpoouo-
THKH, MaMa COOJIOAaa ATMMHHAIIMOHHYIO THETY (MCKIIOYCHBI U3 PaIlFoHa
TOBSAJIMHA ¥ MOJIOYHBIE MPOAYKThI) — 0e3 addekra. B 3 mecsua coxpans-
JIMCh CTYCTKH KPOBH B CTyle, peOCHOK Mayio npubaisut B Bece. [Ipu 00-
CJIEJIOBaHUM MOBBIILIEH YPOBEHb (eKanbHOro KanbnpoTekruna (1600 Mkr/r),
MOCEB KaJa BBISBUI pocT Staphylococcus aureus, peOSHKY Ha3Ha4eH e (hUK-
CUM C KPaTKOBPEMEHHBIM MOJOKUTEIBHBIM PPEKTOM, CTYa ObLI KOpUY-
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HEBO-3€JIeHbIH, 0e3 MPOXKUIOK KpoBHU. B 4,5 MecsleB rocnuTainzupoBaH
B JIT'Kb um. H.®. ®unarosa ¢ xanodbamMu Ha HEOGOPMIICHHBIN CTYIT 3eJ1e-
HOBATO-)KEJITOrO I[BETA C MPOKHUIKAMH aJIol KpoBH 110 8 pa3 B cyTkH. JIabo-
paTopHO: KeIe301ePUIIMTHAS aHEMUSI, TIOBBIIIIEHHE YPOBHS C-peakKTHBHOTO
6enka (CPB), runorammarsioOynuaemMust. [1o TaHHBIM KOJIOHOCKOITUH BBISIB-
JICH TOTaJIbHBIN KOJIUT C BBIPAKEHHON aKTHBHOCTHIO (Ha BCEM MPOTSIKCHUN
TOJICTON KHUIIIKA MHOXXECTBEHHBIC S13BbI HA ()OHE HEM3MEHCHHOW CIIM3UCTON
000JI0YKH), TI0 TAHHBIM OHUOTICUU — KPUIITOJCCTPYKTUBHBIN HEPEPHIBHBIN
KOJIUT C 04aroBbIM MOBBIILIEHUEM YU CIIa allONTO30B M CKYIHBIM KOJIMYECTBOM
TUTa3MaTHYECKUX KIIETOK B MH(WIBTpaTe. BBITOIHEHO MMMYHO(DEHOTHITH-
poBaHKE CyOIOMyISIUi JTUM(OIUTOB, BBIIBUBILCE JTUM(OICHUIO 32 CUET
CHIDKCHUS ypoBHS B-kierok. YuurteBas monospenme Ha [1M]], pe6énok
6bu1 nepesenén B Mopososckyto JAI'Kb. IlpoBoaumas Tepanus BKiIrO4aia
TITFOKOKOPTHKOCTEPOU B (METHIITIPEIHU30JIOH), TIEpEIIMBAaHIE BHYTPHUBCH-
HOTO UMMYHOITIOOYJIMHA W aHTUOAKTepHallbHYIO0 Tepanuio. B 5,5 mecsues
peOCHOK MOBTOPHO rociuTanu3nposa B Moposzosckyro AI'Kb, mpu mocty-
TUIEHUU COXPaHsUIcs HeOo(OPMIIEHHBIN XapaKTep CTyla ¢ MPOXKUIKaMU Kpo-
BU 710 6 pa3 B cyTku. JlaboparopHo: noBsienue yposus CPb, ¢examsaoro
KajbnpoTekTuHa 10 1060 MKI/T. YUUTBIBas COXPaHSIOIINAECS CHMITOMBI
Ha (hoHE TPOBOAMMON TIIFOKOKOPTHKOCTEPOUIHOW TEeparuy, WHUITMHPOBA-
Ha UMMYHOOHOJIOTHYECKash Tepanus aganrumymadom. Ilpu moBropHO# ro-
CIIUTAIIN3AIUN B BO3pacTe 7-MU MECSIIEB CTYN CTall Oojiee 0(hOpMIICHHBIM,
MPOXKIJIOK KpOBH HeT. JIabopaTopHbIe MOKa3aTeIn HOPMAaIH30BAIUCh: aHe-
mun HeT, CPB B mpenenax HOpMBI, (eKambHBINH KaIbIPOTECKTHH CHU3UICS
1o 36 MKr/T, ypoBeHb 1gG HopMmanm3oBaiics. [1o 1aHHBIM KOHTPOIBHOM KO-
JIOHOMJICOCKOTIMH SI3BEHHBIX JIe()EKTOB HE OOHAPYKEHO, CITU3UCTAsI TOJICTOM
KHIIKA PO30Bast, Maakas. [Ipu pacumpeHHOM WMMYHO(MEHOTUITHPOBAHUU
OTMEYaeTCsl HapacTaHue B TMHAMUKe B-kieTok nmamsitu. PeGeHKy peKkoMeH-
JIOBAHO MPOBEICHUE ITOJHOTO TCHOMHOTO CEKBCHUPOBAHUS IJIS1 UICHTUDU-
Kalli¥ TeHa, OTBETCTBEHHOTO 3a MEPBUYHBIA NUMMYHOAC(HIIUT, B KauecTBE
BO3MOXKHOTO 3THOoNIoTHYeckoro (paktopa B3K (B padore).

I[IpakTHyeckast 3HAYUMOCTh. YUHUTHIBAs BBICOKYIO BCTPEUaEMOCTh MOHO-
reaHbix B3K-mogo0HbIx 3a0oneBanuil B rpymme JaeTeit 10 2-X JeT, Tpely-
eTcsl KOMIUIEKCHBIN noaxof K auarnoctuke B3K, Biirouass ckpuHUHTOBOE
UMMYHoOJIOTHYeckoe oOciaenoBanue it uckiatouenus [TNJ1.
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Cunpgpom lNbepa PobeHa B coueTaHum
C BPOXAEHHbIM NMOPOKOM ceppLia

bapawesa A.A.
Hayunwuii pykosooumenwv: 0.m.H., npogeccop Amunosa A.Y.

DIAOY BO Ilepsviii MI'MY um. U.M. Ceuenosea Munzopasa Poccuu
(Ceuenosckuili Ynusepcumem)

AxtyanabHocTh. Cunapom I[Ieepa Pobena (CITP) — penkas, HO KIMHHAYE-
CKU 3HaYMMas BpOXJIEHHAsS MaTOJOTHsl, BCTpEUatoLasics: mpuMepHo y 1 u3
12 000 HoBOpOXAE€HHBIX. Ero THNMUHAs Tpuaga — MHUKPOTHATHS, paciie-
nuHa HEOA M MIIOCCONTO3 — SIBJISIETCS MPUYUHON KU3HEYTPOXKAIOLIUX CO-
CTOSIHUI: OOCTPYKIMH IBIXaTeNbHBIX ITyTeH, HApyIICHUH TIIOTAaHWUS U JbI-
xaHua. OcoOyro CIIOKHOCTb MpeACTaBIAOT ciydau, korga CIIP Bxogut
B CTPYKTYPY MHOKECTBEHHBIX BPOXKIEHHBIX MOpPOKoB pazsutus (MBIIP),
00yCJIOBJIEHHBIX MyTallsIMK B reHax. [1o naHHbIM utepatypsl, B 25-36 %
HaOronennid CITP coueraeTcs ¢ mopokaMu cepliia, aHOMAITUSIMH IICHTPaITb-
HOI HEPBHOW CHCTEMBI, CKEJIeTa U IPYTHX CUCTEM, UTO TpeOyeT MyJIbTUAMC-
IIUIUTHHAPHOTO ITOJX0/1a B BEACHUH JaHHBIX MAllNCHTOB.

Heas nemoncrpanuu. Ha npuMepe KITMHUYECKOTO cllyyasi MOKa3aTh CIOXK-
HOCTh Kypaluu HOBOPOXKIAEHHOTO ¢ cuHapoMoM [Ibepa PoOena B cocrase
MBIIP u nposiBieHus MU HH(EKIMOHHOTO TOKCHKO3a Ha ()OHE TEYCHHUs
BPOXKICHHOW MTHEBMOHUH.

Onucanue KIMHUYeCKOro cay4as. Jlesouka pogunacs 17.09.2025 Ha cpo-
ke 39 menens u 4 gns, Bec npu poxkaeHnn — 2580 1, anmHa Tena 50 cwm;
¢ OLIeHKOM 1o 1mKaje Anrap 8/9 6annoB. bepemeHHOCTh poTeKaia Ha oHe
TeCTAIlMOHHOTO caxapHoro auabera u Oakrepuypueit. B 20-21 Henemto mo
VY3U onpenensinach MUEI0IKTa3Us MPABO MMOYKH, a HA 33 Hezelie BBISBICH
CHHJPOM 3aJep>KKH pocTa mroaa. C poxKICHNS COCTOSHIE CPEIHEH CTETICHH
TSKECTH, MaJleHbKasi HIKHSS YeJIIOCTb, 3aTPyAHEHHOE HOCOBOE JIbIXaHHE,
paciiennHa Heba. /IBurarensHast akTHBHOCTh CHIDKEHA. MBIIIIEUHAS THITO-
ToHus, runopeduexcus. [pixanue ¢ BTsShDKeHHEM MexpeOepuid. 1 okTsaOps
2025 roma B otnenenne peanumanmu HOBOpokaeHHBIX JJI'KB Ne 9 numenu
I"H. Cnepanckoro, nmocTynuia JOHOIIEHHAs JeBOYKa B Bo3pacTe 28 THE.
[Tpu mepBHYHOM OCMOTpE BBISBICHBI NMPU3HAKU cuHApoMa IIsepa PoOeHa:
PE3KOo BhIpaKEHHAsE MUKPOTHATHS, IJIOCCONTO3 U MOJIHAS pacIlenHa TBEP-
JIOTO ¥ MATKOTO HEOA. DUBUKAIBHO OTIPECIISUTICE, 3aTPyAHEHHS TIPH IbIXa-
HUM, OTMEYAIIUCH MU30/Ibl OpauKapAuN U CHWKEHUS caTypauuu 10 83 %.
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ITomumo yenrocTHO-MHIIeBON naTosoruu, y miuajaeHna mo 9XO-KI™ nuarxo-
CTHPOBAHBI: 1e(PEKT MEKIPEACEPIHON TIEPETOPOKHU pa3MepoM 6,5 MM c Jjie-
BO-IIPaBbIM COPOCOM; TUIIONJIA3MUsl Mepelleiika aopThl, TPAAUEHT JaBICHUS
JI0 6 MM PT. CT.; iepeOpasibHas uiemMus 1-i cTerneHu, CUHAPOM YTHETCHHUS.
Taroke 3apuKcupoBaHbl KMIIEBUAHAA 1edopMalys TPyIHON KIIETKH, MHOXKe-
CTBEHHBIC CTUTMBI JIU33MOPHOTCHE3a U BPOXKICHHAS JIEBOCTOPOHHSS HUX-
HezoJeBas mojucermeHTapHasi mHeBMOHUs. COCTOsIHME paclieHUBAIOCh KaK
TsoKENOe, OOYCIIOBIICHHOE COYETAHWEM JIBIXATEIbHOW HEJI0CTaTOYHOCTH,
MH(EKINOHHOTO TOKCHKO3a U HEBPOJIOTUYECKON CHMITOMATUKU. B mep-
BbIC JIHU TIpeObIBaHMSI B CTAallMOHApe, peOEHOK ObLIT NepeBeaéH Ha UCKYC-
cTBeHHYI0 BeHTHJIsIHEo IErkux (MBJI) mist crabunusanuu asixanus. M3-3a
KPUTHYECKOH MUKPOTHATHH U BBICOKOTO PUCKA OOCTPYKIIMU OBLIO TPUHSTO
pelieHre 0 XUpyprudeckor koppekuuu: 9 oktsiopst 2025 roga BhINMOIHEHA
OCTEOTOMHMSI HUKHEH YENIOCTH C YCTAaHOBKOW KOMITPECCHOHHO-IUCTPAaKIIN-
OHHBIX arnmnapaToB. B pe3ynbrare npoBeAeHHOI onepannu Obljia MpeaoTBpa-
IIeHa OOCTPYKIIMSI BEPXHUX JBIXAaTEIBHBIA IMyTeH. YCTaHOBKA TPaxeocTo-
MBI He TpeboBanack. [Jisi KOHTPOIS WH(EKIMOHHBIX OCIOXHEHUH ObLITa
Ha3HaueHa KOMOWHHMpOBaHHAs aHTHOAKTepHaibHas Tepanus (MEpOTICHEM,
OmcenTon), JOMOMHEHHAs TPOTUBOTPUOKOBEIM IpenaparoM ((IyKOHA30I).
PeGenky mokazaHo MmiaaHoBoe 00e300JIMBaHUE B paHHEM TOCIIEOEPaIliOH-
HoM niepuoze. [Iponomkenne pecnuparopHoi nogaepxku, UBJIIL. TTonaep-
KaHHE FTeMOIMHAMUKH OcyliecTBIsieTcs nHpy3uei qonamuna 5 %. [Tokaza-
HO JaJibHEIIee HaOMIoIeHHE B KPYIJIOCYTOUHOM CTallMOHApE.
IIpakTuueckas 3Ha4MMOCTb. Cilyyail WIUIIOCTPUPYET KIIFOUEBbIE aCIIEKThI
BesieHus HOBOpOoxkAEHHBIX ¢ CIIP B cocraBe MBIIP. Pannsist omenka fbl-
XaTeJbHBIX IMyTeH, CEpACYHON M HEBPOJOTMYECCKOW (DyHKIMH TO3BOJSET
MPaBUIBHO CTPaTU(UIUPOBATH PUCK PA3BUTHS OCIONKHEHUN NAHHOTO 3a-
OosieBaHus. XUpypruyeckass KOPPEKIHs MUKPOTHATHA MOXET CTaTh JKH3-
HecOeperaouM BMeIareIbCcTBOM U PEAOTBPaTUTh HEOOXOAUMOCTh Tpa-
xeocTomuH. Pa30op mogoOHBIX CiIy4aeB HMEET BAXKHOE METOJMUECKOe 3HA-
YeHHe, NoAUEPKUBast HEOOXOIUMOCTh CUCTEMHOTO ITO/IX0/1a B HEOHATOJIOTUU
U IE€TCKOU XUPYPrUH.
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IOHOLWEeCKUIA apTPUT C NONIMAPTUKYNSAAPHbIM
nopa)keHueM y peb6eHka paHHero Bo3pacTta
Ha PoHe 3aaep)KKu pu3nyecKoro pasBuTus

beponuxosa A.O.
Hayunwii pyxogooumens: k.m.H., doyenm Jleoenés b.b.

@I'EOY BO «Boneoepadckuti 20cyo0apcmeeHHblil MeOUYUHCKUL
yHusepcumemy» Munucmepcmea 30pasooxpanenus Poccutickoi
Dedepayuu

AxrtyanabHocTh. OHomeckuit aprpur (FOA) ¢ nebrorom B BO3pacte
1o 1 roza nmpencTaBiseT co00i JMArHOCTUYESCKH CIIOKHYEO W TIPOTHOCTHYEC-
CKU HeOnaronpusTHyto ¢hopmy 3aboneBanus. Pannuii Bo3pact manudecra-
IIUH, TTOJTMAPTUKYIISIPHBIN XapaKTep MOPAKCHHS, COYCTAHNE C BBIPAKESHHON
3aJIepKKON (PU3NUECKOTrO Pa3BUTHsSI M HAJIMYUEM MHOXKECTBEHHBIX CTHUIM
JIU33MOproreHe3a TpeOyT MPOBEICHHS MUPOKOTO U PEPEeHITUATEHOTO
JUarHo3a Mexy MyIbTH(PaKTOpHUaIbHBIMU ayTOMMMYHHBIMHU 3a00JI€BaHH-
SIMA, MOHOTCHHBIMH ayTOBOCITAJTUTEIHHBIMU CHHAPOMAMH U HACIIC/ICTBCH-
HbIMH OoJie3HsiMH oOMeHa BemecTB. [logoop 3ddexTrBHOM 1 OGe3omacHo
TEpAIuH Y TAKUX NAIMEHTOB SBJISIETCS CEPhE3HON KIIMHUYECKOM 3aJ1a4ueid.
eas nemoncTpamun. [IpogeMOHCTpUPOBATH CIOXKHBIA TUATHOCTUYECKUN
MOWCK W YCIICIIHOE MPUMEHEHUE KOMOWHHPOBAHHOW WMMYHOCYIPECCHB-
HOI Tepamuu (METOTpeKcaT + 3TaHepLENT) y peOeHKa paHHEro BO3pacra
C TSDKEITBIM TIOJIMAPTUKYJISPHBIM FOHOIIECKAM apTPUTOM, PE3UCTCHTHBIM K
CTaHJApTHOM Tepaluu, B COYETAHUU C KOMIUIEKCOM COMYTCTBYIOLIMX MPO-
Onem (XpoHHYECKasi HyTPUTHUBHAS HEIOCTATOYHOCTb, 3a/IeP’KKa MOTOPHOTO
pas3BUTHUS).

OnucaHue KJIMHUYECKOTOo ciay4asi. [lamuent: neBodka, Mupocnasa A.,
Ha MOMEHT BbIMUCKH | roja. PeOeHok oT OepeMEeHHOCTH, OCJIOKHEHHOUN
COVID-19 Bo Il rpumectpe. Ponuiack ¢ Hu3Koi maccoii tena (< 10 mepieH-
Tist). C neprojia HOBOPOXKASHHOCTH HAOII0aeTCs HapacTAIOLIHA e DUITUT
MAacchl TeJa, 3aIep>KKa MOTOPHOTO Pa3BUTHSI (CAaMOCTOSATEIILHO ceJia B 8 Me-
csleB, HE XOAMT). 3aboneBaHue JeOroTUpoBaio B utoHe 2025 roga (B BO3-
pacte 9 mecsreB) ¢ npumyxiaocTu Il manpna npaBoi KUCTH, 3aT€M B MPO-
LIECC BOBJICKIIUCH MPaBbIii TOJIEHOCTONHBIN U 00a KOJEHHBIX cycTaBa. [lpu
MIEPBUYHON TOCTIMTATIM3AIMH B CTAIIHOHAPE TI0 MECTY JKUTEIILCTBA OBbLIT BBI-
CTaBJICH AMArHO3 IOHOIIECKOro apTpUTa, MHUIIMUPOBAHA Teparus MEeToTpe-
kcatoM 5 mr/aen 1/k. Jlanee Obut0 poBeieHo obcnenoBanne B HMUIL 31m0-
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poBbs mereil. OTMedanack mapoBuaHas ae(opMalis KOJICHHBIX CYCTaBOB,
crubaresbHbIe KOHTPAKTYPBI, SKCCYIATHBHO-TIPOIH(EepaTnBHbIC H3MEHEHUS
B IPaBOM TOJIEHOCTOIMHOM cycTaBe M cyctaBe III manpua mpaBod KUCTH.
®usnueckoe pa3BuTHE HU3K0e, rapmonnyHoe. MPT moarBepauna namm-
Ype aKTHUBHOTO CHHOBHTA IPABBIX KOJIEHHOTO, FOJEHOCTOIHOIO CyCTaBOB,
CYCTaBOB TPEIIUTIOCHBI M TeHOCHHOBHTA. lIpm obcnemoBannu (DXO-KT,
VY31 OBII, KT, OT'IC, ko0OHOCKOIHUS) MAaTOJIOIUK CO CTOPOHBI BHYTPEH-
HUX OPTraHOB, MCKIIOYAIONICH BHECYCTABHBIC INPOSBICHUS, HE BBISBIICHO.
Otmeuanack ymepeHnHas cruieHoMeranus. AH® nonoxurensuslil (1:640),
HLA-B27 orpunarensHbiii. Mapkepsl apTpUT-aCCOIMAPOBAHHBIX HH(EK-
Uil oTpuLaTenbHbl. VICKIIOUeHBl HaclleACTBEHHbIE O0Ne3HH OOMeHa (My-
Korroniucaxapuo3, oone3np @adpu u jp.). BeisBnena xene3onepunuTHas
aHEeMHMsl JIETKON CcTeneHH. | eHETHK PEeKOMEHI0BaJl SK30MHOE CEeKBEHHPOBa-
HUE [T NCKITIOYCHISI MOHOTEHHOM MaTooruH. J{neTosor CKoppeKTHPOBa
MUTaHUE U1 KOPPEKIMU HYTpUTHBHOTO Aedurura. OdranpMonaor — mpu-
3HAaKOB yBeWTa HeT. Ha ¢one coxpansiomencss akTHBHOCTH 3a00JIeBaHHS
Ha MOHOTEpany METOTPEKCAaTOM Oblila MHUIIMUPOBAaHA KOMOMHHPOBAaHHAS
Teparusi TeHHO-WH)XEHEpHBIM OunosiormueckuM mpenaparom (I'IBIT) ata-
HepuenToM B go3e 0,8 mr/kr/nen i/k. Ha dhoHe neuenns oTMedeHa moIoKu-
TeJNbHAs TMHAMUKA: YMEHBIICHHE BOCTIAINTENILHBIX N3MEHEHHI B CyCTaBax,
YBEIHUCHUE 00beMa ABIKCHUH, TIOSBICHIE BO3MOXKHOCTH OIIOPBI HA HOTH.
Tepanus npu3Hana 3phexTHBHON U Oe30MacHOM.

IIpakTHyeckasi 3HAYMMOCTB. [IpencTaBieHHBIN Cily4ail WIUTFOCTPUPYET
HEOOXOAMMOCTH TIIATEIHHOTO 00CIEAOBAHUS IS Pa3TpaHUUCHHS FOHOIIIC-
CKOT'O apTpuTa U PEAKUX HACIEICTBEHHBIX CHHIPOMOB IIPU paHHEM Jie0roTe
W aTHITUYHON KIMHWYECKOH KapThHE. [leMOHCTpUpyeT 1enecoo0pa3HoCTh
1 3(p(HEeKTHBHOCTH CBOCBPEMCHHOTO Ha3HauUCHHsT KOMOWHHPOBAHHOW Tepa-
mun (metorpekcar + I'OBIl) y mammeHToB paHHEro Bo3pacTa ¢ TSDKEIBIM
U pe3UCTeHTHBIM TeueHneM FOA i ObICTpOro moaaBiIeHHs BOCHAICHUS U
MIPEOTBPANCHUS MHBaIUIN3aluu. [loquepkuBaeT Ba)KHOCTh COBMECTHOM
paboThl peBMAaToI0ra, FreHeTHKa, TMETOJIOra, OPTOIela U IPYTruX CHelnaiu-
CTOB JIJIsl BEICHUSI CJIOKHBIX MAIIMEHTOB C coueTaHHOM naronorueit. Ciyyai
SIBIISIETCS] IPUMEPOM YCIIEIIHOTO MPUMEHEHHS BBICOKOTEXHOJIOTMYHON Me-
nunuHCKoi momoru (BMIT) B cOOTBETCTBHM € TOCYIapCTBEHHBIMU CTaH-
JlapTaMH, YTO TO3BOJIMJIO JOOUTHCS KOHTPOJIS Hall 3a00NeBaHUEM M yIyd-
IIUTh KAUeCTBO KHU3HHU peOeHKa.
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CNoXXHOCTU ANArHOCTUKU U NeYeHUs BOASIHKU
Y HEAOHOLWIEHHOIro HOBOpPOXXAE€HHOro npu
OAHOBpeMeHHOﬁ peanun3aumun UMMYHHbDbIX

N HEeMUMMYHHbIX MeéXaHU3MoB

Bonovipesa A.M.!
Hayunvle pykosooumeni. K.m.H., 0oyenm Kpoz-Hencen O.A."2,
Vpeykas E.B.%; k.m.n. Jenowxuna A.A.°

'@I40Y BO Ilepsviii MTMY um. U.M. Ceuenosa Munzopasa Poccuu
(Ceuenosckuii Ynusepcumem), *®@I'BY « HayuonanvHwiil MeOUYUHCKULL
uccnedo8amenbCKull yeHmp aKyuepcmaed, SUHeKoN02UuU U NepUHamonocuu
um. axkao. B.1. Kynaxosa» Munucmepcmea 30pasooxpanenusi Poccutickou
Dedepayuu

AKTyaJabHOCTb. BomsHka muoma ocTaercsl ogHON W3 HamboJee CIOKHBIX
npobJjeM HEOHATOJIOTMHM W TEPUHATATbHOW MEAMLMHBI, XapaKTepU3ysich
BBICOKOH JIeTaIbHOCTBI0. CoueTaHne MMMYHHBIX, 00YCIIOBICHHBIX TEMOJIH-
TH4ecKoi 0one3HbI0 HOBOPOXKAEHHBIX (I'BH), 1 HEMMMYHHBIX TPOSBICHUNA
BOJSHKU 3HAUUTEJIbHO YCIOXKHSAET AMAarHOCTUKY, TAKTUKY BEIEHUS U INPO-
THO3 TaKuX JieTeil.

Leanr nemoncrpanuu. [lokasars 0COOCHHOCTH TEUCHUS M KIMHHYECKOTO
BE/ICHHUS HEJOHOUIEHHOTO HOBOPOXAEHHOTO ¢ KOMOMHUPOBAHHOW (MMMYH-
HOW M HEMMMYHHO#) BOJISIHKOM IJ1071a, pa3BuBIieiics Ha ¢pone ['BH u map-
BOBUPYCHOH HH(EKINH.

OnucaHue KIMHUYECKOTO ciay4dasi. Manpuuk M., ot 3-ii 6epeMeHHOCTH,
3-UX POIIOB Yy JKEHIIMHBI C TIEPBOI IPYNION KPOBH M OTPHULIATENILHBIM Pe3-
yc dakropom. bepeMeHHOCTE OcnmoxHMIACH B I TprMecTpe obocTpeHneM
XpoHHYeCKoro nuenonedpura u yrpo3oil mpepsiBanus. Ha 25-if Henene
recraruy ObIIa BIEPBBIC TUATHOCTHPOBaHA aJUIOMMMYyHHU3anus K D-aHTH-
TeHy C THUTPOM aHTHUAIPUTPOLMUTAPHBIX aHTH-D-antuten 1:1024. Ynprpas-
BYKOBOE€ MCCJIEJOBAHUE BBIABUIIO MPU3HAKU TSKEJIOW aHEMUU U BOISHKHU
mioaa. Jlanee, HECMOTpsl Ha MPOBEJACHHE BHYTPUYTPOOHBIX TpaHCQy3uid
JnoHOpckux sputponutoB (BYTID), y mioga coXxpaHsuIUCh TMPU3HAKH TsI-
JKENON aHEMHUU U Mporpeccupyrouieil BogsHku. IIpu nocnennel nHTparne-
putoneansHoit BYTJID B acumrrueckoit xunkoctu mioga metogom [P
Obu1 nerexTupoBaH napoBupyc B19. Pogopaspemenue Ha 30-ii Hexene
recTaldu MyTeM 3KCTPEHHOH onepaluu KecapeBa ceueHus. Hemonoien-
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HBI HOBOPOXKIECHHBIN ¢ npu3HakaMu otéuHoi ¢opmbl ['BH B poaumbHOM
3aJie moTpedoBasl MHTYOAIMN TPaxeH, UCKYCCTBCHHON BEHTHIISIMH JISTKUX
W BBeJIeHUs cypdakranTa. B oTieneHnn peaHnMaliyu 1 HHTEHCHBHOM Tepa-
T HOBOPOXKICHHBIX MPOBOIMIACH PECTIMPATOPHAS Teparus (B TOM UHCIIe
BBICOKOYACTOTHASI OCLUUIATOPHAS) ¢ NONHON oTMeHOM Ha 18-e cyTku. [Ipu
POXICHUH IUAarHOCTHpoBaHa kputnueckas anemus (Hb 41 r/m, Ht 12 %)
u TpomOonuTonenus (38 x 10%/m). ['unepomnmupyounemus (123,6 MKMOIB/1T
B ITyIIOBHHHOW KPOBH) MOTpeOOBajia MPOBEACHHUSI YaCTUIHOTO 3aMEHHOTO
HEepeNuBaHUsl KPOBU B 1 4ac *KM3HU U MOJHOTO 3aMEHHOTIO NEepeluBaHUS
KpOBH Ha 6-M "acy *u3HU. Ha one Tepanui nMMyHOTITOOYTHHOM YeI0Be-
Ka MaKCUMaJIbHBIH ypOBeHb OmmupyouHa goctur 233,9 MkMoib/a. B 1 c.ok.
JUTT KOPPEKIUH acCIUTa, OCIOKHUBIIETOCS MHTPAaadJOMHHAILHON THIEp-
TEH3HEH, BBINOJHEH JIaapolleHTe3 ¢ 3Bakyarueit 147 mi sxuakoctu. Takxe
WHTCHCHBHAS Tepanusi BKJIOYasia B ce0sl aHTHOAKTEPHAIIbHYIO, KapIUOTO-
HUUYECKYI0 ¥ FéMOCTaTH4eCKyl0 Tepanuio. PeOeHok BhIMUCAH HA 55 C.K. B
cTaOMIBHOM cOCTOSHMM. Ha mepBoM romy »HW3HM OblIa JHATHOCTHPOBAaHA
JIBYCTOPOHHSISI CEHCOHEBpAJIbHAsI TyTOYXOCTb 4 CTENEHH, MAJIBYUK HOCHUT
cityxoBoi annapat. K Bo3pacTy 2-x 51eT u 3-X Mecs1eB ICUXOMOTOPHOE pa3-
BUTHE COOTBETCTBYET BO3PACTHOI HOpPME.

IIpakTuueckas 3HauumocTb. [IperncraBieHHBI ciaydail noguépkuBaer
HeoOXoauMOCTh paHHed nuarHoctuku ['BH, nuHamMudeckoil npeHatab-
HOW OLICHKHM COCTOSIHHSI TUIO/Ia M TOTOBHOCTH TIEpPHHATATBHOW KOMaHIBI K
MPOBEJCHUI0 MHTEHCUBHOM Tepamuu cpasy nocie poxzieHus. CoderaHue
MMMYHHOH 1 HEMMMYHHOH BOZISHKH TpeOyeT MepCoHaIN3NPOBAHHOTO MO~
xona. Knmunveckoe HaOroneHNE CIIOCOOCTBYET YIy4IIEHHIO MOHHMMaHUS
MIPOTHO32a, ONTHMHU3AIMH JIEIeOHON TaKTHKH U pa3padOTKe aIrOpPUTMOB Be-
JICHUS] HOBOPOXKAEHHBIX C TSKENBIMU MPOSIBICHUSAMH BOJSTHKH.
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Cunpgpom Kannepa-[)XoHca:
KJIMHUYECKUI criyyan

Benuuxo A.A.", I'yposa H.FO.!, Casenroea E.A.!
Hayunvie pyxosooumenu: k.m.u., ooyenm Cuuunaea U.I!; k.m.n., doyenm
Hemuna E.C.*2; Hlapubocanosa E.M.?

!DIA0Y BO Poccutickuil HAUUOHANbHBLIL UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. [Tupocosa Munzopasa Poccuu,
’Poccutickas 0emcKas KIUHUYecKkas OOmIbHuya —

Gunuan @IAOY BO Poccutickuil HAyuOHATbHBIL UCCE008AMENbCKULL
meouyunckutl yuusepcumem umenu H.U. Iupoeosa Murnsopasa Poccuu

AxkTyaabHocTb. Cunapom Kamnepa—/[»xoHca — peikoe ayTOCOMHO-/IOMH-
HaHTHOE 3a00JIeBaHue, MPUUUHON KOTOPOTO SBJISIFOTCS U3MEHEHUS HYKJIeO-
TUIHOH MMOCIe0BaTeNIbHOCTH B TeHe GLI2. XapakTepHbIMU (PCHOTHITHYC-
CKHMMH TPOSBJICHUSMHU JTAHHOTO CHHAPOMA SIBIISIOTCS: THIOMUTYUTApU3M,
AQHOMAJIMM CTPOCHMS JIMIIEBOTO YEperna, NONUAAKTIINS U JAPYTHe MOPOKH
pa3BUTHUS BHYTPEHHUX OPraHOB. AKTYaJbHOCTh CHHIPOMA OINpENeseTcs
€ro MecToM B an¢pepeHInaIFHON THArHOCTHKE BPOKICHHOTO THITOTTUTYH-
Tapu3Ma, 0COOEHHO COYETAIOLIETr0Cs € JIULEBBIMUA AUCMOPDUAMU.

Lean nemoncrpanuu. [IpogeMOHCTpUPOBATH AITOPUTM JHATHOCTHKH, JTH-
HAMHUUYECKOr0 HAOMIOAEHHS 1 KOMIUIEKCHOTO JIedeHUs: pebeHKa ¢ reHeTu4e-
CKH 0OYCIIOBJICHHBIM THITOTUTYHTAPU3MOM U COITyTCTBYIOIINMHE BPOXKICH-
HBIMHU MTOPOKaMHU pa3BuTHs. [loM4epKkHyTh BaXKHOCTh MEKIUCIUILITUHAPHO-
ro B3auMOJIEHCTBUsI (IHAOKpHHOIIOT, Xupypr, JIOP, odranremoror, yposor,
TeHEeTUK) U HEOOXOAMMOCTH aJalTallid 3aMeCTUTENbHOW TOpPMOHAJIbHOU
TEparMy B COOTBETCTBHHU C BO3PACTOM, JIAOOPATOPHBIMH ITTOKA3aTEISIMHA U
OOLIMM KITMHUYECKUM COCTOSIHUEM.

Onucanue kJanHUYeckoro caydasi: Mamsuuk b., 1 . 1 mec., moctynmn
B OTJEJICHHE C jkajJo0aMM Ha HU3KHE TeMIbl pocTa (mpubaBka B pocTe
3a 1 rox xu3au — 15 cm, SDS ckopocTu pocra —4,5).

W3 anamHe3a >kxu3HU: peOCHOK OT 2 HOPMAJIbHO MPOTEKaBIIeH OepeMeHHO-
CTH, 2 CPOYHBIX (PU3HUOIOTHIECKUX POIOB. [IpeHaraapHO qHarHOCTHpOBaHA
pacuienuHa ryosl U HeOa. [Ipu poxxnenun: niuna 53 oM, macca 3070 . Ha
4 CyTKM XHM3HH — DIH30] C aKPOIIMAHO30M, CYIOpPOTaMH, OpaJnKapauei,
runonukeMueil. I1o pesyasraraMm TOpMOHAIBHOTO UCCIEIOBAHUSA: BTOPUY-
Hasi HQIMMOYSYHUKOBAST HENOCTAaTOYHOCTh (KopTu3on 31,8 HMoms/im; AKTT
<5 ur/mi), Bropuussiii runorupeo3 (TTI 0,15 mEn/n; T4 0,008 Hr/mn).
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Muunuuposana Teparusi THAPOKOPTU30HOM U JIEBOTUPOKCUHOM. OOBEKTHB-
HO TIpH MOCTYIUICHUH: JuHA Tena 69 cm (SDS -2,96), macca Tena 7,7 K.
BoipakeHHbIE CTUIMBI AM3IMOpPUOreHe3a: YeIIOCTHO-JIMLEBbIE aHOMAIUU
(IBYXCTOpOHHSIS paclieliiHa TyObl W HeOa, yIUIomeHne Hoca). 3aliepiKka
HEPBHO-TICUXUYECKOTO Pa3BUTHs. YPOJOT: JIBYyCTOPOHHUI KPUITOPXHU3M;
odTampMoJor: aHruonarus (AUCTpodus) CeTYaTKH; CypAOJIOT-OTOPHUHOIIA-
PHUHIOJIOT: JBYCTOPOHHMI 3KCCYIaTUBHO-aJAre3UBHBIA OTHUT, TUNEpTpodus
aneHonnoB. [lo namabiM MPT ronoBHOrO Mo3ra: skTomnusi Helporunodu-
3a. C 1enplo0 BepuUpHUKALMK JUarHo3a y peObeHka ¢ BbIPaXKEHHOW 3a1epiK-
KOM pocTa, BTOPUYHON HAJAIIOYEYHUKOBON HEAOCTATOYHOCTHIO, BTOPUYHBIM
TUTNIOTHPEO30M, HAJIMYMEM XapaKTEPHbIX aHOMAJUil KOCTEH JIUIIEBOTO Ye-
perna TPOBENCHO MOJICKYISIPHO-TEHETHUECKOe HWCClieloBaHne. BrisBiieH
MaTOreHHBIN TeTepPO3UTOTHBIN BapuaHT MyTauuu B 10-m sx3oHe reHa GLI2
(NM_005270.5):¢c.1478A>G (p.His493Arg), uyTo NOATBEpKIACT KIMHUYE-
CKUi auarHo3. MHunuupoBaHa Tepanus peKOMOMHAHTHBIM TOPMOHOM PO-
cra o kKouTpoiem MDOP-1.

IpaxkTuyeckas 3HayuMocTb. Cunapom Kamnepa—/xonca TpeOyeT Myib-
TUJAMCIUTUIMHAPHOTO TUArHOCTHYECKOTO mojaxoa. [IpencraBieHHbId KITH-
HUYCCKUH CITydail MOATBEPIKIAeT MOTUMOP(PHU3M TaHHOTO CHHAPOMA, MOJ-
YEepPKUBACT HEOOXOIMMOCTh PACHIMPEHHOTO AN (EepeHINAIFHOTO TOMCKa
IpU COYETAHUU TUIONUTYUTApU3Ma M AHOMAJMH Pa3BUTUS CPEIMHHBIX
CTPYKTYp JIUIa ¥ MO3Ta, a TAKXKE JEMOHCTPUPYET 3HAYUMOCTh MOJICKYJISIP-
HO-TEHETUYECKOT0 UCCiIe0BaHusl. PaHHSIS BepU(pHKAIMSI JUATHO3a CIIOCO0-
CTBYET CBOCBPEMEHHOMY Ha4ally TeparvH, YJIydliaeT MPOrHO3 U Ka4eCTBO
JKU3HU MalMEHTOB.
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MynbTudaKTOpHbIN reHe3 NnepuHaTasibHoOro
apTepuanbHOro ULLEeMUYECKOro MHCY/IbTa

Bnox FO.A.!
Hayunwiii pykosooumens: k.m.u., ooyenm Jlapuna JI.E.?

!@IA0Y BO Ilepsoiti MTMY um. U.M. Ceuenosa Munzopasa Poccuu
(Ceuenosckuii Ynusepcumem); *@IAOY BO Poccuiickutl HayuoHAbHbLI
uccnedogamenbekutl meouyunckutl ynusepcumem umenu H.U. Iupocosa

Munsopasa Poccuu

AKTyaJabHOCTb. [leprHaTanpHbIe apTepruanbHble HIIEMHYSCKIE HHCYIBTHI
(ITAUN), peructpupyemsie ¢ yactotoit 1:2300—5000 >kuBBIX HOBOPOXKAEH-
HBIX, TIPEACTABIAIOT COO0H OHYy M3 Hanboee 3HAYNMBIX IPHYUH TETCKON
HEBPOJIOTNYECKON HHBAIUIHOCTH.

Heanr nemonctpanun. Ha mpuMepe KIMHUYECKOTO HAOMIONEHHS IMPOIe-
MOHCTPHUPOBaTh HEOOXOMUMOCTh KOMIUIEKCHOTO IMOJXO/a K ITHATrHOCTHKE
[TAUW, yuuThHIBarOMIETO COBOKYITHOE BIIMSIHUE TE€HETUYECKHUX, CHHIPO-
MaJIbHBIX ¥ BHEIIHUX TPHUITEPHBIX (DAKTOPOB, TAKHMX KAaK MATECPUHCKHIA
COVID-19 u nepunaranbHas ac(hUKCHSL.

Onncanne KIMHAYeCKOro ciay4das. Jesouka, pomunace Ha 40-if Hexene
TeCTaIlX OT MePBOH OEPEMEHHOCTH Y KCHIIWHBI C OTSATOIICHHBIM THHEKO-
JOrMYEeCKHM aHAMHE30M, OCJIOXKHEHHOH B 3-M TPUMECTPE KOPOHABUPYCHOM
uHpekme erkoit Gopmel, ¢ maccoit 3070 T, ymHoM 51 cm. [pu poxe-
HUH YMEPEHHast aC(PUKCHS ¢ MOCIEeNYIOIel peaHuMalliell U yCTaHOBKOH ca-
MOCTOSITEIIBHOTO JIbIXaHusl, 5/7/8 mo Anrap. Ha 3 cyTKu )XKH3HH MOSIBUIIACH
HEBPOJIOrMYecKas CHMITOMATHKA 1 PEOCHOK MEPEBE/ICH B OTICICHUE MaTO-
JIOTHM HOBOPOXJIEHHBIX M HemoHomeHHbIX aereit (OITHuH). 1o manHbIM
kommbiotepHOl ToMorpaduu (KT)-kapTrHa OCTPOro HapyIICHHS MO3TO-
Boro kpoBooOpanienus (OHMK) mo unremMmnyeckomy Tuiy B Oacceitne Je-
BOI cpenneit Mmo3roBoii aprepuu (CMA) u BeprebpoOasuisipHoM Oacceline
(ASPECTS 1-2). Ha ¢oHe nuxopaJ K ¥ MICOIUTO3a B JIMKBOPE MTPOBOIUII-
sl TIOUCK HelpouHpekImu, KoTopas Obita uckimodeHa. [Ipu obcnenoBanuu
B M/IKb («Mopo3oBckasi jaerckasi ropojickas KIMHUYECKas OOJBHHUIAY)
JMAarHOCTHPOBAHO HHCTPYMEHTaJIbHO: MP-IpH3HAKM KHCTO3HO-TIIMO3HOU
TpaHC(OpPMAINX BEIIECTBA TOJOBHOTO MO3ra B TEMEHHON W BHCOYHOM J10-
JSIX CJIeBa; (PEHOTUIMMYCCKH-CTUTMBI TU33MOPHOreHe3a: OIHOCTOPOHHSS
pacmienHa TBEpAOro Heba M reMaHTHOMa HIDKHETO BeKa. | eHeTHuecKuit
aHamu3 MONMUMOP(U3MOB BBISIBIII KOMIUICKC MyTalUi, acCOLUHPOBAH-
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HBIX ¢ TpoMOO(dUIIHel: TOMO3UTOTHBIE MyTallu TeHoB /TGA2 (uHTerpuHa
anbda 2) u SERPINE] (naTHOUTOpa aKTHUBATOpa IJIa3MHHOTEHA); TeTepo-
3UTOTHBIE MyTaluu reHoB FGB (pubpunorena 6era), /TGB3 (uHTerpuHa
oera-3), MTR (MetnoHuH cuHTa3bl), F13A41 (pakropa cBepreiBanus XIII).
C yderoM (PEHOTHIIMYECKUX OCOOEHHOCTEH MPOBOAMIIOCH HCCIIEOBAHUE
Ha CHHAPOMAJBHYIO HATOIOTHIO, B PE3yIbTaTe KOTOPOTO BBISBICH BapHAHT
B rene KMT2D, accouunpoBaHHbIil ¢ cunapoMoM KaOyku. YuuTsiBas BO3-
pacT marpienTa U BapuabelbHOCTh KIMHUIECKUX TPOSBICHUN, HCKITIOUUTD
€ro IMOJHOCTBIO HE MPEIOCTaBIIOCh BO3MOXKHBIM. Ha (hone mpoBogumoit
Tepanuy (aHTUKOATYJSIHTHOW W TIPOQPHIAKTHIECKONW, KOMIUIEKCHON peadu-
JUTAIMK) OTMCUYCHA IOJOKUTEIbHAS JIMHAMHKA: MPHOaBKa MAacChl Tela,
OTCYTCTBHE BOCHAIUTEIBHBIX U3MEHEHHIT; 110 faHHbIM MPT I'M (maraut-
HO-PE30HAHCHON TOMOTrpa(uy roJIOBHOIO MO3ra) — PEeKaHaJIM3alHs TPOM-
0032, 9TO MOCTY)KMJIO OCHOBAHUEM JJISI BEINMUCKH PeOCHKA M3 CTalMOHApa
1oJ1 HaOIoIeHNe Bpayeil.

IIpakTuyeckas 3HauuMocTh. Ciydaii 00OCHOBBIBACT: HEOOXOJMMOCTH
PacCIIMPEHHOTO MOJIEKYIIIPHO-TeHeTUYeCKoro TectupoBanus mnpu [TAUU;
BaXXHOCTH yueTa MarepuHckoro COVID-19 kak 3HaunMOro nepruHaTaibHO-
rO MPOTPOMOOTUYECKOTO TPUITEPA, a TAK)KE KOMIUIEKCHOM OLIEHKHU IOJTY-
YCHHBIX JaHHBIX ((EHOTHII, aHAMHE3, TeHEeTHKA); () (HEKTUBHOCTh paHHEH
AHTUKOATYJISTHTHOH Teparuu.
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HenonHas ¢opma 6onesHn KaBacaku:
AMarHoCTUYECKUiA BbI3OB U KPUTUYECKUI Ae6IoT
y pe6eHKa rpyaHoro BospacTta

Tabyesa A.M., E¢pumosa H.B.
Hayunwii pyxogooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AxtyanabHocTh. bonesnp Kapacaku (BK) wimm cnm3ucto-koxHbIH JTMMQO-
HOZYJISIPHBII CHUHIIPOM — OCTPO MpOTEKarolllee CUCTEMHOE 3a0ojeBaHue
C TIPEUMYIIECTBCHHBIM MOPAKCHUEM CPEIHUX M MEJKHX apTepuil u pas-
BUTHEM JECTPYKTUBHO-IIponudepaTUBHOr0 Backynuta. Hauboiee uacto
BK BcTpeuaercs y merei TpyaHOTO U paHHETO BO3pacTa ¢ 4acToTon 6,6 Ha
100 000 neteit o 5 ner. OcoOble TPYAHOCTH B KIMHUYECKOW MPAKTHUKE
npeacTapisieT HenonHas popma BK, mpu koTOpoi OTCYTCTBYET MOTHBIN Ha-
00p KIaCCHYECKUX KPUTEPUEB, YTO 3HAYUTEIHHO MMOBBILIAET PUCK 3aJICPKKU
MIOCTAaHOBKH JIMAarHO3a U YBEIMIHBACT BEPOSTHOCTH TKEIBIX KapIHATBHBIX
ocnoxxHenuid. KiroueBas onacnocts bK 3akirouaercs B pa3BUTHH aHEBPU3M
U CTEHO30B KOPOHAPHBIX apTEePHid, YTO TOTICPKUBACT KPUTHICCKYIO BaXK-
HOCTb PaHHEH TMAarHOCTHKH U a/IeKBaTHOW Teparuu.

Leasr nemoncrpanuu. IIpuBieys BHIMaHHE K OCOOCHHOCTSIM TEUCHHS U
KpailHel CII0)KHOCTH JAMAarHOCTUKHU HeroidHoH ¢opmbl BK y MiageHes.
Onucanue KIMHUYECKOTOo cay4dasi. Mansuuk 5 mec. moctynuin B MIAT' Kb
¢ skanobamu Ha GeOpUITBLHYIO JIMXOPAJKy Ha MPOTsHKeHUM 12 auei. M3 ana-
MHe3a n3BecTHO, 4To 05.10.25 nosiBunace NsTHUCTAs CHITIb HA TPYIH, BEPX-
HUX ¥ HWKHUX KOHEYHOCTSIX, U3-3a Yero oOpaTHIIUCh K TeJUarpy, 3arnofo-
3peHa poseoia. C 07.10 mo 14.10.25 6but rocriutanusuposad B Kb 1, tie
MIPOBOJMIIACH aHTHOAKTEpUaIbHAA U TIIIOKOKOPTUKOUAHAS Tepanus. Y YUThI-
Bas HalTM4re QeOpHIIbHON TeMIiepaTypbl OoJiee 5 THEH, ChIITU U OTCYTCTBUE
CJIM3MCTO-KO)KHOTO CHHJIPOMA, OBLJIO 3aIl003PEHO TeYEHHE ayTOBOCHANIU-
TeNbHOTO 3aboneBanus — HenoHoM Gopmbl BK. C nenbro 1oo6cnenoBa-
HUS U BepuduKkanuu auarsosa pedenok 14.10 Obl1 HanpaBiIeH B peBMAaTo-
norndeckoe otnenenne MJII'KDB. Ilpu moctymineHnn cocrosHue cpenHen
CTENEHU TSHKECTH, OTMEUanach BOCHAIUTENbHAS MEJIKOTOYeYHas ChIMb Ha
TIMIIE, TIOSIBIISIOIIAsICS HA BBEICOTE KpHKa. JlabopaTopHO: HOpMOXpOMHAST aHe-
MUl CpeAHEH TSHKECTH, 3HAUMTENbHBIH TPOMOOLIMTO3, BbICOKAsi BOCIAJIH-
TenbHast akTuBHOCTh — ToBbimeHrne COD u CPb. Bepudukanus auarsosa
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HenonHo#l hopmel BK cTana Bo3MoxkHOM Oaropapsi coueTanuio Ghedpuiib-
HOW JTMXOPAJIKK MPOJOJKUTEIHHOCTBIO Oosiee 5 JIHEH C ChIbIO, BHICOKOH
71a00paTOPHOM aKTMBHOCTHIO BOCHAJIUTENLHOTO IMPOLEcca U Pa3BUTHEM
TpomOoruro3a. Ha 12-p1it mens 3a0oneBaHus MPOBENEH Kypc BHYTPHBEH-
Horo uMmMmyHonooynuna (BBUI') ¢ Hauanom aHTHAarperaHTHOM M aHTHUKOA-
TYISTHTHOW Teparuu. B mepBeie THU JIeUeHHs 0TMEYanoch yCyTryolneHue mna-
TOJIOTMYECKUX n3MeHeHuit: 18.10.25 aHaiu3 ra30B KPOBU BBISBHII TSKEIbINA
MeTabomuIecKuii aiu03, runepiakraremuro. K 20.10.25: anemus Tsokenoi
creneHu U nopbimieHne NT-pro BNP, uro yka3piBano Ha MUOKapAHaIbHbIN
cTpecc Ha (oHe cucTeMHOrO BocnaneHus. [locme mpoBeneHHo# TpaHcdy-
3UM IPUTPOIUTAPHON B3BECH U TpopospkeHust tepanuu 21.10.25 anemus
KyTpoBajiach, TPOMOOIINTO3 COXpaHsuIcsa. B pesynbrare seueHus yganoch
KyIHPOBaTh OCTPBIA METabOIMYECKH KpU3, CKOPPEKTUPOBATh aHEMUIO U
JIOOWUTHCSI HOpMATH3any MapKepoB BOCTIaJICHNUS. PeOeHOK BBITICAH B yIOB-
JIETBOPUTEIBHOM COCTOSIHUM TIOJ HAOIIO[EHUE CIELHUAINCTOB, C PEKOMEH-
Jlaied POIOJDKUTH TEPAUIo alleTHIICATUIINIIOBON KUCIOTOM.
IIpakTHyeckast 3HAYUMOCTD. J[aHHBIN KIMHUYECKUHN CITydall TEMOHCTPHU-
pyeT Tsbkenoe TedueHme HemomHoW (opmel BK y mmanenma, mpusenmiee
K Pa3BUTHIO YIPOXKAIOMIMX KU3HU COCTOSIHUN (TSHKETIOMY METa0OoIHYeCKo-
My anmIo3y, TSDKenol crerneHn anemuu). Henonnas dopma BK siBisiercs
CIIOKHOM 3ajjadeil Al IUAarHOCTHKH, HO JIaDopaTopHble MapKephbl U 9XO-
KapauorpaduyecKkue M3MEHEHUS JIOIKHBI CITY)KUTh TTONTBEPIKIACHUEM JIJIs
Bepu(UKaLKMU JUarHo3a U Hayajia cBOeBpeMeHHoro jedeHus 10 10 nueit ¢
MOMEHTa Havaja juxopaiku. Ilo3qHee Hauaso jeyeHUs 3HAUUTENIBHO IIO-
BBIIIAET PUCK PA3BUTHUS MOTEHLUHUAIBHO XU3HEYTPOKAIOIIUX CEPASYHO-CO-
CYIUCTBIX OCTIOKHEHHH (aHEBPHU3M KOPOHAPHBIX apTepuii). Takum obpazom,
CiTy4aid SBJISIETCS SPKUM HAlIOMUHAHHUEM O TOM, YTO PaHHssS TMarHOCTHKA U
He3aMeTUTeNbHasl crierduyueckas Teparnus sSBISIOTCS 3aJ10rOM MUHUMH-
3aIU HEOOPATUMOTO COCYIUCTOTO MOPAKEHHUSI.
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PaHHAA anarHocTuka runep-lge-cuHapoma:
3HayeHue gNnsa nporHosa u apPpeKTUBHOCTH
Tepanuu

Haiixec A.B.!, Pyzuesa K.A.!, Angpumosa A.C.!
Hayunvie pykosooumenu: 0.m.1., npogheccop Kopcynexuit A.A.";
o.m.1., npopeccop Cmupnosa I'H.'; k.m.n. Sunosvesa H.B.’

'@I40Y BO Ilepsviii MTMY um. U.M. Ceuenosa Munzopasa Poccuu
(Ceuenosckuti Yuusepcumem), *I'BY3 2copoda Mockeul «/lemckas
2opoockas knunudeckasn donvruya Ne9 um. I'H. Cneparncrozo
Lenapmamenma 30pasooxpanenus copooa Mockebvi»

AxryanabHocTs. [unep-I1gE cunapom (HIES) — rpynna BpoxIeHHBIX Je-
(exroB nmmynuteta (BJIN) u Xapaktepusyromasicsi TpHaioi CUMIITOMOB:
CTOMKOE TIOBBIIIEHHE YPOBHS ChIBOpOTOYHOrO IgE, sK3ema, peuuauBupy-
I0re KOKHBIE W peCTHpaTopHble WH(EKnnu. PacrmpocTpaHeHHOCTh —
okono 1 cimyuas Ha 1 muiH HaceneHus. Ha cerogHsmmHuil JeHb OMUCAHO
8 renernueckux BapuantoB HIES, Haubonee pactipocTpaHEHHBIM SBISETCSI
STAT3-accouuupOBaHHBIN, HAcAEIyeMblil MO ayTOCOMHO-AOMUHAHTHOMY
tuny (=70 % cmy4aes), COMPOBOKIAIONIMNACS XapaKTEPHBIMU HEMH()EKITH-
OHHBIMH TPHU3HAKAMU: AaHOMAJIMU JIMIEBOTO CKeNeTa, TMIePMOOUIBHOCTh
CYCTaBOB, 3aJiep>KKa BBITIAICHHUS MOJIOUHBIX 3y00B U 1p. [l panHel unen-
Tudukanuu 3aboneBanuss HaumoHadbHBIM HHCTUTYTOM 310poBbsi CILIA
pa3paboraHa KIWHHKO-TabopatopHas mkama Grimbacher B, omgnako 3ta
cucteMa MajouHpopMaTiBHa A AuarHoctuku B y ManeHbKuX JeTei,
TaK KaK KJIMHUYECKas KapTHHA Pa3BUBAETCs IIOCTENEHHO 10 MEepe pocTa U
pa3BuTus pebenka, a HeoHatanbHbld ckpuHUHT (TREC, KREC) wacto nHe
BBISBIIIET HAPYLICHHUS.

Heas gemoHcTpauuu. IloBbIIEHHE HACTOPOKEHHOCTH MPAKTHKYIOLIMX
Bpayeil B OTHOLIEHUHU PEAKUX HO30JIOI'MM, yUNThIBAs aTUIIMYHOE TEUEHUE U
TPYIHOCTH JUATHOCTUKHU JJAXKE B YCIOBHUSIX PACIIMPEHHOTO HEOHATAIbHOTO
ckpununra. HIES acconnnpoBan ¢ BEICOKO# JT€TaTbHOCTHIO M MHBATMN3a-
LUeH, 0OJJHAKO paHHSS JUArHOCTUKA M TEParusi MOTYT 3HAYUTENBHO MOBBI-
L1aTh Ka4€CTBO >KU3HU NallUEHTOB.

OnucaHue KIMHUYECKOro ciayyas. JleBouka, 1 ron 3 mecsna, ¢ Bepuduuu-
POBaHHBEIM KOMOMHHPOBAHHBIM HMMYHOAE(HHUIIUTOM — CHHAPOMOM THIIE-
pummyHornoOynunemun E ¢ mytanueii B rene STAT3 (c.1909G>A). Ilepu-
HaTaJbHBIN aHaMHe3 He oTsirouieH. C poykIeHHUs OTMEUaIuCh CTOMKUE CPbI-
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TUBaHMA, HEJJOCTaTOuHbIe IPpUOaBKU Macchl Teia. Ha 20-i neHp xxu3Hu —
OOMIIbHBIC YTPEeBHIC BHICHITIAHNS. HacmeacTBeHHBIN aHAMHE3 OTSTOIIEH: 1O
MaTepHHCKON JINHUM — CMEPTh peOEHKa B MOCTHATAIBHOM MEpHOJIE, POAH-
TEJIN — STHUYECKHE apadbl, Opak He OMU3KOPOACTBEHHBIA. B mH(beKIon-
HOM aHaMHe3e: B 3 mMec. — (ypyHKyJe3 IIeH | TOJIOBBI, B 4 Mec. — JIBY-
CTOPOHHSISI ONMCETMEHTApHAas! THEBMOHMSI, B 5 MEC. — JABYCTOPOHHSSA Jie-
CTPYKTHBHAsI THEBMOHMS C TUIEBPAJIbHBIM BBIITOTOM M MCXOJIOM B ITHEBMATO-
1esie, B OpOHX0abBEOJISIPHOM JIaBaKe BBISBICHBI P, jirovecii, Aspergillus.
B 7 mec — pacnpocTpaH€HHas nmoauMopgHas Chlllb Ha KOXKE BCETO Tena,
perpeccupoBaBiasl Ha (pOHE MECTHON YBIQKHSIOMICH Tepamud, K 1 roxy
3 Mec. — eIMHUYHbIC 3PUTEMATO3HO-MAMYIE3HbIE NEMEHThl 03 MpU3Ha-
KOB BTOPUYHOW MH(DEKIINH 3a Tiepuo HabmoneHus. B xone maboparopHoro
oOcnenoBanust BeisiBIeHO moBbiieHue IgE (no 740 En/mi), 303uHO(IITHS,
pennAnBUpYIONIast HEHTPONECHNUS, BIUIOTH 0 arpaHyJIolNTO3a, B UMMYHO-
rpaMme HapyuieHue quddepeHpoBKr B-muMponuToB 1 CHIKEHHE ypOB-
Ha IL-17A n IFN-y npu Hopmanbssbix 3HaueHusix TREC u KREC. Unctpy-
MEHTaJIbHO — KOMIIPECCHOHHBIE nepesombl Tel 1o3BoHKoB (Th7, Th10) na
¢one ocreomnoposa. Pacuér mo mxane Grimbacher B. cocrasun 40 6aios,
YTO CTal0 OCHOBAaHHWEM I MOJIEKYISIpHOW BepHduKaunu auarxosa. Te-
paneBTUYECKHU TTOIXOA BKIIOYAN JUIMTENBHYI0 aHTHMHUKPOOHYIO, TPOTH-
BOIPUOKOBYIO TEPAIHIO, 3aMECTUTENILHYIO TEpaNuilo UMMYHOINIOOYIHMHOM
U CTUMYJISIIHIO TPAaHYJIONUTOIOA3a, Ha (POHE KOTOPOH MHUHMMH3HUPOBAHBI
UH(EKINOHHBIE 3MH30/bl, HOPMAIM30BaHbl MacCO-POCTOBBIC MOKA3ATEIIH.
EnuHCTBeHHBIH KypaTHBHBIM METOI — TPAHCIUIAHTAINS TEMOITOTHUCCKUX
ctBoJI0BbIX KJIeToK (TI'CK).

IIpakTuueckas 3Ha4YMMOCTb. IIpencTaBieHHBIH KIMHUYECKUN cCilydait
WUTIOCTPUPYET CIMKHOCTh paHHel auarnoctuku HIES. Hopmanbhbie mo-
kazarein TREC u KREC He uckimouaroT Hajau4dne HMMyHOAS(UINTA, 9TO
noAuEpKUBAET OrPAaHUYEHHOCTh HEOHATAJIbHOIO CKPUHMHIA U HEOOXOIU-
MOCTh yITyOIEHHOTO OOCIEIOBaHMS MPU HAIMYNK MH(EKIHOHHBIX U He-
MH(EKIMOHHBIX MpOsBICHUN. Panuss Bepudukaims quarHo3a craiga Bo3-
MOYKHOU Onaromapsi KOMIUIEKCHON OIEHKE KIMHUYECKOW CHMITOMATHKU
1 J1abopaTopHbIX NaHHBIX. TakuMm oOpa3oM, auarnoctuka HIES tpebyer
BBICOKOTO YPOBHSI HACTOPOXKEHHOCTH M OCHOBaHA Ha COBOKYIHOCTH KITH-
HUYECKHUX JaHHBIX (OaipHas cucTeMa), UMMYHOJOTHYECKOro npoduiis u
MOJIEKYJISIPHO-TEHETHYECKOTO TOATBEP KICHNS, 0COOCHHO NPH aTHITHIHOM
unu créproM aebroTe. CBOEBPEMEHHAsS TUArHOCTHKA ONpPEAENseT TAKTUKY
BE/ICHHSI, BKITIOYAsi CBOEBPEMECHHYIO ITPOTHBOMHUKPOOHYIO, IIPOTHBOT PHOKO-
BYIO TEpaIUI0 U BO3MOXHOCTb paHHero nposeaeHus TI'CK.

26



OvddepeHumnanbHana guarHocTuKa peaKoro
FGFR-accouunpoBaHHOro KpaHMOCUHOCTO3a:
ot cuHapoma lNoanddepa
K ocTeorno¢oHMYecKon aucniasmm

Heproeuna I1.P., Myweposa J{.M.
Hayunwvie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
K.M.H., doyenm Bopona J1./].

DI'AOY BO Poccutickutl HAUUOHAIbHBLU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxryanabHocTh.  Ocrteornmodonuueckas aucmiasus (O, OMIM
#166250) — kpaliHe peaKoe ayTOCOMHO-JOMUHAHTHOE 3a00JieBaHUE U3
rpynnsl  FGFR-acconmmpoBaHHBIX KPaHHOCHHOCTO30B, OOYCIIOBIEHHOE
MyTanueil B 8-M sk3oHe reHa FGFRI. MupoBoii Hayke M3BECTHO BCETO
24 cnyuas 3a0oneBanusa. Cxoxectb ¢ 6osnee u3BectHsiMu U ¢ FGFR-acco-
IIUUPOBAHHBIMH KPAaHUOCHUHOCTO3aMH, Kak cuHapoMbl [ldaiipdepa (CIT),
Amnepa u Kpy3oHa, BbI3bIBaCT 3HAYUTEILHBIC TUATHOCTHYCCKIE TPYIHOCTH,
0COOEHHO B HEOHATAIEHOM ITEPUOJIC.

Heasb gemoncTpanun. [IpogeMoHCTpUPOBATh CIOKHOCTH PaHHEH JUarHo-
ctukn OI'J[ y HOBOPOXAEHHOTO, MOAYEPKHYTHh BAKHOCTH PACITUPEHHOTO
MOJICKYJISIPHO-TCHETHYECKOTO TECTUPOBAHMUS JJIsl BepU(DUKAIIMU TUArHO3a U
MOKa3aTh 0COOCHHOCTH TAKTHUKHU BEICHUS IMAIMEHTa C STHM PEAKHM 3a00-
JIEBaHHUEM.

Onucanue KIMHUYeckoro ciaydass. Mansuuk [. ot 38-nerneir marepu c
OTATOILEHHBIM aKyUIEPCKO-THHEKOJIOTHYECKUM aHaMHE30M, OepeMEHHOCTh
HACTYITMJIA B PE3yJIbTaTe IPUMEHCHHUS BCTIOMOTATEIEHBIX PETIPOYKTHBHBIX
texHonoruii (OKO ¢ HOHOpPCKUM criepMaTo30uIoM). AHTEHaTajabHO, Ha
277-ii Henene recTaliy, TIPH YABTPa3ByKOBOM HCCIICIOBAHUN OBLTH BEISBIIC-
HBI MPU3HAKU YEPENHO-TUIEBOr0 JAU30CTO3a U YKOPOUEHHUS KOHEUHOCTEH.
B mepBbIe gack! KU3HM Y peOeHKa pa3BHIINCh HAPACTAIONINE TIXaTCIbHEIC
paccTpoiicTBa BCIEACTBHE KPUTUYECKOTO CYKEHHUSI HOCOBBIX XO/I0B, YTO I10-
TpeOoBaIo TepeBoa B OTACICHIE PEaHUMAllii ¥ MHTCHCUBHOM Tepamuu
HOBOPOXKJICHHBIX. B HeOHaTaIbHOM meprose y peOeHKa BBISBICH KOMIUIEKC
CTUTM: TAHKPaHUOCHHOCTO3, JIUIIEBOU ArucMopdu3M (Opaxuredaius, 3K30-
GbTanpM, THIEPTEIOPU3M, TUIIOIUIA3US CPEIHEH 30HbI JIMIA) U XapaKTEPHBIC
st CIT pacmmupenue u aedopmaniust 00JIbIINX MablieB kKucTeil. Ha ocHo-
BaHUM 3TUX NPU3HAKOB ObLIT MepBoHayanbHO 3amono3peH CII. Y pebenka
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METO/IaMU HEeHpOBU3yaIM3alUy ObLIN BBISBIECHBI OKKIIO3MOHHASA TUAPOLIe-
(hanust, Mmanbhopmanus ApHodbaa-Kuapu, TucreHe3us MO30JIMCTOro Teja u
MOATBEPXKIICH MOIHCUHOCTO3. PeHTreHorpadueit ckenera — pH3OMeITHye-
CKO€ YKOPOUEHHE KOHEYHOCTEH M OpaxuJIaKTHIINS, HE SBIISIONIMECS THITUY-
HBIM 7151 9TOr0 cunapoma. bouta 3anono3pena OI'Jl, ogHako XapakTepHbIe
JUTSL Hee KOCTHBIE KHCThI OTCYTCTBOBIIU. J[iist BepuduKanum 1uaraosa mpo-
BEJICHO MPULEIIBHOE MOJIEKYISIPHO-TEHETHUECKOEe UCCIeJ0BaHNEe Haubomee
4yacThIX MyTalui, cBa3aHHbIX ¢ CII, — B 3x30Hax 7 u 9 rena FGFR2 u 3K30-
He 7A rena FGFRI. Pe3ynbrarel OKa3aluCh OTPULATENLHBIMHU, YTO MO3BO-
JIAJIO UCKITIOYHTD JTAHHBIM CUHIAPOM. B CBSI3H € 3TUM AMArHOCTHYECKUHN T10-
UCK OBLJI pacIIMPEeH: METOJ0M MacCOBOTO MapajuIeIbHOTO CEKBEHUPOBAHUS
MpOaHAIM3UPOBaHA MaHedb U3 166 reHoB, acCOMUPOBAHHBIX C KOCTHOMN
naronorueil. MccnenoBanue BBISIBUIO MAaTOT€HHYIO MYTAlUio B 8 3K30HE
rena FGFRI (c.989A>T, p.Asn330lle), 9To MO3BOJIMIIO YCTAHOBUTH OKOH-
yarenbHbIid guarno3 — OTJl. K 3 Henmene »u3HM y mamyieHTa HapacTaiu
CHMITTOMBI TIHJIOPOCTEHO03a, KOTOphle XxapakrepHsl kak st CII, Tak u most
OI'l. 310 MOCITY)UI0 MOBOAOM K XUPYprHYeCcKOi KOPPEKLUU B BO3PACTE
40 nueit. B 1 mecsy pebeHKy OBUTH POBEACHB! BEHTPUKYIOINCTEPHOCTO-
MUS M TPAXEOCTOMHUS C TIOJIOKUTENbHBIM 2(ppexrom, a B 3 Mecsna mposese-
Ha KpaHUOIUIacTUKa. J[MarHOCTHKA PEJKOro KpaHMOCHHOCTO3a IIOBIIHIIA Ha
TepaneBTHYECKUEe HarpaBieHus. B MynbTHINCHUILUIMHAPHYIO TPYIITY IO0-
MHUMO TEHaTPOB, HEBPOJIOTOB, HEHPOXUPYPTOB, YCIIOCTHO-THUIIEBBIX U a0-
JIOMHHAJIBHBIX XAPYPrOB OBUTH BKJIFOYCHBI SHIOKPUHOIOT, O(TAIEMOIOT H
OPTOTIEN B CBSI3H C XapaKTEPHBIMU HapyMICHUSIMU (HOCHOPHO-KATBIIHEBOTO
oOMeHa U peleHusaMu Bo3HUKIIKX rnpodnem FGF23-omocpenoBanHoit ru-
noocharemnu. Ha ceromusimamii neHs pebeHky 6 et n Omarogapsi cBo-
€BPEMEHHO IPOBEJICHHBIM JIeUeOHO-IUarHOCTUYECKUM MEPONPUATHIM U
JUCTIAHCEPHOMY HAOJIOICHUIO €T0 COCTOSIHUE YIOBIETBOPHUTEIBFHOE, HEPB-
HO-TICUXUYECKOE PAa3BUTHE M AHTPOIOMETPUUYECKHE MOKA3ATENN COOTBET-
CTBYIOT BO3pacTy.

IpaxkTuyeckas 3HauuMocTb. Tounas nuarHoctuka OIJ], kak u Bcex kpa-
HHOCHHOCTO30B, TpeOyeT o00s3aTeIbHOTO0 MOJCKYIIPHO-TCHETHUCCKOTO
MOATBEPKJIEHUs. B IMAarHOCTHKE NMPUBEACHHOIO Cllydas CIOXKHOCTH BO3-
HUKIIM B CBsI3H co cxoxecThio ¢ CII 2 Tuma n oTCyTCTBHEM paHee ONMCaH-
HBIX TATOTHOMOHWYHBIX NMpPU3HAKOB 3aboneBanus. [locTaHoBke auarsosa
CIOCOOCTBOBAJIH BBISIBICHHBIC MyTanuu B reHe FGFRI, a Takke Hexapak-
tepHoe amst CII puzoMuennueckoe yKopoueHue KOHEUHOCTEH.
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KnuHunyeckui cnyyain po6pokayecTBeHHOM
¢$popMbl apUTMUKN HOBOPOIXKAEHHbIX

Hpaeynoe B.B.!, /lpacynosa M.B.!, 3usioxuna K.C.!, Bypnakosa U.M.!
Hayunwie pykosooumenu: k.m.n., ooyenm Capkucsan E.A.1;
0.m.1, npogheccop Kuproea FO.B.!?

!DIA0Y BO Poccutickuil HAUUOHANbHBLIL UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. [Tupocosa Munzopasa Poccuu,
’I'BY3 copoda Mockewi «/lemckas 20po0cKkas KiuHu4eckas 6o1bHuYya
Ne9 um. I'H. Cnepanckozo [enapmamenma 30pagooxpanenus 20pood
Mocxkebiy

AKTyajdbHOCTh. Hapymenus cepaedHoro puTMa y HOBOPOXKICHHBIX
(MKB10: P29.1), sBnstoTcss 3HAYMMOM MPOOIEMON HEOHATONOTUU M AET-
CKOH KapIHOJIOTHH, TPEOYIOIIe paHHEeTO BBIBICHHUS M CBOCBPEMEHHOTO
HaJaja Tepanuu. PacrpocTpaHeHHOCTh HEOHATAIBHBIX APUTMUI JOCTHIACT
1-5 % cpeau HOBOpOKAEHHBIX. K OCHOBHBIM IpHYMHAM pa3BUTHUS Hapyllie-
HUI pUTMa CIIeIyeT OTHECTH MOP(HO(YHKIIMOHANIBHYIO HE3PEIOCTh IPOBO-
TSIIIEH CHCTEMBI Cep/Lia, PeaTn3alliio BHYTPUYTPOOHOH HHMEKINH 1 TIepe-
HECCHHYIO aHTEe- U MHTPAHATAIBHYIO THUIIOKCHIO.

Lean neMmoncTpanun. [Tokasars 0cOOCHHOCTH TEUCHHUS U TAKTUKHU BEIICHUS
HalyeHTa ¢ J0OPOKaueCTBEHHO!H (GopMOii apuTMHK Y HOBOPOIKICHHOTO.
OnucaHue KINHUYECKOro ciaydas. Jlesouka V. ot 2-if GepeMeHHOCTH, OT
2-X OMEpaTHBHBIX POIOB Ha 31-if Hemene recraliy B CBA3U C PAHHUM H3-
JUTHEM OKOJIOTUIOJHBIX BOA, OT MaTepH 23 JIET C OTATOIICHHBIM aKyIIep-
CKO-THHEKOJIOTUYECKUM aHaMHe30M (1-bie polibl — OMEepaTUBHOE POIOPA3-
pemenne Ha 34 Hezmene B CBSI3M C Pa3BUTHEM JKIIAMIICHH). bepeMeHHOCTh
¢ OeccumnromHo#t Gaktepuypueit (Kl pneumoniae — 10°), KaHAHI030M
nepsukansHoro kanana (C. albicans — 10°). Be3BOOHBIA MTPOMEKYTOK
25 4vacoB. Macca tena 1650 1, nmuna 41 cm, onenka o Anrap 5/6 6an-
noB. Ilpn pokaeHun TsHKETOe COCTOSHHE 33 CUET KapIHOpeCIHPaTOPHON
HEIOCTATOYHOCTH, JbIXaHHS THUIA «TACIUHIY, Opaaukapauu (4acToTa cep-
neunbix cokpaienuit (UCC) 68 yn/muH). B ponuiibHOM 3alie Hayata HEeWH-
Ba3UBHAsI BEHTHISIHMS METOIOM ITOCTOSIHHOTO TIOJIOXKUTENBHOTO JaBJICHUS B
IIBIXaTeIBHBIX MYTSX, HA 4-i MUHYTE )KU3HU BEHITTOTHEHA HHTYOAIHS Tpaxen
C SHJIOTpaxeaqbHONH MHCTWIULIIMEN cypdakranta (kypocypd 200 mr/kr).
[Tpu nocrymnennn B otaeneHue peanumanuu: UCC 146 yi/MuH, TOHBI
Cep/La MPUIIYIICHBI, BEISIBICH HEPETYISIPHBIA PUTM COKPAICHUH, apTepH-
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aJlpHOE JaBieHne 56/25 MM PT. CT., BpeMs HaIOIHEeHHs KalluisipoB 3 ce-
KyHIbI. OTMeqancst yMEpEHHBIH CHHAPOM YTHETCHUS, KEIATYITHOCTD KOXKH,
9KXUMO3bI, KPOBOTOUMBOCTh Tpu 3a0ope kpoBu. Ilo pSOFA — 6 Gaiios.
Ha snexrpokapanorpapun (OKI') — cunycosas taxukapaus 150 yu/muH
U Y3JIOBBIE KEIIyJOYKOBBIE 3KCTPACHCTONBI MO THUIy OU- U TPUTEMUHUM.
ITo sxokapanorpaduu: coxpaHeHHBIC (eTaTbHBIE KOMMYHHUKAIIUH, TPHUKY-
cnujanbpHas perypruranus 2 creneHu. Ha pentreHorpaduu opranos rpya-
HOH KiIeTKH — AU (y3HOE CHIDKEHNE TPO3PATHOCTH JITOYHBIX moneil. [To
JAHHBIM HEHPOCOHOrpa(puu — MPU3HAKU HE3PEIOCTH CTPYKTYpP FOJIOBHOTO
Mo3ra. JlabopaTopHO BEBISBICHBI THIEPOMINPYOHHEMHS (HETIPSIMOM OMITH-
pyoun 208,4 MKMOIB/IT), TOBBIIICHHE MpoKanbiuronnHa (1,478 Hr/mi),
Harpuifypetndeckoro nentuaa (2044 nr/mi), THIIOTHPEO3 (THPEOTPOITHBIH
ropMoH 1,76 MxMe/Mi1, CBOOOHBII THPOKCHH 7,95 iMoib/1). JleBouke mpo-
Bomwitack uHQy3nonHas (130 mi/kr/cyT), Mmerabomuueckas Tepamus, mpo-
(dunaKTHKa reMopparmdeckoit 6onesnu guromenaanonom 0,4 Mr/Kr/cyT u
reMocTrarnieckas tepanus sTaM3niaToM 0,3 MII/KT/CyT. Y YUThIBast BEICOKHH
PHCK pealu3aliu BHYTPUYTPOOHON MH(EKINH, TPOBOANUIACH TAKKE aHTH-
OakTepuanbHas (AaMIHUIAUIMH-CYJIb0AKTaM 75 MI/KI/CYT; T€HTaMUIIUHOM
5 MI/Kr/CyT) U mpoTUBOrpUOKOBas Tepamust ((IyKoOHA30JI0M 6 MI/KI/CyT).
Jnist KoppeKIuuu nMeroniercst THnepOmuIpyOHNHEMUH TTPOBOAMIIACH HETIpe-
pbIBHas (oTorepanus. Ha (hoHe MPOBOAMMOrO JIUCHHsI OTMEUAIOCh YIyd-
menue coctosiHus, o nanaeiM OKI skcTpacucron He onpenensiocs. Ha
29 cyTKH B yIOBIETBOPUTEIBHOM COCTOSIHUU BBIMMCAHA MOJ HaOMIOfEHHE
YYacTKOBOTO TIEAMaTpa W Kapauonora, npudaska B macce +131 . Ha man-
HBIIf MOMEHT pebeHKy 4 Mecsla, HapylleHni puTMa cep/ua He HaOnmoaa-
J0Ch, (PU3NYECKOe W HEPBHO-TICHXUUCCKOE PAa3BUTHE COOTBETCTBYET BO3-
PAaCTHBIM HOpMaM.

IIpakTnueckass 3HaYMMOCTb. [IperncTaBieHHBIN KIMHMYECKUH Cilydait
JEMOHCTPUPYET TUINUYHYIO KAPTUHY JOOPOKAYECTBEHHOTO TEUCHUS apUT-
MUH Y HEIOHOIIICHHOTO PeOCHKA ¢ HECKOJIBKUMH apUTMOTCHHBIMH (haKTopa-
MU — TeCTAlHOHHOI HE3pen0CTbiO0, BHYTPUYTPOOHBIM HHGHULUPOBAHUEM,
NepuHaTaNbHON Tunokcuel. Hopmanuzanus putma Ha (GoHE KOPpEKIHH
OCHOBHBIX COCTOSHMH 0e3 Ha3HaueHHs aHTHAPUTMHUYECKOM Tepamuu Moj-
TBEPXKJIaeT TOOPOKAYECTBCHHBIH XapakTep apUTMUH C OJarompusSTHBIM
MPOTHO30M.
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KnuHunyeckuin cnyyain gepuymta
OPHUTUHTpPaAHCKap6amMunasbl B NeguaTpuyecKom
npakTuKe

Jlponosa P.U., Axumosa A.M., Jlenemioxa M.A.
Hayunwvui pykosooumens: k.m.H., doyenm Jlapuna JLE.

DI'AOY BO Poccutickuil HAUUOHAIbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxrtyanabHocTh. Jlepuunt opuutunTpanckapoammiassl (OTK) — sto pen-
KO€ HaCJEICTBCHHOE X-CIEIUICHHOE pereccHBHOE 3a0oneBanne. Kimamue-
CKHe MPOsIBIeHUS JeuInTa epMeHTa CBSI3aHbl C TOKCUYECKUM JIeHCTBUEM
n30bITKa aMMHaKa Ha 0eloe BEIIeCTBO TOJOBHOTO Mosra. HeonarambHas
tdopma gepuuura OTK mmMeeT kpaiiHe TsDKEJIOe TEUEHHE M XapaKTepHu3y-
eTcs 1e0I0TOM 3a00JICBaHuUS B MEPBEIC Yachl )KU3HHU, PECIHPATOPHBIM JIHC-
Tpecc-CUHAPOMOM, THIIOTEpMUEi u cypoporamu. [Iporpeccupytoias rurme-
pPaMMOHHEMHS MOXKET TIPUBECTH K KOME M JIETATEHOMY HCXOAy. Y MHOTHX
JeTel HaOmoaaeTcs 3aepkKKa ICUXOMOTOPHOTO Pa3BUTHSL.

Henabr nemoncrpaumu. [IpeacTaBuTh KIMHWYECKWH Cly4dall paHHEH Iu-
AarHOCTHKHM HeoHaraJbHOU Gopmbl Aepuuuta OTK U oTMETHTH BaKHOCTh
CBOEBPEMEHHOTO Hayaa JICUYeHUs. AHAIIN3 HCTOPUH OOIIC3HN HOBOPOXKICH-
Holi AeBouku C., HaxonuBIekics Ha geueHnd B MJIT'KB JI3M.

OnucaHue KIMHUYeCKOro ciay4dasi. /lesouka C., ot 3 6epemenHocTH, 3 ca-
MOCTOSITEIbHBIX Pos1oB (1 pebeHOK — neBouka ¢ HeauddhepeHIHPOBaHHBIM
UMMYHOJIC(UITMTOM, TIOTHONA B BO3pacte 4 JIeT u3-3a METa0OJIMYECKOTO
KpH3a rnociie 0eJIKOBO Harpy3Ku; 2 peOeHOK — MajibuuK ¢ Heauddepenuu-
POBaHHBIM UMMYHOAE(GHIIUTOM, TOTHO Ha 6 ¢/x). COMaTHYeCKUil aHAMHE3
marepu otsromeH: aedunur OTK, HocuTenbCcTBO TeTepO3UrOTHON MyTa-
uu reHa OTC. B 3 TpumecTpe nmonoXuTeNbHbBIN aHamu3 Ha St. agalactiae.
[To pesynpraram JIHK-ananu3za y mioga ooHapyxeH BapuaHt B rene OTC
¢.533C>T B rerepo3uroTHom coctosiHuu. JeBouka monomenHas, APGAR
8/8 basnos. Uepes 1 vac mocie poxacHus pa3BUIIach OJibIIka. [1o maHHBIM
KHUIC: cMmemanHblii anu103, TUIOIIMKeMuUs 2,2 MMOJIb/JI. PeOeHOK B BO3-
pacte 1 cyTok xu3Hu (c/5) 6bu1 rocnutanuzuposad B MAT'Kb OPUTH u3
POIMIBEHOTO JTIOMa B CBSI3M C PUCKOM Pa3BHUTHSI METa0OINIECKOTO KpU3a M
runepamMmmonuemMun. COCTOsIHME TPU TOCTYIJICHUH TsDKENoe, 00ycIoBie-
HO MH(EKIIMOHHBIM TOKCHKO30M, JBIXaTeIFHON HETOCTaTOUHOCTHIO, Iepe-
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OpasbHOI nenpeccuei, HapylleHueM ooMeHa Oeska. Hauara antubakrepu-
anbHast 1 nH(Yy3noHHAas Tepanws. [lomydana sHTepaIbHOE MUTAHHE (TOTAIHS
oenxa 0,9 r/kr/cyT). YpoBens ammonus Ha 1 ¢/sx — 239 mkr/mi. Ha 2 ¢/ —
BBIIIIE U3MEPSIEMbIX 3HaYeHU . HazHaueH OeH30aT HaTpHs, MPOBOIMIIACH HH-
(hy3noHHas Tepanusl pacTBOPOM JEKCTpo3bl. B pesynbrare mpoBeneHHOro
JICYSHHsI YPOBEHb aMMOHHUSI CHHU3HWIICS JI0 66 MKr//ui. B HeBposorudeckoM
craryce — cunapom yraerenus. [1o HCI': nmpusnaku MoppodyHKIIHOHATb-
HOW HE3PEJIOCTH CTPYKTYp ToJOBHOTO Mo3ra. Ha 3 ¢/x cocrosiHue cpenneit
TSKECTH, CTAOMIIBHOE, C MOJIOKHUTEIHLHON JMHAMUKON AEBOYKa MepeBeeHa
B HCOHATOJIOTHYECKOE OT/CIEHHUE C MPEABAPUTEIBHBIM THArHo30M «/ledu-
LIUT OpPHUTHUHTpaHcKapOaMmuiassl». Ha ¢oHe Tepanuu ypoBeHb aMMOHUS
paseH 145 Mxr/mm. B Bo3pacte 10 cyTok peOCHOK BBINIFICAH B YIOBICTBOPH-
TeNbHOM cocTossHuU. B 7 mecsueB 10 qHel neBouka mpoxoausa MiIaHOBOE
o0cIe1oBaHNE B OT/ICICHUH HACIEACTBCHHBIX HAPYIICHH 0OMEHA BEIIIECTB
MAI'KB. ITo naHHBIM 0CMOTpa ICUXOMOTOPHOE Pa3BUTHE COOTBETCTBOBAJIO
Bozpacty. [IpoBenena Banuaanus sapuanta B rene OTC ¢.533C>T metonom
cekBeHupoBaHus 1mo CoHrepy. BapuaHT moaTBepxkIeH B reTepO3UTOTHOM
COCTOSIHUH. YUMTBIBAsI OTSTOIICHHBLIA CEeMEHHBIA aHaAaMHE3 M SIH30]blI TH-
NepaMMOHUEMHH, ObUIa Ha3HAYCHA MTATOTCHETHYECKAsT Tepamusl TIIUIepoIia
¢ernnOyTuparom, 6eH30aT Hatpus orMeHeH. [lo pesynsraram maboparop-
HBIX MCCJIEJOBaHUI YPOBEHb aMMOHUS B IIpe/ieax HOPMbI, OEIKOBO-CUHTE-
THYecKas (pyHKIUS TedeHu coxpanena. B 1 rox 1 mecsir peGeHOK 3KCTpeH-
HO TOCHHUTAJIU3UPOBAH B OTAEJICHUE HACIEICTBEHHbIX HapyLUIeHUH oOMeHa
BEIIECTB C AMM301aMHU THIIepaMMOHHEeMUHU. COCTOSIHUE TIPU TOCTYIUICHUN
cpenHeil Tshkectn. B aHammse kpoBu: ypoBeHb aMMoHUsS 34—81 MKr/mi.
Jloza mmnepona GpeHmndyTupara CKOPpEeKTHPOBaHA HAa aKTyaJIbHYIO MAaccy.
YpoBeHb aMMOHUS CHU3WIICA 10 19 MKr/mi. JleBouka BeITICAaHA B YIOBIET-
BOPUTEIILHOM COCTOSIHUU.

IIpakTHyeckast 3HAYUMOCTD. J[aHHBIN KIMHUYECKNIN CITydall TEMOHCTPHU-
pPYeT BaXXHOCTh CBOEBPEMEHHOW IMArHOCTUKU Jae(UIIMTa OpPHUTHHTPAH-
ckapOamuniasbl. PaHHee BBISIBJICHHE U He3aMeIMTENbHO HavaTas MeTado-
TMYeCcKasl Teparus MO3BOJIMWIN H30€XKaTh Pa3BUTHS TSHKEIIBIX OCIOKHEHHIH,
B TOM YHCIIE 3aJePKKH.

32



CMHAPOM KOpOTKOﬁ KULUKU: NaLUueHT C BbICOKOM
cTeneHbto KOMOPGMAHOCTM

Esooxumosa B.A.
Hayunwii pyxosooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AxtyanabHocTh. Cunnpom kopotkod kumku (CKK) HeoHaTanmbHOTO mepu-
oJla SABJSIETCS KpailHe TSKENbIM COCTOSHHEM, BO3HUKAIOIIMM BCIIEICTBUE
OOIIMPHBIX PE3eKINil KUIIEUHHKA, Yale BCETO B PE3yIbTaTe BPOXKACHHBIX
nopokoB pa3Butusa (BIIP), Takux kak arpes3ust NOAB3AOIIHON KUIIKU. [To
JaHHBIM CTaTUCTUKHM «AcCCOLHMALMM JETCKUX XHUPYProB» 4acToTa BCTpe-
yaemoct CKK 24,5 na 100 000 >xuBOpOXIeHHBIX. BejeHne Takux marm-
€HTOB COIIPSDKEHO C BBICOKUM PHUCKOM Pa3BUTHUSA XPOHMUYECKON KHUILIEYHOMN
HEJO0CTaTOYHOCTH, CENITUYECKUX U TPOMOOTHUECKUX OCIOKHEHHH, a TaKkke
HEBPOJIOTHYECCKUX HApPYyIICHUH, 9T0 TpeOyeT WHTETPaTUBHOTO IOAXOMa U
3TAaHOM XUPYpPruvyecKoi Koppekiuu. JlaHHbIH KIMHUYECKUI ciydail Wil-
JOCTPUPYET KOMIUIEKCHBIN noaxo K jgeueHuto nanuenta ¢ CKK u pa3sus-
HIMMUCS )KU3HEYTPOXKAIOLUIMMHU OCIIOKHEHHUSMHU.

Heas pemoncrpamuu. Onwmcanne manueHta ¢ CKK, morpeGoBabmmm
MHOKE€CTBEHHBIX PEKOHCTPYKTHUBHBIX OMNEpalfil, OTATOLIEHHBIM IOIUpe-
3UCTCHTHOH HO30KOMHAJIBHOM WH(EKIHel, CHCTEeMHBIM TPOMOO30M Ma-
TUCTPAJBbHBIX BEH W OCTPbIM HAapyLIEHHEM MO3TOBOTO KPOBOOOpAaIICHHUs
(OHMK), ¢ mpeacTaBieHHEM aIrOPUTMa XUPYPrUUeCKON peadTuTaIHH.
Onucanue KJIMHUYECKOro ciaydvas. [lanmenTtka A., Bo3pacT HA MOMEHT
noctyrieHust 2 mecsiia 18 jHed (nmara poxaenus 11.07.2025). PeGenox
or 1 GepeMeHHOCTH, TPOTEeKaBILIEH HA (POHE recCTallMOHHON apTepuaIbHOR
TUIEPTCH3MH, MUEOHePpUTa, THIPOHEPpo3a 00eux mouek 1-2 creneHw,
BHYTPHUIIEYEHOUHOTO X0JIeCTa3a, YIpo3bl MPephIBaHUS OEPEMEHHOCTH, HCT-
MHKO-1IEpBUKaIbHOI HepocTarouyHocTH. | cpounsle poxsl. [lpu poxaenun
Bec — 4000 1, poct — 55 cm. Onenka no mkane Amnrap 7/7 6amios. Cocto-
ssare nipu poxaeHnn Tsoxenoe 3a cuet BIIP JKKT, nmepesenena 8 OPUTH.
Ha ¢one BpoxaeHHOH aTpe3uy MOAB3JOUIHON KHIIKK MOCIEI0BaTEb-
HO BBINOJIHEHBI: JIANAPOTOMUS, PE3EKLHs U3MEHEHHOIO CErMEHTa KHUIIKU
¢ popmupoBanmnem mieoctomsl (12.07.2025); nocneayromiee 3aKpbITHE CTO-
MBI C HAJIO)KEHHEM HIteo-KomoaHactomo3a (12.08.2025). B cBsi3u ¢ nporpec-
CUpYIOILEH JuaTalyeil OCTaBIIErocs OTAea TOHKON KUIIKU U JEKOMIIeH-
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cameii CKK npoBenena penamnapoTomusi ¢ sHTepoIuiacTukoi mo Bianchi
(15.10.2025). B mocneornepaliOHHOM TIEPUOAE PA3BHINCHh OCIOXKHEHUSI:
KaTeTep-aCCOLUUPOBAHHBINA OKKIIO3MOHHBIH TPOMOO03 OCHOBHBIX BEH, HO30-
KOMHaJbHAsT HHPEKIWA, BRI3BaHHAS Acinetobacter baumannii n Klebsiella
pneumoniae, 1, Ha (JOHE CUCTEMHOT'O BOCITAJINTEIFHOTO OTBETa M KOAryJIo-
MaTHH, OCTPOE HapyIIeHne Mo3roBoro kposooodpammenus (OHMK) no wmre-
MHUECKOMY THUITy B 6acceifHaX HECKONBKHUX MO3TOBBIX apTepUil ¢ pa3BUTHEM
CYIOPO’KHOTO CHHApOMa (MHIIENTHYECKnii cratyc). IIpoBoauiace MHTEH-
CUBHasl Tepanus, BKIIOYarolas KOMOMHUPOBAHHYIO aHTHOAKTepUaIbHYIO
Tepanuio (redTa3zuauM-aBHOaKTaM, KOJHUCTUMETAT HATpHs, a3TpeoHaMm),
AQHTHKOAryJISIHTHI (TerapuH) U MPOTHBOCYIOPOXKHBIE Tpenaparbl (JeBeTH-
paneram). Ha ¢oHe nedeHust ToCTUrHYTa TOJOKHUTENbHAS JTUHAMUKA: Pe-
Ipecc HEBPOJIOrMUYECKOH CUMITOMATHKH, KYITUPOBAHUE CYIOPOI, CHUXKEHHE
MapkepoB BocnaneHus. s o0ecriedeHus IIUTENIFHOTO BEHO3HOTO JT0CTY-
na ObljIa BBIIIOJTHEHA UMIUIAHTAIMs OpT-cucTeMbl (Broviac), uto siBisieTcst
Ba)KHBIM 3TaIlOM B 00ECIICUCHNH TAIBHEHIIIETO MapeHTEPATHLHOTO TUTAHS,
OT KOTOPOTo peOEHOK €11€ 3aBUCUM MPOAOIIKUTENILHOE BpeMsl, U HH(Y3HOH-
HOM Tepanuu.

IIpakTHyeckasi 3HAYMMOCTB. [IpencTaBieHHbI ciay4yail 1€MOHCTPHUPYET
HEOOXOANMOCTB: PAHHETO U ONTHMAIBEHOTO XHPYPTHUECKOTO JCUCHUS IS
KOPPEKIMY aHATOMHUYECKOro Jiedekra U Npo(HIaKTUKH CHHAPOMA ITPUBO-
JSIIIEH TEeTIH; TINATEeIbHOTO MOHUTOPUHTA U MPOQIIAKTHKN TPOMOOTHYe-
CKHMX ¥ HH(EKIIMOHHBIX OCIOKHEHHH, aCCOLMUPOBAHHBIX C JITMTEIBHON Ka-
TeTepHU3alel IEHTPANTBHBIX BCH U MapeHTEPATbHBIM IMUTAHNEM; BRICOKON
HACTOPOXKEHHOCTH B OTHOIIEHHH HEBPOJIOTHUECKOIO CTaTyca MalHeHTOB ¢
CKK Ha ¢oHe cericuca 1 Koaryjaonarii; HHIMBHUIYaTU3UPOBAHHOTO TTOJIX0-
Jla K HyTPUTUBHOHN MOAJEPKKE U MIIAHUPOBAHUIO STAITHBIX XUPYPTUYECKUX
BMEINIATEILCTB (B TAHHOM ClIy4ae — YCTaHOBKA BEHO3HOTO 1MopTa). Dddek-
THBHOE BeJIeHUE KOMOPOWIHBIX MAallMEHTOB TPeOyeT KOHCOIHIUPOBAHHBIX
YCHIHH MYABTHIUCIUIUTHHAPHON KOMaHIBI, BKIIOYAIONICH ETCKUX XUPYP-
rOB, '€MAaTOJIOrOB, aHECTE3UOJI0I0B-PEaHIMMATOJIOrOB, HEBPOJIOTOB, HH(EK-
IIMOHNCTOB U KIMHUYCCKHUX (hapMaKOJIOTOB, YTO SIBISCTCS OMPEACIISIONTM
(hakTOpOM B YJTyUIICHUH MPOTHO3a ¥ CHIKEHUH PHUCKA )KU3HEYTPOXKAIOIIIX
OCJIOKHEHU.

34



PaHHue MapKepbl XxonectaTtu4eCckKux 3aboneBaHuu
ne4yeHn y HOBOPOXAEHHbIX p,eTeﬁ

Emenowuna C.A.
Hayunwiii pykosooumens: 0.m.1., npogheccop Heemapesa A.B.?

'@IA0Y BO Ilepsoiti MTMY um. U.M. Ceuenosa Munzopasa Poccuu
(Ceuenosckuii Ynusepcumem), *@I'BY «Hayuonansholii MeOuyuncKutl
UCC1e008amenbCKull YeHmp aKyulepcmed, SUHEeKONL02UY U NEPUHAMONLO2UY
um. axao. B.U. Kyrnaxosa» Munucmepcmea 30pasooxparnerus Poccutickoti
Dedepayuu

AKTyaJbHOCTh. PaHHSS IMArHOCTHKA XOJIECTa3a OMpPEIeNseT PABUIbHYIO
TaKTHKY BEJCHUS HOBOPOXKACHHBIX C CEPhE3HBIMHU 3a00JICBaHUSIMHI TICICHH,
B TOM YHCJIe OWIMApHOW aTpe3ueil, TeM CaMbIM MO3BOJISIET MPEAYIPEIUTh
pa3BUTHE OCIIOKHEHHUH M MPOBECTH CBOCBPEMEHHOE OTIEPATHBHOE BMeIlla-
TEJIbCTBO.

Heanr aemoncTpamuu. [IpommmocTpupoBars Hanbonee paHHNE MapKephl
XOJIECTATUYECKUX 3a00JIeBaHUI TIEYEHH Y HOBOPOXKICHHBIX JAETEH.
OnucaHue KIMHAYECKOTO cay4yasi. PeOeHOKk ponumiics B cpok, Ha 38 Hejte-
ne recranuu. [Ipu poxxnenun macca Tena 2760 r, nmuHa tena 50 cM, Anrap
8/9, xoHdmukT 1o cucteme ABO, monoxurenbHas npoda Kymbca. K koHiry
MEPBBIX CYTOK JKU3HU MOSBUIIACH KEITYITHOCTh KOXKHBIX TOKPOBOB, TIPOBO-
JIVJICST MOHHUTOPHHT IT0YaCOBOTO MPUPOCTa OMIMpyOHHa, CTYJ MEKOHHAIb-
HBIH, NIEUEHDb U Celle3eHKa He yBenuueHsl. OOmuil OunupyOuH Ha 2 C.K. —
182 MKMOITB/J1, TipsiMasi Ppakilvsl He UCCIIEIOBANIACh. YPOBEHb FeMOIIIOONHA
obu1 B HOpME. K 3 c.k. sxenTyxa Hapocina 110 4 ctenienu no Kpamepy, o0muit
OommupyOuH — 205 MKMOIB/J, npsiMasi ppakius — 28 MKMOJIB/J, 94TO CO-
craBisieT 13,7 % ot ypoBHs oOuiero. Tem He MeHee, yUUThIBas, 4TO B Iep-
BbIC 2 HEJIeNTU HopMa TIPsIMOTO OmmnpyOrHa <17 MKMOJIB/JT, HAlll TOKa3aTelb
IIPEBBIIIAJ JOMYCTUMbIC 3HAYCHUS TOYTH B 2 pa3a. [lokazanuii Kk mpoBese-
Huto poToTeparuu He ObuT0. [To Y3 Ha 3 c.k. pa3Mepsl IEYCHU H CEelIe3CH-
KM HE YBEJIHMYCHBI, XKETUHBIH My3bIph cOKparieH. OHaKo B BUIY TOTO, YTO
HCCIIeJOBAaHNE TIPOBOIIIIOCEH MTOCTIE KOPMJICHHUS, TAaHHOE W3MEHEHHE paclie-
HUBAJIOCh KaK BapuaHT HOpMbL. Ha 4 c.x. peOCHOK BBINMUCHIBACTCS TOMOMU
C IMarHO30M TeMOJIUTHYECKast 00JIe3Hh HOBOPOXKIAEHHOTO I0 ABO-cucreme,
JKenTyuHas ¢gopma, jerkoe tedeHue. Ha 25 c.ok. B CBS3M C BbIpaXKEHHOU
BSUTOCTBIO M OOMJIBHBIMHU CPBITHBAHISIMU PEOCHOK TOCTYIIJI B CTaIlHOHAD,
IJIC BBISBICHBI JBYCTOPOHHHE JIUIypalibHbIC TeMaTtoMbl. [IpoBeneHs! Tpe-

35



naHalus 4yeperna U yJaJieHue reMaroM. AHaju3 KoarylorpaMMbl CBHUJE-
TEJIECTBOBAN B MOib3y Buramun-K-3aBucnmoit koarymomatun (IITU 6 %,
MHO 6,3, ¢pubpunoren 3,4). IIpu ocMoTpe OTMEUaIHCh KENATyXa, aXoJus
CTyJa, TIEUYCHb M CEJIe3eHKa BBICTYMAIM Ha 3 CM M3-NIOA pedepHON TyTH.
[Tpu o6cnenoBanuu BeLsiBiIeH cuHapoM xonectasa (I'T'T 383,8; ounupyOun
obmmii 132,8; ounmupyoun npsimoit 75,3 (56,7 %)). Y3U naromak nokasa-
JI0 MaJiblii pa3Mep KETUHOTrO My3bIpsi, KOTOPBII He pearupoBajl Ha MPUEMbI
muny. [locne uekiroueHnst Apyrux 3a00aeBaHmA, TPOSBISIONINXCS HEOHa-
TaJbHBIM XOJIECTa30M, YCTAHOBIIEH JMAarHo3 OMJIMApHOW aTpe3uu U B BO3-
pacte 2 mecsieB 8 1HEH BBITTOIHEHA onepanys o Kacan ¢ monoxxuTenbHbIM
s¢dekTom. B karamHese cocTosiHIE peOeHKa YAOBIETBOPUTEIBHOE.
IIpakTHyeckasi 3HAYMMOCTh. KiTmHWYEeCKHe MPOSBICHUST HEOHATATIHLHOTO
XoJiecTaza Hecrneun(puiHbl, 0COOEHHO B MEPBbIE CYTKH JKU3HHU, KOTJa CTYII
MOKET OBITh MEKOHHAIBHBIM, Pa3Mephl MEUCHN M CEJIE3CHKN HE yBEJIHUe-
HBI, a JKeJITyXa paclleHUBAeTCs Kak TpaH3UTOpPHOE cocTosiHue. IIpu uccie-
JOBAaHWH 00IIeTo OMIMpPyOMHA HEOOXOAMMO OLEHHTH MPSIMYI0 (PaKIHIo,
MOCKOJIbKY MMEHHO OHa JIaeT IMPEJCTaBICHHE O HAJIWYMM XOJecTa3a yikKe
B TIEPBbIC CYyTKH KH3HH. Kpome Toro, BaKHO KOPPEKTHO HHTEPIPETHUPOBATH
9TOT IMOKa3areib: Yy HOBOPOXKACHHBIX 10 14 c.k. OMIMpyOUH B HOpME J0J1-
KEH ObITh MEHbIIEe 17 MKMOIB/J (B HAIllEeM KIIMHUYECKOM ClIydae ToKasa-
TeJb MPEBBILIA HOPMY MOYTH B 2 pa3a). [lo gaHHBIM JIUTEpaTYyphl, IpIMas
dpakmus >17 mxmons/n obnagaer 100 % 4yBCTBUTENLHOCTBIO B OTHOIIIE-
Huu xojecrasza (Mcaesa M.X., 2023). BropbiM BayKHBIM MapKepOM SIBJISIET-
Csl COKPALLEHHBIH JKeIuHbIN my3blph pu Y3U, oqHako gaHHOE U3MEHEHUE
CBUJIETEIbCTBYET O MATOJOTUH TOJIBKO B cilydae nposenaenus Y 3U Haromax,
a B JIaHHOM HaOIIOCHNH MCCIIeIOBAaHHUE OBIIO BEHIMOIHEHO MOCIE KOpMIIe-
HUS, YTO CTAJIO IPUYUHON JIOKHOOTPHULIATENILHOTO pe3ynbTara. [IpaBuiibHas
MHTEpIIpeTaIys IpsMoi ppakunu OmmupyOonHa Ha 3 CYyTKH JKU3HH, a Tak-
’K€ M3MEHEHUS JKeITYHOTro My3bIps mpu Y3W Moru Obl MO3BOJIUTH Mpeny-
MIPEANTH TSKETIOE OCIIOKHEHHE B BHJIC BHYTPUUEPEITHOTO KPOBOM3IHSHIS,
KOTOpPOE€ B JIAaHHOM Cllydyae sIBJISI€TCs CIEICTBHEM HapyLIEHHs BCAChIBAHUS
ButamuHa K B xunieynrke Ha oHE XoJiecTasa, U BHIOpaTh BEPHYIO TAKTHKY
BEJICHHUS NAllMEHTA.
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KnuHuuyeckuit cnyyan HyHaH-nopo6Horo
CUHAPOMaA Y HEJOHOLLEHHOr0 HOBOPOXXAEHHOIO

Busokuna K.C., /[pacynoea M.B., Muponosa B.A., Myweposa /[.M.
Hayunweie pyxosooumenu: k.m.n., ooyenm Capxucsn E.A.; k.m.1., doyenm
Yepkacosa C.B.

DI'AOY BO Poccutickutl HAUUOHAIbHbLU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxrtyanabHocTh. HyHaH-monoOHbili curapom (OMIM 613563) — pen-
KO€ HaCJIe/ICTBEHHOE 3a0ojieBaHue u3 Tpymnibl RASonaruii — cocTosiHUH,
00YCJIOBICHHBIX MYTalMSIMH B TeHAX, KOAWPYIOUIMX CUTHAIBHBIA MyTh
RAS/MAPK. T'enetnueckoii ocHOBoW HyHaH-110m0OHOTO CHHApOMA SIBIISI-
IOTCSl TETepO3UroTHBIE MyTaluu B rene CBL, pacnonoxeHHoM Ha 11 xpo-
MocoMe H KoaupyroneM E3 yOUKBUTHHIHTA3Y, BHITOTHSIONIYIO (QYHKIIHIO
OTPHIIATENILHOTO PETYNIATOpPA PEUEeNTOPHBIX TUPO3UHKHUHA3, BKIIIOUas MyTh
RAS/MAPK. Myranus resa CBL, B otimuue ot cunapoma HyHaH, BcTpe-
yaercs He Oosiee ueM B 1 % ciydaeB. Kiimnnueckas kaptuna Hynan-nono0-
HOTO CHHIPOMa MOYKET MOJTHOCTHIO COOTBETCTBOBAaTh KIMHHUKE CHHIPOMA
HyHaH, 4To He MO3BOJISIET YCTAHOBUTD YETKYIO CBA3b MEKAY T'€HETHUECKU-
MH HapymieHusMH U ¢eHoTrroM. OxHako Hambosee XapakTepHsl st Hy-
HaH-MIOJJO0HOT0 CHHApPOMa KpaHuo(dauuanbHble AMCMOP(hUH, BPOKIECHHBIE
MIOPOKH CepIIa, aHOMAJIMH POCTa M CKEJETa, IMOBHIMICHHAS TPEIPaCcIIONo-
JKEHHOCTb K OHKOJIOTUYECKUM 3200JIEBaHUSM.

Heanr nemonctpanum. I[lpexcraBnenne ocoOeHHOCTEH TeueHHWsS W IHa-
rHocTukd HyHaH-monoOHOro CUHApOMA y 3KCTPEMAalbHO HEIOHOMIEHHOTO
HOBOpOXXIeHHOTO. [IpoBeaeH peTpoCHeKTHBHBIN aHaIH3 UCTOPHH OOJIC3HH
MaJbuuKka 3., a TaK)Ke aHaJIM3 OTEYECTBEHHOW U 3apyOesKHON JUTEpaTypbl
o RASonarusim.

OnucaHue KIHHAYECKOro ciaydasi. Manpuuk 3. oT 1-if ocnoxHeHHOIt Oe-
PEMEHHOCTH, TIPOTEKABIIEH C yKOPOUCHHEM IIEHKH MaTKU M HAJIOKEHHEM
aKyIIePCKOro meccapusi, MHOroBoaueM. OT 1-X 9KCTPEHHBIX ONEpPaTUBHBIX
POZIOB Ha CPOKE TeCTalny 27 HEleNb B CBSI3HM C HAYaJIOM POIOBOH JEATEIIb-
Hoctu. [Ipu poxaenun macca 1295 1, jiuna tena 38 oM, oreHka o Anrap
5/6 6amnoB. CocTossHUE TIPU POXKJICHUH TSDKEIOE 3a CUeT KpailHed Heo-
HOIIEHHOCTH, PECIIUPATOPHBIX HAPYLIEHUN M THUIIOKCHYECKOTO MOPaKEHUS
[ICHTPATILHOM HEPBHON CHCTEMBI. PeOCHOK 1o ciie poKICHHS IEPEBEICH B OT-
JIeJIeHUuE peaHuMalli U MHTEHCUBHOM Teparnuyu HOBOPOXKIECHHBIX, B pAHHEM
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HEOHATAJILHOM MepUoJie ObUIH JUArHOCTUPOBAHBI BPOXKIEHHBIE TOPOKH pa3-
BUTHS: THIPOHE(DPO3 KUCTOZHO-UCIIIA3UPOBAHHON NIPAaBOM OYKH, KHCTO3-
HOe 00pa3oBaHUe 3a0PIOIIMHHOTO MPOCTPAHCTBA, THIIEPTPOPHSI MUOKAP/A,
JIAITaTaIMs MPaBbIX OTIENOB Cep/Ila U JeBoro npeacepaus. JlaboparopHo
OTMEYaJHCh NMPU3HAKK CUCTEMHOIO BOCIAJICHUS, TIIIOKO3ypHsi, IPOTEUHY-
pusi 1 OakTepuypHsi. YUUTHIBAS TSKECTh COCTOSHUS, HATMYHE MHOKECTBCH-
HBIX BPOXKIAEHHBIX IOPOKOB PA3BUTHUS M BHICOKHH YPOBEHb CTUTMATHU3ALINU:
ACUMMETPHSI Yeperia v JIMIa, aHTUMOHTOJIONTHBIN pa3pe3 I71a3, OTHOCUTEIb-
HBIH HK30(TaibM, KOPOTKAsT YTONIIEHHAS IIIesl, COCKOBBIN THIIEPTEIOPHU3M,
pebeHOK OBUT KOHCYBTHPOBAH TEHETHKOM, B3SIT MaTepHall ISl TOTHOIK30M-
HOTO CeKBeHHpOBaHUs. HeoHaTa bHbIN U ayJMOCKPUHHUHT OTPHLIATEeNIbHBIE.
Ha 7-e cytku nox koHTposieM Y 3! Oblia BEIOMTHEHA HE(YPOCTOMHS CIIpaBa
¢ ApeHUpOBaHUEM NapaHeppajIbHOro KUCTO3HOro oOpa3oBaHus. B Teuenue
MIEPBBIX JIByX MECAIEB KU3HU OTMEUAJIHCh PEIUINBUPYIONIHE HHOEKINN
JIBIXaTeNbHBIX U MOYEBBIX IyTeH, Takke ObUT 3a(MKCUPOBAH AMH307 JIei-
KoreHnH (JekonuThl 2,32 X 10°/11), KOTOpPBIH OBUT paciieHEH KaK MOTECHITH-
aJbHBINA paHHUI MapKEP FOBEHWJIBHOTO MUEIIOMOHOIIMTAPHOTO JIeliko3a. Ha
2-M MecsIe )KU3HA OTMEYaJioCh Pa3BUTHE HEKPOTU3UPYIOIIETO SHTEPOKO-
JUTa, MOTpeOOBABILEro IIUTEIbHON KOHCepBaTUBHOM Tepanuu. I1pu mose-
KYJSIPHO-TEHETHYECKOM HCCIISIOBAHNHU Obljla 00OHApy)KeHA TeTepO3UTOTHAS
myTtauus B reae CBL (c.1111T>C, p.Tyr371His). B Bo3pacte 3 MecsueB u 8
JTHEH B yIOBJIETBOPUTEILHOM COCTOSIHUM MaJIB9MK ObLIT BBITTHCAH JIOMOM TTO]T
amMOyiaTopHOe HaOJI0IeHUE MYJIBTUAUCIUIUIMHAPHON KOMaHIbI.
IIpakTuyeckas 3HaYMMOCTh. DeHOTHIHYECKas BapuaOEIbHOCTh IIPU
CBL-cunznpome 3HayuTeNdbHA: Y OOJBIIMHCTBA MAlMEHTOB HaONIOAAIOT-
Csl JINIIEBOW JU3MOP(U3M, MTOCTHATAIbHAS 33IeP)KKa POCTa, KapAHalbHbIe
QHOMAJIMU W KOXHBIE TPOsIBIICHUs. B omnucaHHOM cilydae co4eTajauch TH-
MMUYHBIC CTUTMBI JIU39MOpPHOTeHE3a ¢ paHee HEOMMCaHHBIMU B JIUTEpaType
BPOXKIEHHBIMHU [TOPOKAMHU PA3BUTHUSI MOUYEBBIBOJALICH crcTeMbl. BhIsSBIEeH-
HBIH y peOeHKa 3MM30[ JCHKONIEHNN MOXKET PACICHHUBATHCS KaK PaHHHUNA
MapkEp reMaToIOrH4ecKOro OCJIOKHEHHS], YTO COIIAaCHO PEKOMEHAALUsIM,
TpeOyeT [UIMTENBHOTO JMHAMUYECKOTO HAOMFOICHUS TeMAToJIora ¢ Perysip-
HBIM KOHTpPOJIEM TOKa3areseil nepudeprudeckoil KpoBU U MapKEPOB MHUETIO-
nposndepanuu.

38



OnddepeHumnanbHo-aAnarHocTmyeckue
0CO6€HHOCTU reHoAepMaTo30B B NpPaKTUKe
HeoHaTosiora

3ybaxosa C.B., 3uswoxuna K.C., Muponosa B.A., Epwosa I1.1O.
Hayunwvie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
0.M.H., npogheccop Kupkosa FO.B.

DI'AOY BO Poccutickuil HAUUOHAIbHbLU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AKTyaIbHOCTB. [ €HOIEPMATO3bl — 3TO CHEKTP F€HETUYECKHUX MaTOJIOTHIA,
MIPOSIBITFOIITIXCS KaK N30JMPOBAHHBIM ITOPA’KCHUEM KOXKH, TaK M COYCTaHH-
€M C MHOXXECTBEHHBIMU BPOXKJEHHBIMU MTopokaMu pa3Butus (MBIIP).
Lean nemoncTpanuu. Onucars 0COOCHHOCTH T€HOICPMATO30B B MIPAKTHKE
Bpaya-HEeOHaTOJIOTa.

OnucaHue KJIMHNYECKOro ciay4dasi. Pedenok 1. Jlesouka K., ot marepu ¢
OTATOILEHHBIM aKyIIEPCKUM aHaMHE30M, pOAMIIach Ha 38 Heee recTalyu.
Macca nipu poxxaennn — 2820 1, jyimHa — 48 cm, Anrap 8/8 66. OtMeva-
JUCh 9PO3UU MANbLEB KUCTEH, CAM3UCTBIX PTa U JIEBOrO Iva3a, TpeOOoBaB-
IIVe TIePEBO/IA B OT/CIICHNE TTATOIOTHH HOBOPOXKACHHBIX HA | CYyTKH JKU3HH.
TeueHue BpOXKAECHHOW MHEBMOHHMU M HEKPOTHU3HMPYIOLIETO HTEPOKOINTA
(HDK) aprymenTHpoBaiio cTapT aHTHOAKTepHanbHOH Tepanuu. [1o naHHbIM
MOJTHO?K30MHOTO CEKBEHHPOBaHMs OOHapyxeHa MmyTanus rea LAMC?2
(c.522-1G>A), accouuupoBaHHas ¢ morpaHudHbIM Oymie3nbM  ([lorp-
BD) snunepmonuzom cpeaneid Tsoxectu (MKB10 Q81.8; OMIM#619785).
Ha ¢one Tepanmu maeBMOHMS pa3peniiack, anu3oq HOK kymuposan, uro
B 27 CyTOK JKM3HH MPUBEIIO K BBIMHUCKE IEBOYKHU U3 CTalloHapa. PebeHox 2.
JleBouka M., ot O:1M3KOpOICTBEHHOTO Opaka. Ponel Ha 41 Heere recTamum.
Macca npu poxnennn — 3470 r, anuaa — 51 cm, Anrap 9/10 66. Cocro-
STHUE CPEIHETSDKEJIOE BBHIY PaHBl HA TPABOH TOJNICHH, OHHXOTUCTPOQHIA
obeux pyk. Ha 3 cyTku sxu3HM peOCHOK NIepeBe/ieH B OTIEIeHUE MaTOIOTUN
HOBOPOXIICHHBIX. [[0THOAK30MHOE CEKBEHHPOBAHNE BBISIBIIO HOHCCHC-MY-
tauuio B rene LAMC?2 (c.667C>T), noarBepauBiyto Tsokenbiid [Torpbd
(MKB10 Q81.1; OMIM#226700). Hapacranue 3po3uii Ha (HoHE BOCTIAH-
TEJIbHON peakluu KpOoBH TpeOOBaIO Hayaia aHTUOAKTEepUaJIbHON TepanuH,
YTO MO3BOJIMIIO KyIIHPOBATh HH(EKITMOHHBIN IPOIECC U BBIHUCATH AEBOUKY
u3 cranuoHapa. [Ipu rocnuranuzanuu 4epe3 MecsI COCTOSHHE TsDKENIoe
B CBSI3M C MHTOKCHKAIMEH ¥ JBIXaTeNFHOH HEIOCTAaTOYHOCTHIO. [IHEBMO-
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HUS B COYETAHUU CO CTPUKTYPAMHU FOPTAaHU M CHCTOJIMYECKas JUCHYHKIUSA
B paMKax cHHJpoMa roimopranHoi HenocrarouHoctd (CITOH) aprymenTu-
pOBaJM MPOBEACHUE KapAMOpeCnpaTopHol nmoxaepxku. [Iporpeccupona-
nue CITOH npuseno k cmeptH B 6 Mecsies 28 aueid. Pebenok 3. Mansank
C., or 1 6epemennoctu. Ha II ynsrpasBykoBoM (Y3) ckpuHUHIE OOHapYyxe-
Hbel MBIIP. Ponbl axcTpeHHble oneparuBHble Ha 37 Hexene recrauuu. Mac-
ca tena npu poxnennud — 2150 r, qmuna — 47 cm, Anrap — 6/7 66. Co-
CTOSTHHE TSDKEIIO€ 32 CUET KapJAUOPECITUPATOPHOU NEMPECCHU U MBIIIICYHON
runiotoHuu. IIpu ocmorpe B OPUTH koxa rumnepemupoBaHa, ¢ OyJjaMH.
OO0pariany BHUMaHUE MHOKECTBEHHBIC CTHTMbI JTUCOIMOpHUOTeHe3a, JABYX-
CTOPOHHSIS pacllleIMHa allbBEOJISIPHBIX OTPOCTKOB M TBEpIOro Heba, nedek-
THI IUCTAJBHBIX OTAENOB KOHEeUHOCcTeH, runocnaaus. Ha Y3 — mynberu-
KHCTO3HAsI TUCILIA3Hs IIPABOil IOUKK U ypeTeporuaponedpo3 ciesa. AHO-
MaJIisL KOKH TI0 THITY SITUASPMOIIN3a TpeOoBajia 0co00Tr0 yXo/ia B yCIOBHIX
KyBe3a. HecMOTps Ha IpOBOAMMYIO Te€paruio, BpOXkKAeHHAs HH(DEKIM pu-
Besna Kk CIIOH u neransHOMy ncxofy Ha 8 cyTku »ku3Hu. [lo pesynbraram
KapuotunupoBanus: kapuorui 46, XY, del(4) (p16.3), 4To cooTBETCTBOBA-
1o cungpomy Bonbha-Xupurxopaa (MKB10 Q93.3; OMIM#194190). Pe6e-
HOK 4. JleBouka B., or 1 6epemenHoctH, poaunack Ha 39 Hejelle rectanuu
IyTeM Kecapesa ceueHust. Macca npu poxaenun — 3120, muaa — 50 e,
Amnrap — 7/8 66. CocTosiHHE TSDKENOE 32 CUST KOXKHBIX M3MCHEHUI: TUIOT-
Hasi KOXKa ¢ TPEIIMHAMH U OTCIOWKOW TIACTOB SIMHUJACPMHCA, SKTPOIHOH,
9KJI1a0MyM, 4TO TpeOOoBajIo NpeObIBaHUS B KyBe3€ M Ha3HAYEHHSI CUCTEMHBIX
petnHONIOB. Il0MHOZK30MHOE CEKBEHHPOBAHHE OOHAPYKHIO MYTAIHIO
Brene ABCA12 (c.6443C>A), uro noarsepauiio uxtuo3 Apnexkuna (MKB10
Q80.4; OMIM#242500). Ha done nedeHust KoKa OYHCTHIIACH OT TUIOTHBIX
yelryek, 4To Ha 20 cyTKH MO3BOJIMIIO BBINHMCATh peOeHKa U3 CTalluOHapa.
IpakTuyeckas 3HAYUMOCTD. [Ipy BCell reTepOreHHOCTH TEHOACPMATO3bI
MOTYT UMETh UJCHTUYHbIE KOXKHBIE MPOsIBIEHUS, KaKk y neteid ¢ [lorpbd u
cuaapoMoM Bonbga-XuprmxopHa. Y peGeHKa ¢ HXTHO30M ApJiekuHa (op-
MHUPOBAJIKCH F€HEPAIN30BaHHbIE KOXKHBIE MJIACTUHBI, IPUBOASIINE K DKIIa-
OmyMy W SKTpomuoHy. HecMoTpst Ha MaHH(ECTANIO C POXKACHUS, TOCTa-
HOBKa JINAaTHO33a MOXKET OBITh OTJIIOXKCHA HM3-332 MPUCOSIUHECHUS HHPCKIHU
U KOMOPOWJIHOHM Taroioru. MOIEKyISIpHO-TEHETHUECKOe HCCIIeIOBaHNE
SIBIISIETCS KIIFOUEBBIM 3B€HOM B JIMarHOCTHKE M€HOAEPMATO30B C LIENbI0 Ha-
3HAYCHUS TAPTETHOU TEpaITHH.
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3amecTuTenbHas NoyeyHas Tepanus
Y HOBOPOXXA,EHHOro pe6éHka
¢ VACTERL-cuHApOMOM (KNIMHMYECKUIA cnyJail)

Kacvsanosa A.H."?, Ceucmynosa B.A.%, I{yyaes P.O.?, Pycaxosa E.B.?
Hayunwiii pykosooumens: 0.m.1., npogeccop Knumos JLA.!

'@I'BOY BO «Cmagpononsckuil 20Cy0apCcmeeHHbll MeOUYUHCKULL
yHusepcumemy» Munucmepcmea 30pasooxparenus Poccutickoi
@eoepayuu, *I'BY3 CK «Kpaesas demckas kiunuueckas 601bHUYA»

AxtyaiabHocTb. Acconnanus VACTERL npencrasnser coboit coueTaHue
HECKOJIBKMX BPOXKIEHHBIX aHOMAJIMI: aHOMaJTK TI03BoHOYHMKA (Vertebral),
arpesuto anyca (Anal atresia), mopoxu cepaua (Cardiovascular), Tpaxeonu-
mieBonHbiid cBunl (Tracheo-Esophageal fistula), anomanuu mouek (Renal) u
koneunoctei (Limb). VACTERL BcTpedaeTcsi y HOBOPOXKIEHHBIX OTHOCH-
tenbHO# peako (ot 1:10 000 mo 1:40 000), ganie y maigpaukoB (2,6:1). Jle-
TaJbHOCTH BhICOKast — 50-85 % yMuparoT B T€4eHHE IIEPBOTO T0/1a KU3HU.
Leabr nemoncrpanun. [IporemMoHCTpHpOBaTh Ha MpUMeEpe KINHIYECKOTO
ciy4dast 3¢ (eKTUBHOCTh U 0€30MIaCHOCTh MPOBENCHUS 3aMECTUTEIBHOM T0-
yeyHo Teparuu (3I1T) y HOBOPOXKICHHBIX C MOCIEAYONHM (HOPMHUPOBa-
HUEM aJITOPUTMa BEACHUS MOJOOHBIX MAIIMEHTOB JAJIS YIy4IIEHHS UCXOI0B
neuenus. [Ipencrasnenue onbita posenenus 31T y HOBopoxkIeHHOTO pe-
6enka ¢ VACTERL-accouuanuei.

OnucaHue KIMHUYECKOro cay4dasi. PeGeHok T., poXKIeHHBINH OT MOJIOAOH
JKEHIUHBI, OT 3-ii OepeMeHHOCTH, HHIynHpoBaHHOW DKO, mporekaBiien
Ha (oHE yrpo3sl mpepbiBanus (Ha 16-d, 22-i Heensx TrecTaluu), recra-
uonHoro C/I, cyOKIMHUYECKOTO THIIOTHPE03a, HedponaTiuu OepeMEeHHBIX
¢ 34 Hexenu, MaJIoOBOAMS, TJIANICHTAPHON HemocTaTouHocTU. B 36 Henmenn
BIlepBble JuarHocTupoBaH BIIP mMoueBbIEIUTEIBHON CHUCTEMBI: arja3us
MIPaBOM MOYKH, MMUET0IKTa3ns cieBa. Manbunk pokaeH Ha 38-i Henese re-
CTalMH, 1-X pOAOB, OLIEHKA M0 HKane Anrap 7/8 0amnos, macca tena 2340 T,
uHa 47 cM. JIokaapHO HapyKHOE OTBEPCTHE aHyca COXPaHEHO, MEKOHHMS
HET, 30HAMPOBAaHUE IMPOBECTH HEBO3MOKHO. J[MarHOCTUpOBaHA BBICOKAs
aHOpPEKTaJbHAs aTpe3ws, MEIIKOBHIHOE YABOCHHE NPSIMOM KUIIKU. Pebe-
Hok nepeBeieH B ['BY3 CK «Kpaesast nerckas kiuHHUECKass OOIbHUIIAY.
[To pesymsratam Y3U, monreepkieHa aHOMANMs PA3BUTHSI TIOYEK — pas-
MepbI JIEBOH MOYKHU COOTBETCTBYIOT F€CTALIMOHHOMY BO3PAcCTy, 3XOT€HHOCTh
MapCHXUMBI TIOBBIIICHA, TIPH3HAKOB YPOOOCTPYKIIMU HET, TIpaBasi MovYKa He
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Busyanusupyercs; no 9XO-KI' nuarnoctuposan BIIC: Terpana ®aio (cy-
6aopramsubiit JIMXKII 2,8 MM, ymepenssiii creno3 JIA ¢ rpaaneHTOM IaB-
nenust [DK/JIA 10 MM pr. ct., qunaranus noxoctu [1DK, ymepennas nexcrpa-
MO3UIIMS a0PThI), MexMpencepaHoe cooodmenue (2,0 mm). OAII (2,0 mm).
HK 1b. Ha 2-e cyTkn %u3HM peOEHKY BBIIIOJIHEHO ONEpPaTUBHOE BMeELla-
TEJBCTBO: JIANIAPOTOMHUSI, pACCEUECHHE MEMOPaHBI MPSIMON KUIIIKH, KOJIOCTO-
Mmust o Matimo. Haxonuiest na UBJI B OAuP B nocneonepaiinoHHOM Tie-
puone. C 3-X CyTOK KH3HU KIMHUYECKH OTMEUYEHO OTCYTCTBHE MOUYH B TIOJI-
Ty3HHKE, ITPH NOIBITKE YCTAHOBKU YPETPAIIbHOTO KaTeTepa — TeXHUYECKHUe
TPYAHOCTH, TMArHOCTUPOBAH KJIANaH 3aIHEeH ypeTpbl. Brimonneno myHKu-
OHHOE HaJIOKEHHE AHUIMCTOCTOMBI 1ol Y 3-HaBuranueil. B nocnenyrommue
12 yacoB auype3 KOHTPOJIUPYETCS 10 LUCTOCTOME — JUarHOCTHpPOBaHa
anypus (temm quypesa 0,5-0,25 mur/kr/uac). ['unpodananc 3a cytku +230 vt
(11 %), kTUHUYECKHM HapacTaHWE OTEYHOTO CHHJPOMA, JbIXaTeIbHON He-
nocraroyHoctd. JlabopaTtopHo HapacTaHWe KpeaTHHUHA 10 172 MKMOIB/J
(pCK® 8,8 msr/mun/1,73 m?), moueBunsi ¢ 3,3 mo 18,5 mmons/i1. [1o maHHBIM
VY31 — peskoe CHIKEHHE KPOBOTOKA B €IMHCTBEHHOH 1ouke. B cBs3u ¢ 0T-
cyrcTBreM 3¢ ¢exra ot koHcepBaTuBHOH Teparmu OIIIT 6bu10 mpuHsTO pe-
LIEHHE O HavyaJie 3aMECTUTENIbHOM MOYEYHOH Teparui METOA0M SKCIO3HLIU-
OHHOTO TIepuToHeabHOTO nuanu3a (I1/1). B Tedenue 3-x cyTok mpoBOMICS
IIJI ¢ ucnonb3oBaHUEM KOHLIEHTPUPOOBAHHBIX pacTBOpoB (4,25 %). Ilpu
nposenenun 31T ymnaBanock momyduTh YIbTpadUIBTPALNIO, YTO TIO3BOJIN-
JIO KyNUpoBaTh OTEYHBIM CHUHIpOM. OTMEYaloCh KyNMHpPOBAHUE a30TEeMHU
(cHIKEHHE KpeaTWHWHA 10 65 MKMOJIB/I), IPUPOCT TEMIIOB JTUype3a JIo
2 mu/kr/ga — mposenenue 31T 6buto octanosneno. [Ipu cBoeBpeMeHHOM
nposenenun 31T y pedenka ¢ accormanneit VACTERL ynamocs kymupo-
BaTh MIPOSIBIICHUS] OCTPOTO MOBPEKACHUS TTOUEK.

IIpakTnyeckast 3HauumMocThb. CBoeBpemennoe Hauano [1/] y HoBopoxién-
HOTO C BPOXKIEHHON XUPYPruuecKoil MaToyIorueil MO3BOJIMIIO JTUKBUAUPO-
BaTh 3JICKTPOJIUTHBIC, META0OIMUYECKNE HAPYIIECHUS U THIICPTUAPATAIIHUIO.
ITposenenune I1]] y HOBOPOXKAEHHOTO C KOJIOCTOMOUN — O€30TaCHBIA BHT
3IIT B panHeM NOCIIEOTIEPAIOHHOM MIEPHOJIE.
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KnuHuyeckuit cnyyal BeHOOK/TIO3MOHHOM
60n1e3HM NneyeHn y pebeHka nocne xummoTepanum

Knouxosa B.11., Kosnunckaa A.M., bynamxuna B./].
Hayunwui pyxosooumens: k.m.H, ooyenm Jlapuna JIE.

@I'AOY BO Poccutickuti HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTyanabHocTh. BeHookimosnonnas 6ose3ns (BOB) neyenn ninm cuaapoM
cunycounanbaoi ooctpykimu (CCO) — 3T0 pesikoe, HO Cephe3HOE OCIIOK-
HeHue, kotopoe pa3BuBaercs nocie TI'CK u npu HEKOTOPBIX peKUMax XU-
MHUOTEPANUK BCIEACTBUE TOKCHYHOCTH PsAJia IPenapaToB U XapaKkTepusyeT-
s TUIIepOMITupyOrHEMHEH, 3a7ePIKKOH JKUIKOCTH U TeIaTOMETajIiei.
Heas nemoncTpanuu. Onucanue kKIuHU4Yeckoro cinydas BOb neuenu no-
ciie nonuxumuotepanuu (I1XT) y peOeHKa ¢ OMyXOJIbIO TTOYKH.

Onucanue KIMHUYecKoro ciayyas. Mansuuk M., 14.10.24 r.p., 661 ro-
criutanusnpoBad B Mopo3osckyto KB 19.09.25 u3-3a oOHapykeHHs 00b-
eMHOro 00pa3oBaHus 3a0PIOIIMHHOIO MPOCTPAHCTBA, MPEANOIOKHUTEIHHO
npaBoi movku. M3 aHamHe3a: peOCHOK OT 2 (PH3HOIOTHYECKON OepeMeH-
HOCTH, 2 cpouHbIX ponoB Ha 40 Hexene. [Ipu poxnenun poct 55 cm, Macca
4050 1, mo APGAR 8/9 6amnos. [1o nanabiM Y3U opranoB OproniHOH 1mosio-
CTH B POEKIIMHU MPABOU MOUKH OIPEEIISIOCh 00bEMHOE COMUAHOE 00pa3o-
BaHUE, UCXOIALIEe U3 CPeJHEN TPeTH NMapeHXUMbl, C YETKMMHU JOCTaTOYHO
POBHBIMH KOHTYPaMH, U303XOT€HHON HEOJHOPOIHOM CTPYKTYPHI 32 CUET I'H-
TTO3XOT€HHBIX BKIIFOYeHHH, pazmepamu 100 x 65 x 74 mm. Takxke mo pe-
synsratam KT opraHoB rpygHoii U OpIOIIHOM MoJOCTel ¢ KOHTPAaCTHPOBa-
HUEM OBITH BBISIBICHBI MHOKECTBCHHBIC YUACTKH KOHCOJHIAINH, SIUHIY-
HbIe CyOIieBpajbHble OYyJJibl, KOJIMYEeCTBEHHAs 3a0prommHHas numdbanae-
Homatust. 23.09.25 coOpaH OHKOKOHCHIIMYM, ITOKa3aHO MPOBEACHUE MTPEJI0-
nepauuonHoii ITXT npenapatamMu BUHKPUCTHH 1,5 MI/KT U JaKTUHHOMHULIUH
0,045 mr/kr B TeueHue 4 Henenb coriacHo mpotokony. 10.10.25 marmeHT
OB TOCIMTATM3UPOBaH B oHKoNoruueckoe oraenenue MAI'KbB, nposeneno
KOMITJICKCHOE 00CIIeIOBaHIE, KOTOPOE BBIIBIIIO PA3HOILIAHOBYIO THHAMH-
Ky: TIOJIOKUTENIbHYIO B BUAE YMEHbIICHHUS pa3MepoB 00beMHOro 00pa3oBa-
HUS TTpaBoii moukn 10 70 %; OTpUIATEIHHYIO B BUAC (POPMUPOBAHNUS aCITH-
Ta, COXpaHEHMs KOJIMYECTBEHHOW 3a0pIOIIMHHON JTuMQaneHonaTuu, aud-
(y3HOTO CHIDKCHHUS IUIOTHOCTH IeueHH. JlabopaTopHo: TsDKenble aHeMus
(66 r/1), Tpombouuronenus (7 x 10°/1m); cunapomsl uronusa (AJIT yse-
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muueH B 36 pa3, ACT B 41 pa3, JI/II' B 3,5 pa3za) u xonecrasa (npsimasi -
nepounmpyonnemust, ['TT yBenuueH B 2 pa3za), BTOpHUYHAs KOaryJoMaTusl.
[oseimens! ypouau CPb (74,7 mr/i), npokansiutonuHa (2,59 ur/mi). Ha
OCHOBaHWHM JIJAaHHBIX aHAMHE3a, PEe3yJIbTATOB HHCTPYMEHTAIBHBIX U JTabopa-
TOPHBIX UCCIIEAOBAaHUI yCTaHOBIIEHA JIEKAPCTBEHHO-UHAYIMpoBaHHas BOb
nedeHu. [IpoBoaniach KOMIUIEKCHAsT Teparusi, BKIIOYABIIAs TIPOIOIKEHUE
XT BUHKPUCTHHOM, TPaHC()Y3HMOHHYIO MOAJEPIKKY TPOMOOKOHIIEHTPATOM
1 3PUTPOIMTAPHOHN B3BECHIO, MHPY3NOHHYIO TIOIJICPKKY, aHTHOAKTEpHAITb-
HYIO Tepanuio nedTa3uauMoM, TenaTonpOTEKTOPHYIO TEPAIUI0 YPOIE30K-
CUXOJIEBOM KHUCIIOTOM, a TaKXe JISUEHUE KOaryJIonaTuy renapuHoM HaTpus
B/B. OCJIO)KHEHUS OBUTH KYITUPOBAHBI, U MTAIIUCHT B CTAOMIIBHOM COCTOSHHH
OBLT BBITTUCAH JIOMOW IMOJT HAONIOJCHNUE Tienuarpa U Hedposora 1mo MecTy
JKUTENbCTBA. TaKke 1aHbl pEKOMEHIAIUH IO KOHTPOJIIO IOKa3aTese KpoBu
C TOACYETOM TPOMOOIIMTOB, MPUEMY KO-TPUMAKCO30J1a M HAIlPaBICHHE Ha
TUTAHOBYIO TOCIUTANIM3ALMIO IS TIPOBEASHHSI XUPYPruueckoro sramna Je-
YCHHS.

IIpakTnyeckast 3HAYMMOCTD. [[aHHBIN cllyyaill TEMOHCTPUPYET BaXKHOCTh
6anmanca Mex1y 2(p(GEeKTHBHOCTHIO MPOTHBOOITYXOJICBON TEPANTHH U MTPOHH-
JIAKTHKOM TaKUX OCIOKHEHMH, kak BOb meueHu, a Takke HEOOXOIUMOCTh
KOHTPOJIS CIOCOOOB JICYCHUS!, COOTHOIICHUST PUCKA U TTOJIB3HI.
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Tpal-lcd)ysuom-lo-sasucumaﬂ aHeMud y MnageHua:
OoT AnarHo3a reMoINTUYECKOn 60ne3Hu
nnoaa K MOJIeKYJIApHOMY noATBepPXAeHUIo
HacnegcTBeHHOro croMmatouuTo3a

Kocnuuesa E.A., Llumkosa H.11., I'abyesa A.M.
Hayunwii pyxosooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCTe008AMENbCKUNL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTyajabHocTh. HacmencTBeHHBIH cTOoMaTommTos — penkas Qopma Ha-
CJIEJICTBEHHON TeMOJIMTUYECKON aHeMHUH, 00yCJIOBJICHHAs AE(PEKTOM MEM-
OpaHHBIX OEJNKOB JPHUTPOINTOB, PETYIUPYIONINX HOHHBIM TPaHCIIOPT,
C ayTOCOMHO-JIOMUHAHTHBIM THUIIOM HaclieloBaHus. B eBpomeiickux ctpa-
Hax Bcrpedaercs ¢ gactoroi 1:50000. OmacHOCTH AeTHApPATAIIMOHHOMN
(hOpMBI CTOMATOIIUTO3a 3aKIIIOUAETCSl B KATaCTPOPHUUECKU BBHICOKOM PHUCKE
TPOMOOIMOOTIHMUECKIX OCIOKHEHHH MOCTIE CIDICHIKTOMUH, YTO TOTICPKH-
BaeT KPUTHUYECKYIO BaXXHOCTh TOYHOW MOJICKYJSPHO-T€HETUYECKOW BepHU-
(bmKanyu TUarHo3a T ONpeaeIeHUs 0e30MacHON TAKTHKH JICUCHNS.

Heas nemoncTpauuu. [IpuBieds BHUMaHUE K clOXHOCTIM auddepenun-
ANBbHON THArHOCTHKH HACIEACTBEHHOTO CTOMATOIINTO3a y ACTEH TPYIHOTO
BO3pAacTa C OTATOLICHHBIM HEOHATAIbHBIM aHAMHE30M.

Onucanue KIMHUYECKOro cay4vasi. [Tarment M., 2 Mecsia, TOCTIUTaTH3H-
POBaH B reMaToJ0rHYeCKOe OT/ICTICHHE B CBSI3U C aHEMUEH 1 COXpaHSIOLIeHCs
C POXICHHS TpaHC(y3HOHHOH 3aBUCHMOCTEIO. M3 aHaMHe3a M3BECTHO, UTO
pebeHOK B MmepHroje HOBOPOKACHHOCTH HAXOAWICS B OTACNICHHUH peaHuMa-
I ¥ MHTCHCUBHOM TEpaIyy B TSHKEIIOM COCTOSHAN. MalTBInK pomuiics Ha
cpoke 35 Henens myTeM Kecapesa ceueHus. [1o mkane APGAR — 7/7 6an-
noB. Poct npu poxaennn — 47 cm, macca — 2440 r. B anamue3e orme-
YEeHO, YTO BO BpeMsl OEPEMEHHOCTH TPEXKpaTHO MPOBOJWIICSA KOPJOLEHTE3
C BHYTPUYTPOOHBIM TEpPEIMBAHNEM KPOBH. YUHUTHIBAas KIMHHKY IIPOTpEC-
CUpYIOILIEH OJIMOPTaHHON HEJJOCTaTOYHOCTH, HEUMMYHHYIO BOJSHKY, 00y-
CJIOBJICHHYIO BHYTPUYTPOOHOH HH(peKInel (TuapoTopakc, TUIAPONEpUKap/,
acluT), pa3BuTHE MHPEKIMOHHOIO TOKcHueckoro moka, JIBC-cunapoma,
CYIOPOXKHOTO CHHJIPOMA, JIMXOPAIKY, ITOBHIIICHHE TPOKAIBIUTOHNHA, BEI-
CTaBJIEH JUarHo3 OaKTepHaJbHOIO CEercuca HOBOPOXAEHHOTO Ha 5 CyT-
ku xm3HU. [IpoBeneHa pecruparopHas W KapIUOTOHHYECKAs MOINEPKKa,
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aHTHOaKTepuanbHas Tepanus. Kpome Toro, peGeHOK mMojiydall aHTHUKOA-
TYISHTHYIO TEPANuio B CBS3M C TUATHOCTHPOBAHHBIM CHHYC-TPOMOO30M.
B nuHamuke oTMeuaercs paspelieHue MHGEKIMOHHOTO Ipolecca — 3Ha-
YHUTENBHOE YITydIIeHHE HEBPOJIOTHIECKOTO cTaTyca, mprndaBka B Bece. [Ipn
o0cie[0BaHUM arlacTU4eckas aHeMusl M 3a00JIeBaHUs U3 TPYIIIbl Hapylie-
HUI OOMEHa BemeCTB ObUIM MCKItOYEeHBI. OJJHAKO COXpaHsIach TIyOoKas
aHeMusi, TpeOOBaBIIIas PEryNApHbIX reMoTpancdy3uil. [Ipu ocmotpe B 1 rox
5 MecsIeB: BRIpaKEHHAs! OJICTHOCTh M HKTEPHYHOCTH KOKHBIX TIOKPOBOB U
CKJIep, renatocrieHoMeranus. JlJabopatopHo: BeIpaXKeHHast aHEMUSI C BBICO-
KHAM PETHKYJIOLUTO30M, MapKepaMH XPOHUUECKOTO TeMOoJi3a (TIOBBIIICHIE
HenpsMoro ounupyouna, JIZII') u orpunarensHoit npsmoit poboit Kymbca.
YacToTa 3aMECTHUTENBHBIX I'€MOTPAaHC(Y3Uil HE MMO3BOJSIA TPOBECTH HC-
CJIEZIOBAHUE OCMOTUYECKOH PE3UCTEHTHOCTH 3PUTPOLIUTOB, 3PUTPOLIUTOME-
Tpun, DMA-TecTa (TecT Ha CBS3bIBAHUE Y03UH-5-MaJCHMHUIA) U JICKTPO-
dopesa ppakiuii reMorIo0HHa BBHIY HU3KOH HH(POPMATUBHOCTH aHAJIH30B
nocie reMoTpaHcdys3uid. beuto mpoBeneHo moxHOe CEKBCHHPOBAHNE JK30-
Ma: oOHapy’KeH paHee He ONHMCAHHBIN B IUTEpaType BapuaHt (rs745404771)
B T€TEPO3UTOTHOM COCTOSIHHH B 45 sk30He (M3 51) renma PIEZOI, npuso-
JAMIMA K 3aMeHe aMHUHOKHCIIOTHI aprUHUH Ha TUCTHIWH B TOJIOKEHHUU
2198 (p.Arg2198His, myTtarust Tima Mrccesc). Ilarorennsie OnamiensHbIe
BapHUaHTHl B IaHHOM T€HE MOTYT MPHUBOAUTH K Pa3BUTHUIO JIMM(pATUYECKON
Masb(OpMaIMY, TETEPO3UTOTHLIE BapHAHTHI — K PA3BUTHIO JETHApATa-
IIUOHHOTO cToMaronuTo3a. C y4yeToM JaHHBIX HEOHATaIbHOIO aHAMHE3a,
KapTHHBI XPOHWYECKOTO HOPMOIUTAPHOTO TeMOJN3a C PETHKYIOILIUTO30M,
CINICHOMETaJIMK, OTpHLATeNbHON poOsl KymOca, pe3ynabrara reHeTHYeCKO-
IO TECTHPOBAHUS MANWEHTY BEPH(PHUIIMPOBAH AWATHO3: HACIEICTBECHHBIN
CTOMATOLIUTO3.

IIpakTHyeckasi 3HAYUMOCTD. J[aHHBIN CITydai JeMOHCTPHUPYET CI0KHOCTh
JUArHOCTUKH BPOXICHHBIX MEMOPAHONATHH Y MAIIMEHTOB C OTATOIIEHHBIM
MepUHATATBFHBIM ITEPHOIIOM, MACKHPOBKY CHMIITOMOB Ha (hOHE ITOCIICACTBHN
TEMOJIMTUYECKON OONE3HU HOBOPOXKIEHHBIX U CEINCHCA, & TAKKE KPUTHUE-
CKYIO POJIb MOJIEKYISIPHO-TCHETHYECKOTO HMCCIICTOBAHUS IUISi TOCTaHOBKH
OKOHYATENBHOTO JMarHo3a. BuisBieHHas MyTauus ONpenenseT BbICOKUI
MOKU3HEHHBIH PUCK TPOMOOTHUYECKUX OCIOKHEHUH, UYTO TUKTYET HEO0OXO-
JUMOCTb KpaifHeil 0CTOPOKHOCTH MPU PaCCMOTPEHHUH BONPOCA O CIUIEHAK-
TOMHH B OyymeM u TpeOyeT [INTEIFHOTO HAOMIOCHNS TeMaTOIOTOM.
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CuHppom Tpuuepa KonnuH3a y He,OHOLLUEHHOIO
HOBOPOXXJAEHHOro pebeHkKa:
COBpeMEeHHble BO3MOXXHOCTU AUarHOCTUKHU
U CNIOXKHOCTU BeieHus

Kpusoxopvimosa T.A.
Hayunvie pyxosooumenu: 0.m.n. Huxumuna U.B.*;
K.M.H., 00YyeHm Kpoz—HveHceH 0.4.7?

'@I40Y BO Ilepsviii MTMY um. U.M. Ceuenosa Munzopasa Poccuu
(Ceuenosckuii Ynusepcumem), *®@I'BY « HayuonanvHwiil MeOUYUHCKULL
uccnedo8amenbCKull yeHmp aKyuepcmaed, SUHeKoN02UuU U NepUHamonocuu
um. axkao. B.1. Kynakosa» Munsopasa Poccuu

AxryanabHocTh. Cunnpom Tpuuepa Komnmnza (CTK) — peaxoe reneTu-
yeckoe 3a00JIeBaHUe, CBSI3aHHOE C HapylieHueMm JuddepeHIIMpOBKA *Ka-
OepHBIX Iyr U MPOSBIAIONIEECS MHOKECTBEHHBIMH YEPENHO-TULEBBIMU
aHOMAaJHMAMHU. Y OOJBIIMHCTBA MAIMCHTOB MPOTHO3 ONAaroNpHATHBIN MpH
CBOEBPEMEHHOI KOPPEKIUU IMUTAHUS, JbIXaTeIbHBIX M CIYXOBBIX Hapy-
mreHuit. HecMoTpst Ha TO, 9TO CHHIPOM HaIlle BEIABISIETCS IPU POSKICHUH,
nyonukanuy, onuceiBatone CTK y HEeTOHOMIEHHBIX JIEeTei, BCTPEUaroTcs
KpaiiHe penko. [Ipr 5TOM HEZOHOIIEHHOCTH COMPOBOKIAETCSI MHOKECTBOM
COIMYTCTBYIOIIMX 3a00JIeBaHUI U COCTOSIHUINA, OCIIOXKHSIOIINX TEUCHUE daH-
HOTO CHHIpOMa. B muteparype mpeacTaBieHs! JHUIIb SIUHIIHBIE COO0IIIe-
Hus o nposiBieHusIx CTK y HeTOHOIIEHHBIX B HEOHATAJIbHOM MIEpUOJIE.
Lean nemoncTpanuu. Omnrcars COBpeMEHHBIE BO3MOKHOCTH JTHATHOCTUKU
U CJIIOKHOCTHU BefieHus cuHpoma Tpuuepa KominHza y HOBOPOXKAEHHOTO C
COYETaHHOM ITaTOJIOTHEH, XapaKTePHOI ISl HEOHOIICHHBIX JeTei B HeOHa-
TaJIbHOM MEePHOJIE.

Onucanne KIMHHYECKOTo cjy4yasi. HemoHormeHHas aeBOYKa poOaHIach
Ha 34-ii Henene TecTalMy MyTeM OIepali KecapeBO CEYeHHE B DKCTPEH-
HOM TIOPSIIKE B CBSI3U C BBIPQYKEHHBIM HApyIICHHEM (DETOILTAIICHTApHOTO
KpoBooOpaieHus. Pe6EHOK ObLT M3BIEUYEH B COCTOSHUM aC(UKCHU Cpej-
HEel CTeNeHW TSHKECTH, OICHKa Mo mKaie Amrap cocraBuia 4/6 Gaimos,
Macca Tena npu poxxaenu 1250 r. [Ipu oneHke HOBOPOKIEHHOTO MO IIEH-
TWIBHBIM TaOmaM oOparian Ha ceOs BHUMaHWE BBIPAKCHHBIA JEOUITUT
Macchl TeJa JUIsi COOTBETCTBYIOLIETO T'eCTAallMOHHOTO Bo3pacTa (HuUxke 3-ro
MepIeHTHIsT). B omeparmoHHoM OI0Ke MPOBOIMIOCE OTCPOYEHHOE Iepe-
JKATHE IyIIOBHHBI, KOMIUICKC CTAOMIIN3AIIMOHHBIX MEPOIPHSITUH, BKIIOUAB-
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Ml B ce0sl HEMHBa3UBHYIO MCKYCCTBEHHYIO BeHTW Mo NErkux (MBJI),
B CBsI3M ¢ HEA(P(PEKTHBHOCTHIO KOTOPOH peOEHOK OBUT MHTYONPOBAH | Tiepe-
BezieH Ha uHBa3uBHYIO MBJL. C poxaeHus oTMedanuch cienyroume heHo-
TUIIMYECKUE 0COOCHHOCTH peOEHKa: MpeoliajaHne MO3TOBOTO OTJIENa Ye-
perna, TUIOIJIa3usl CPpeIHEeH TPEeTH JIMLIA, BBIPAKEHHbIH aHTUMOHTOJIOUIHBIN
paspes 11a3, TUIOIUIA3Hs CKYJIOBBIX KOCTEW, YIIHBIX PAKOBHUH M CIYXOBBIX
IIPOXOJIOB, KOTOPHIE B COBOKYITHOCTH MOIJIM CBHUJIETEILCTBOBATH O HATMYUHU
y HalyeHTa FTeHeTHIECKON MaToJIOTHH. B mmepBbie CyTKH KHU3HH peOEHOK KOH-
CyNIbTUpOBaH TeHeTukoM, 3anono3peH CTK. BrpimojHeHO MONIHOK30MHOE
CEKBEHHMPOBAHHUE, 110 Pe3yJbTaTaM KOTOPOTO BBISBIEH paHEe HEOMHCAHHBIN
TETEPO3UTOTHBIN BEPOSTHO MAaTOI€HHBIM BapUaHT HYKJICOTHIHOW IMOCIEN0-
BaresbHOCTH B TeHe TCOF1 (5-150392720-CCAGGA-C), npuBOASIIHA K
CABHTY PAaMKH CUMTBIBAHHS M HAPYLICHUIO CUHTE3a MOJHOPa3MEpPHOTo Oel-
ka (p. Thr1180AspfsTer14, NM_001371623.1), u u3BeCTHBII MaTOrCHHBIN
BapuaHT B reie GNAS (20-58909193-GCTGA-G), noaTBepxa&H AUarHo3
CTK. I'lo pe3ynbratam kommbioTepHOit ToMorpadwn (KT) BEISIBICHBI MUKPO-
THATHsI, MUKPOTHUS, IBYCTOPOHHSISI aTpe3nsi HApYKHBIX CIIyXOBBIX IPOXOOB,
arpe3us xoaH. C poxxIeHHUS MUMEJIO MECTO TEUEHUE paHHEW HEeOHATalbHON
uHpekuun (BpOXKIEHHAS ITHEBMOHHS CEITHYECKOTO XapakTepa), OCIOK-
HuBl1LeHcs pa3ButueM JIBC-cunapoma, snu304aMu MacCUBHOIO JIETOUHOIO
KpPOBOTEUEHUsI, THIIOKCHYECKU-remopparnueckum nopaxenuem LIHC. IIpo-
BOJIMJIACh KOMIUIEKCHAsI Teparusi: aHTHOaKTepuallbHas, TeMOCTaTn4yecKas,
uH}y3nonHas. CI0KHOCTb MPOBEACHHS PECIUPATOPHON TOIICPKKH y He-
JIOHOIIEHHOTO peOEHKa COCTOsIa B JIBYCTOPOHHEH ITOJHOM aTpe3wy XOaH
(kocTHas ¢opma), noaTBepxkAEHHOHN 1o pe3ynsratam KT, u onpeaenssiieit
HEBO3MOXXHOCTH MpoBeieHust HenHBazneHOM VIBJI. B nunamuke nposiBneHus
BPOXXIEHHON THEBMOHUH KynMpoBaiuck. Ha 41-e cyTku skxu3HU peOEHOK 11e-
peBelEH B CTAOMIIBHOM COCTOSIHUH M3 OTJICJICHUS peaHUMAIMH U UHTCHCHB-
HOM Teparnu B HayYHO-IPAaKTHUYECKNH 1eHTp uMeHn B.®@. BoiiHo-fcenen-
KOTO JUTSI JATbHEHUIIIETO ONepaTUBHOTO JICUCHHS U peaOMITUTAIHH.
IIpakTuyeckas 3 HAYUMOCTB. [ [pOIEMOHCTPHUPOBAHO KIMHUYECKOE HAOIIO-
nenne CTK y HeOHOIIEHHOTO HOBOPOKIAEHHOTO C XapaKTepHOU I HEO-
HATaJBHOTO IepPHoJa COYCTAaHHOM nmaroiorueil. Juaruos BepuuiupoBaH B
paHHEM HEOHAaTaJbHOM I1€PHOJE METOIOM IOJIHOIK30MHOIO CEKBEHUPOBa-
HUS nyTeM BblsiBiieHUs oimuMopdusma B renax TCOF1 u GNAS. Benenue
peOEHKA OCTIOKHSIIOCH COYETAaHNEM HEJTOHOIICHHOCTHU C COITYTCTBYIOIINMH
3a00JIeBaHUsAMH U MOTEHLUUPYIOLIECH UX TeHEeTUUECKOW naroorueil. Panuss
nuarHoctruka CTK mo3BonuT cBOeBpeMEHHO MPUHATH KOMIUIEKC MeEp, Ha-
MIPABJICHHBIX Ha peabuIMTaluIo 1 a0MInTaIMI0 peOEHKa B 00ILIECTBe.
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Knununyeckuin cnyyam cemenHom
MepPOo3uH-AePULUTHON MbILLEeYHON ANCTpodhumn
Y HOBOPOXXA€HHOro pebeHka

Kynux A.B.", Apucosa A.E.’
Hayunvie pykosooumenu. k.m.u., doyenm lemvsinosa T.17;
Momnaxosa O.A.?; Kniouenkosa A.B.?

!DIA0Y BO Poccutickuil HAUUOHANbHBLIL UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. ITupocosa Munzopasa Poccuu,
2[lemckast 2opoockas kaunudeckas 6onvruya Nel3 umenu H.@. Quramosa

AKTyaJbHOCTb. BpoXXIeHHBIE MBIIEUHBIE AUCTPOPUN — ITO KIWHHUE-
CKM M T€HETHYECKH TeTepOreHHasi IpyIia HepBHO-MBILIIEYHBIX 3a00ieBa-
HUH, TPOSBISIOMINXCS MPEUMYIIECTBeHHO AU((Y3HOW MBIIICYHON THITO-
TOHHEH, 3aJEP)KKOM MOTOPHOTO Pa3BUTHS, CKENETHBIMH JAehopMaiusiMu,
HapyIICHUEM IBIXaHHUS W JMMICHTHICCKUMH TpHCTynamMu. J[eOroT Bo3Mo-
JKEH C POKIICHUS! HITU TIEPBBIX MECSIEB KU3HU. J{J1s1 Mepo3uH-AePUIUTHON
IUCTpoHH XapaKTepeH NeeKT a2-nenu JaMiuHnHa. OH KOIUPYETCsl TCHOM
LAMA2 (6922 xpomocoma), XapakTep HacjeJOBaHUS ayTOCOMHO-peLec-
cUBHBIN. JlaMuHHMH-02 3aMeHsieTcs Ha JIaMUHUH-4 11, KOTOphIi He o0NamzaeT
CIOCOOHOCTBIO MOJIMMEPHU30BATHCS M CBSI3BIBATHCS C peLenTopaMu Oa3alib-
HOW MeMOpaHBI, YTO U TPUBOIUT K OCIAOICHUIO €¢ CTPYKTypHl. B ximHu-
YecKoil kapTuHe 3a00JieBaHHUs C PaHHUM JeOI0TOM XapaKTEepHbI: CHHIPOM
«BSITIOTO peOeHKay», MUOTIATHIECKOE JIUIIO, 337eP/KKa MOTOPHOTO Pa3BUTHS,
pecnuparopHble HapyIIEHUs,, HyTPUTUBHAs TUC(HYHKIINSA, PaHHEe BO3HUK-
HOBEHHE KOHTPAKTYp (BEpXHUX U HIDKHUX KOHeUHOCTEH). K momomHuTEH-
HBIM JIMarHOCTHYECKUM IMPU3HAKAM OTHOCHTCS: MOBBIIIEHUE YPOBHA Kpea-
tuHpocokunasbl (KDOK) (6onee S HOpM), MEpBUUHO-MBIIICYHBIN XapaKTep
MOpaXkeHUs! MPH MPOBEACHUH 1ekTpoHeiipomuorpadun (GHMI), nuddys-
HOE TTOBBIIICHAE CUTHAJIA OT OEJI0ro BEemecTBa Ha MarHUTHO-PE30HAHCHON
tomorpaduu (MPT) ronoBHOTO MO3ra, TUCTPOYUISCKUE U3MEHEHHUSI B MbI-
meqHoM Onornrare. [TTaBHBIM KOMIOHEHTOM, HEOOXOMMBIM IS TIOCTaHOB-
KU IMarHo3a sBJseTcs BhIABICHHE TOMO3UTOTHON MITH ABYX KOMIIayHJ-TeTe-
PO3UTOTHBIX MYyTallUi MPU CeKBeHUpoBaHUM TeHa LAMA?2. [1poruo3 3abo-
JIeBaHUA MO JaHHBIM JIUTEPATyphl HEOIaronpusTHBIN.

Lean nemoncrpauuu. [IpexcTaButs KIMHIYECKUHA cirydail peOeHKa ¢ Tpe-
Ms BBISIBJIGHHBIMU BapuaHTaMH B reHe LAMAZ2: nByMs TOYEYHBIMHU 3amMe-
Hamu (c.4048C>T u ¢.4860+75G>C) u nenenueid 2-ro U 3-ro SK30HOB,
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MoKa3aTh Ba)KHOCTH IMOJHOLIEHHOTO cOOpa aHaMmHe3a JJisi CBOEBPEMEHHOMN
MTOCTAHOBKM JMAarHo3a M OTNpeeNIeHuUs TIPOTHO3A.

Onucanue KiIuHMYeckoro cayyas. Hopopoxnennas nesouka E. or ma-
tepu 29 ser 3-it OepeMeHHOCTH (JIBOe CHOCOB CO CJIOB Marepu 37I0POBHI),
MIPOTEKABILIEH C OCIOKHEHNEM B BHJIE T€CTAllMOHHOTO CaXxapHOro Auadera.
Macca Tena npu poxxaernu 3640 1, nmuaa 52 cM. [To Anrap onieneHa Ha 8/9
6amtoB. IIpu ocMoTpe B tuHaAMUKe y pebeHKa OTMeYaeTcs yMEPEeHHOE CHU-
JKeHHE pe(IIeKCOB, HApACTaHNE MBIIICYHON THITOTOHHUH (PEHMYIIIECTBEHHO
B BEPXHUX KOHEYHOCT:X). Ha 3-1 cyTKu *U3HU IepeBesieHa B OTACICHHE Ma-
TOJIOT'MM HOBOPOXKAEHHBIX U Aerel rpyanoro Bospacra JJI'Kb um. H.®. Ou-
JIaToBa B COCTOSIHUM CPEIHEH CTENeHM TSHKECTH: CHU)KEHUE CIIOHTaHHOU
JIBUTATEIILHOW AKTUBHOCTH, MBIIIEUHAS THUIIOTOHUS (MPEHMYIIECTBEHHO
B BEPXHHX KOHEYHOCTSIX), IPU TPAKLUUH 32 PYKH HE TPYMIUPYETCs, ped-
JIEKChl OPaJIbHOTO aBTOMATH3Ma OBICTPO HMCTOMIAOTCS, CIUHAIBHBIC CHH-
JKEHbI («IIOJI3aHUS» U «aBTOMATHYECKOH XOnbObD» He BbI3biBatoTcs). Ilpu
JIOTIOTHUTEITLHOM 00CIICIOBAHUN OTMEYACTCs BBIPAKEHHOE ITOBBIIICHHUE
K@K [no 7179 EJl/n (20N)], ananunamunorpancgepassr (AJIT) [90 ME/n
(1,5N)], acnapraramunorpancdepassl (ACT) [186,3 ME/n (2N)]. Ha MPT
rojoBHOTO Mo3ra 1 DOHMI BepXHHMX U HIKHUX KOHEYHOCTEH Oe3 maroso-
run. [Ipu npoBeneHny HepOCcOHOTpadhuu UMEITUCH DXO-TIPU3HAKU THITOKCH-
YEeCKU-UIIEMUYECKUX U3MEHEHMI ToJI0BHOTO Mo3ra. [1o pesynbraram mose-
KYJSIPHO-TEHETHYECKOTO HCCIICIOBAHISI OOHapysKeHa MyTarust reHa LAMA?2
B KOMITAyH/I-T€TE€PO3UTOTHOM coctosiHuu: ¢.2962¢>T u ¢.5116C>T. Tlpu
MTOBTOPHOM KOHCYJIFTAIIMY Y Bpaya-TeHETHKA U TIIATEIbHOM cOOpe aHaMHe-
3a Marh pebeHkKa cooO0IMIa, YTO y CTapIIero cudca NMEeeTcsi TeHETHYECKU
MIOJITBEPK/ICHHBIN TaKoW ke AuarHo3 «Mepo3uH-JedUIUTHAS MbIIIeUHAS
JUCTPOQHSD.

IIpakTnyeckasi 3HAYMMOCTh. JlaHHBIA KIWHUYECKUN CIy4aill SIBIsICTCS
IPUMEPOM, OTPAKAIOIIKUM HEO0OXOAUMOCTh cOOpa TIIATENILHOTO CeMEHHO-
ro aHamHe3a. [Ipy y4acTuu mMUPOKOTO Kpyra Bpayei, B TOM YHCIE Y3KHX
CHEIMAINCTOB, IUAarHo3 OblJI IOCTABJIEH B paHHUE CPOKH. B cityyae BbIsBiIe-
HUS TAHHOH ITaTOJIOTHH B CEMbe, HEOOXOIMMO MPOBEJICHUE METUKO-TEHETH-
YECKON KOHCYJBTALNU JUIsl IFIAHUPOBAHUS MOCIEAYIOINX OEPEeMEHHOCTEH.
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KnuHunyeckui cnyyan 6onesHun Mouns-Moits
y pe6€éHka ¢ cuHapomom [layHa

Jlebeoes A. 1.
Hayunvie pyxosooumenu: k.m.n., doyenm Typuna UE.;
0.M.H., npogheccop Camumosa O.P.

@I'AOY BO Ilepsviit MI'MY umenu U.M. Ceuenosea Munzopasa Poccuu
(Ceuenoseckuti Ynueepcumem)

AKTyasabHocTh. bosnesnp Moiis-Moliss — 3T0 peakoe XpOHHUYECKOE Ipo-
rpeccupylomee nepedpoBacKysipHoe 3aboneBanne. HasBanme mpomcxo-
JUT OT SIMIOHCKOTO, YTO O3HAYAET «KIyObl AbIMA» WM «TyMaH», OTpakas
aHTHOTPaPHUICCKYI0 KapTHHY CETEBHIHBIX aHOMAIBHBIX KOJUIaTepPabHBIX
COCYZIOB B OCHOBAaHUH I'OJIOBHOTO Mo3ra. [laronorndyeckuii npouecc xapak-
TepU3yeTcs NOCTENEHHBIM CYKEHUEM IIPOCBETa BHYTPUUEPEIHBIX CETMEH-
TOB BHYTPEHHHMX COHHBIX apTepHii, a TaK)Ke MPOKCUMAIIbHBIX OTIEJIOB Tie-
PEMHMX U CPEOHUX MO3TOBBIX aprepuii. bonesus Moiis-Moiist BcTpeuaercs
KaK B CIIOPaJMYECKOM, TaK U B ceMeHHOU (opMe, U acCOLIMMPOBAHA C PAIOM
TeHEeTHYECKUX CHHAPOMOB, BKII0oUast cHHApoM JlayHa. 3a0oneBanne BCTpe-
yaercs y mauueHToB ¢ cuHapomoM JlayHa B 5—10 pa3 yaiue, yem B o01eit
HOMYJISALMH.

Heas nemoncTpanuu. [IporeMoHCcTpUpOBaTh KIMHUYECKUH CiTy4aid 0omnes-
HU Moiis-Molist y pe6énka ¢ curpomomM JlayHa, OCIOKHUBIICHCS UITIEMHU-
YECKUM MHCYJIBTOM.

Onucanue KIMHUYECKOro ciay4vasi. PeOEHOK, OT mepBoil GepeMeHHOCTH,
MEPBBIX OMEPAaTUBHBIX PonoB. Poaunack goHomenHoi (39 Henens), Anrap
7/8 6ammnoB. CocTosTHHE ITPU POSKACHUH PACIICHEHO KaK TSHKET0E BCIISICTBIEC
COUYETAHHOW MaTOJIOTUU — MHOXECTBEHHBIX BPOXKAEHHBIX IOPOKOB CEPLA
(e eKThI MEXKETyIOIKOBOI TEPErOPOAKH, OTKPBITOE OBAJILHOE OKHO, OT-
KPBITBIN apTepualibHbIN MPoTOK). C MepBbIX THEH KU3HU peOEHOK HaXOIUII-
cs1 ozl HaOMIOIEHNEM KapAMOJIOTOB M HEBPOJIOTOB. B mepBoM momyroann
JKU3HU Ha (POHE JIMXOpaJKH BO3HUK IMEPBBIA MPUCTYI CYAOPOT, KYIHPO-
BaHHBIN BBEJEHMEM JMa3enama. B mocnenyromeM oTMedanuch NOBTOPHbIE
SMU30/Ibl CYA0POT, KOTOPBIE PACLIEHUBAINCH KaK (eOpHIIbHBIC U KYITUPOBa-
JIMCh CUMIITOMATHYCCKH, 03 MPOBEICHUS YIITyOIEHHOTO HEBPOJIOTHYECKO-
r0 U HEMPOBU3yaIM3allMOHHOTO 00cienoBanus. [locTeneHHo ATH AMU304bI
CTaHOBWJIMCH Yaile. Pe0&Hok HeoyHOKpaTHO rocruTanmsuposaics B JJII'Kb
uM. 3.A. bamnsesoit 1 MII'KB no moBoay comyTCTBYOIIEH MaTONIOTHH.
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B nexabpe 2023 roxa, Ha ¢one Hapacraromeit sekomnercauuu BIIC, npo-
BeJIEHO omepaTuBHOe Kapauoxupyprudeckoe seuenne B MAI'KB. Tlepsorit
9nu30/] aQeOpUIIbHBIX CYI0POTr C 3aKaThIBAHUEM IJIa3 BIIPABO IOCIIE Orepa-
mid. B mocnenyiomem, cocTOsSHIE KOMIICHCHPOBAJIOCH, CYIOPOT HE OBLIO.
TaxumHo?, oabIlIKa, IHaHO3 He oTMedanuchk. B utone 2024 roma — rocmnu-
tamnzaryst B JIIKB Ne9 um. I'H. Cnepanckoro ¢ aunarao3om: Baebomsand-
Hasl JIByCTOPOHHSIS MOJIMCETMEHTapHask THEBMOHUS, JIbIXaTelIbHAs HeJ0CTa-
touHocTh Il crenenu. Cymopor B TOT nepuoj He Habmronanock. B despae
2025 roga pe6énok nocrasner B MII'KD B cBsi3u ¢ adheOpMIIbHBIM IPUCTY-
TIOM CYJIOPOT, KYITUPOBAJICS CHMIITOMAaTHYeCKH. B 3T0 ske BpeMsi, IpoBe/ieHa
MarHuTHo-pe3oHaHcHas Tomorpadus (MPT) ronoBHoro Mo3ra, o JaHHbBIM
KOTOPOM, BBISIBUIIA OOIIMPHBIA OYar MIIEMHYECKOTO WHCYIIbTa B JJOOHO-Te-
MeHHOH oOnacTu cieBa (B OacceiiHe JeBOM CpeqHell MO3rOBOHM apTepum).
ITo maHHBIM MarHUTHO-pe3oHaHCHON anrHOoTrpaduu (MPA) oTmedanocs BEI-
paXeHHOE Cy)KeHHe NPaBOil BHYTPEHHEW COHHOM apTepuH Ha BCEM MPOTS-
KEHUH, OTCYTCTBUE CUTHAJIA OT 00EHX NIEPETHUX MO3TOBBIX apTepuii u hop-
MHUPOBaHHME CETH KoJIJIaTepajibHBIX COCYAOB B obnactu Buinsuesa kpyra,
YTO MO3BOJIUIIO PACIICHUTD BBISBJICHHBIC M3MCHEHUS KaK XapaKTepHbIe s
6one3nu Moiis—Moiis. [lociie kOHCHMIMYMa CHEUATUCTOB ObUIO IPUHSTO
pelleHre O MPOBENIEHUH JIBYX3TAITHOTO XUPYPrHUECKOTO JICYCHHUS C HAJlO-
JKEHHEM DKCTpa-UHTPAKPAHUAIBHOTO COCYAMCTOrO aHACTOMO3a B TOJIOBHOM
Mmo3re. B centsiope 2025 roga pe6énok rocnutanusuposad B JIIKB Ne 9
uMm. I'H. Cnepanckoro ¢ AuarHo3om: ocTpas pecnuparopHas HH(pEeKUus,
cynoporu mpu jmxopanke. [lo manHbIM 3nekrposnuedanorpapun (I300):
3a BpeMsl HCCIICIOBAHSI AIHICTITH(GOPMHOI aKTHBHOCTH HE 3aPETHCTPUPO-
BaHO. Brinucana B yJI0BJIETBOPUTEIIEHOM COCTOSTHUY C PEKOMEHIAIUSMU 110
HaAOJIIOICHUIO Y HEBPOJIOra, HEUPOXUPYpPra U CIELUATUCTOB 110 COMYTCTBY-
IOIIIEN ITaTOJIOTHH.

IMpakTHyeckas 3HaYMMOCTb. bone3nbp Moitsi-Molist — ocTaércs TpyAaHO-
JIUATHOCTUPYEMOH IMaTOJIOTHEH U ¢ JIOBOJBHO JUIUTEIBHBIM OECCUMIITOM-
HBIM MEPUOAOM. Y JIeTel yallle BCTpeyaeTcsl MIIEeMUYECKU BapUaHT Teue-
HUSI, HEPEJIKO TIPOSIBIISIOIMIACS CYTOPOKHBIM CHHIPOMOM. CBOEBpEeMEHHas
HEHpOBU3yaIM3alys U HACTOPOKEHHOCTH Bpaueil Py MOBTOPSIIOILIUXCS CY-
Jloporax y MalueHToB ¢ CHHAPOMOM JlayHa nMeeT KIIIoueBOe 3HAYCHHE IS
PaHHETO BBIABICHUA U MPEIOTBPAILICHUS PA3BUTHUS OCIIOKHEHUH.
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Bpo)XXAeHHbIN LLeHTpanbHbIN TMNOTUPEO3:
KJIMHUYECKUWA crlyyail no3gHen AuarHoCcTuKu
M yCrnewHon Tepanum

Jlomoeckas A.A.', Tapabanosa JI.C.!, Caaxsn B.B.!
Hayunvie pyxosooumenu: k.m.n., ooyenm Cuuunaea U.I!;
k.M.H., Ooyenm Jemuna E.C."?; Bapcxas M.A.?

!DIA0Y BO Poccutickuil HAUUOHANbHBLIL UCCAEO008AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. ITupocosa Munzopasa Poccuu,
2Poccuiickas 0emckas Kiunu4eckas 601oHuya — Quiua
@I'AOY BO Poccutickuti HAYUOHAIbHbIU UCCTe008AMENbCKUNL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Munsopasa Poccuu

AKTyaJlbHOCTb. BpOXJIEHHBIH TEHTPANBHBIN (BTOPHYHBIA/TPETUIHBIH)
TUIOTHPEO3 — PeAKOoe TOTEHIMAJIbHO TSKEJI0e SHAOKPUHHOE 3a0oJie-
BaHME, XapaKTepHu3ylomeecss Ae(PUIIMTOM THPEOWAHBIX TOPMOHOB BCIEI-
CTBHE HApYLICHUS CEKPELUH THPEOTPOMHOr0 TOPMOHA THUMO(HU30M HIU
THpeOoInOeprHa THIIOTaTaMycoM. KITMHIYIeCcKr TpOsIBISIETCS] BEIPasKCHHON
3aJIEPKKON TICUXOMOTOPHOTO pPAa3BUTHs C TSHKEIBIMH HEBPOJIOTHMYECKHU-
MH ¥ COMAaTHUSCKUMH HapyIICHHSMH. PacmpocTpaHeHHOCTH COCTaBISIET
1:20000-1:50000 HOBOpOXXAECHHBIX. CTaHAAPTHBI HEOHATAIBHBIA CKpPHU-
HUHT, OCHOBAHHBIN Ha OTpe/eNeHuH MoBbIIeHHOro ypoBHs TTI, Hampas-
JIeH Ha BBIABJICHHUE IEPBUYHOTO TUIIOTHPE03a 1 He 2P eKTuBeH i Tuaruo-
CTHKH IIEHTPANBHBIX (POPM, UTO CO3AET BEICOKHH PUCK MTPOITYCKa KPUTHUE-
CK{ Ba)KHOTO JIMArHO3a B MEPBbIE MECALBI )KU3HU. TPYAHOCTH KIMHUYECKON
JIMATHOCTHKH 3200JIeBaHUsI 00YCIIOBIICHBI IMUPOKUM CIIEKTPOM HECTIEIH(H-
YECKUX CUMITOMOB, IEPECEKAIOMIUXCA C TEHETUYECKUMHU CUHPOMAaMH, He-
BPOJIOTHUECKUMH ¥ METa0OIMIECCKUMH 3a001eBaHIAMH. [[MarHO3 CTaBUTCS
PETPOCTIEKTUBHO, 10 KIMHIUYECKOW KapTHHE, YTO TPEOYyeT OT Bpaua BHICOKOM
HACTOPO)KEHHOCTH ¥ MIPOBEICHUSI CBOCBPEMEHHOTO 00CIICIOBAHYSL.

Henpb aemoncrpauuu. [IponeMoHCTpUpOBaTh KIMHHYECKHE 0COOEHHOCTH
TEUCHHMS TSHKEIIOTO BPOYKICHHOTO IIEHTPATEHOTO THITOTHPEO03a C TIO3IHEH [TH-
ArHOCTHUKOM, CIIOKHOCTh AU (HepeHnanbHOro MOUCKa, a TAKXKE BaXKHOCTh
1 3()(heKTHBHOCTH CBOEBPEMEHHON 3aMECTUTEIBHOM TepaIii M MOTSHITHAI
JUTSL YACTUYHOH peabuiIuTaluy B clydae MO3IHEro Hayaia JeYeHuUsI.
Onucanue KIMHUYECKOTO ciaydasi. Mansunk, 1 ron 4 mecsia, ot Oau3-
KopozcTBeHHOro Opaka. Pomuiicst oT 1 HOpManbHO MpOTeKaBIIeil OepeMeH-
HOCTH, | omeparuBHBIX ponoB HA cpoke 41 nenens. [Ipu poxknennn: macca
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4560 1, gmuHa 56 oM, Anrap 8/9. HeoHaTtanbHbI CKPUHHHT 0€3 OTKIIOHE-
Huil. C Bo3pacra 1 Mecsiiia — 3MU30/1bI AITHOY/IIMaH03a C 3aIPOKHILIBAHUEM
rosnoBel. B 3 Mecslia — Makporioccus, BbIpaXXEHHAsl MbIILIEYHAs! THIIOTO-
HUSI, COXPAHSIOTCS ATIM30/IbI alTHOD, OJIBIIIKA, Xpall, TsHKelas acluparuoH-
Has IBYCTOPOHHSS THEBMOHUS, HapyllIeHUEe [I0TaHus (30H0BOE ITUTaHHE),
oreunslil cuaapoMm. [lomydan HooTpomHyto Tepanuio 6e3 apdexra. B 7 me-
CSILIEB — MHOXECTBEHHBIE CTUIMBI JTM39MOpHOreHe3a (CKOILEHHBIH J100,
MAaKpOTIOCCHs, YIUTOMCHHAS MEPEHOCHUIIa, CpocHInecs: OpoBH, THIEPTPH-
X03 YIIHBIX PaKOBHMH), KOHCTaTUPOBaHA IpyOasi 3a7eprkka ICUXOMOTOPHO-
ro pa3BUTHS (HE JCPKHUT TOJIOBY, HE MEPEBOPAYMBACTCS, HE IOJI3AET), OT-
cyTcTBHUE npopesbiBanus 3y0oB. MPT ronoBHoro mo3ra: cydarpoduueckue
W3MEHEHHMS, 3aJIep’KKa MHCIMHU3AIMHU, THITOIUIA3Usl MO30JUCTOTO Tena;
VY3U mMTOBUIHON KeNe3bl: TUITMYHOE PACIONIOKEHHE, pa3Mepsl B Ipere-
JaxX HOPMEI. B ¢Bs3M ¢ yXy/ameHHeM KIMHUYSCKOH CHUMIITOMATUKH TPOBE-
JI€HO HCCIeJOBaHuEe TOPMOHAIBHOTO MPOQUIIS: BBISBICHbI HU3KHE YPOBHU
cB.T4 (<5,15 mmomns/n) u ¢B. T3 (<1,64 MMONB/1T) IPH CHIKCHHOM YPOBHE
TTI" (0,002 MEn/n). [Ipu MoNekylIspHO-TeHETHISCKOM UCCICIOBAHUU 00-
Hapy>XeHa TOMO3WTOTHas maToreHHas myTamus c.145G>A (p.Gly49Arg)
B reae 7SHB (NM_000549.5), uTo sBisieTcs NPUUMHONW H30JIMPOBAHHOTO
nepunura TTIT 1 moaTBepKIaeT AMArHO3 BPOXKICHHOTO BTOPHUYHOTO (IICH-
TpaJIbHOr0) TUNOTHpeo3a. Hauara 3amecTuTeNnbHas Teparus JIEBOTUPOKCH-
HOM (50 MKr/cyT). Ha (oHe JiedeHust oTMeueHa MOJOKHUTEIbHAS JHHAMUKA!
BOCCTaHOBHWJIOCH IVIOTaHKE (YAaJeH 30H]1), YMEHBIIUICA OTEYHBIH CHHAPOM,
peOCHOK CTall aKTHBEH, NOSBUJIMCH HOBBIE MOTOPHBIC HaBBIKK (CaMOCTOSI-
TENFHO CUAUT, CTOUT C OIOpPOi); B TOPMOHAJIBHOM mpoduie — cB. T4 —
13,1 mmomw/m, ¢B. T3 — 6,35 nmons/n (uccnenoBanue TTI ¢ menbio Kop-
PEeKILUH 103kl Mpenapara He UHHOpMaTUBHO); 10 AaHHBIM MPT ronoBHoro
MO3Ta — YIy4llIecHHEe MHCITHHHU3AIINH.

IIpakTHyeckasi 3 HAYMMOCTh. KTMHNUECKNH citydail IEMOHCTPUPYET BaX-
HOCTh PaHHEH MArHOCTHKH W CBOEBPEMEHHOIO Hadaja 3aMeCTUTEIhLHOU
TOPMOHAJILHOW TEpanuu AJsl NPeAO0TBPaAlleHUs] HEOOPaTUMBIX HEBPOJIOTH-
YECKUX HapylmeHHd ¥ o0ecredeHusl ONTUMAIBHOTO JajJbHEHUIIero pa3BH-
Tus pebenka. B ciyuae mo3nHeil quarHoctuku (mocne 1 ropa) agexBarHas
3aMECTUTENIbHAS Tepanusl TUPEOUTHBIMHU TperapaTaMu MOXKET MPHBECTH
K KIIMHAYECKOMY YITyYIICHHIO U YaCTHYHOMY BOCCTAHOBJICHUIO (DYyHKIHIL.
BaxHoe 3HaueHne mpruodpeTaeT reHeTHIECKOe KOHCYJIBTUPOBAHUE CEMbHU B
CBSI3U ¢ OJIM3KOPOJACTBEHHBIM OpPakoM M yCTAHOBJICHHBIM HACIEICTBEHHBIM
XapakTepoM 3a00JICBaHUSI.
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HapywieHue noxoaKu Kak CUMNTOM
HeupobnacTombl. KnuHuyeckun cnyyam

Jlyzanoea A.C., bByramkuna B.J].
Hayunwii pyxosooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AxTtyanabHocThb. HeitpoOimactoma (HB) — 310 31mokadecTBeHHas! OIyXoiib,
pa3BUBaIOLIAsACAd U3 KJIETOK MPEIIIeCTBEHHUKOB CUMIIATHYECKOM HEPBHOU
cHcTeMBI. JTO HamboJee JacTasi COJMMIHAs OMyXOJb y JACTeH paHHETro BO3-
pacra. KiinHndeckas kapTuHa pasHOOOpa3Ha, TaK Kak 3aBUCUT OT pazMepa
Y JIOKaJIM3auu ormyXoiu. B Hekotopeix cinyuasx Hb BeicTymaer npuanHoi
KOMITPECCUU CIIMHHOTO MO3Ta, KOTOpas MpOSBIAETCS HEBPOJIOIMYECKOH
CUMITOMAaTHKOM.

Heas nemoncrpanuu. Onucanue KIMHUYECKOTO Cliydas HEHpOOIacTOMbI
CIIMHHOTO MO3ra y peOeHKa paHHETO BO3pPacTa.

Onucanue xkamHudeckoro ciayvas. 30.04.2025 B Heilpoxupyprudeckoe
oteneHre Mopo30BCKOM JIETCKOW TOPOICKON KITMHUYECKOH OOJIBHUIIBI 3KC-
TPEHHO MOCTYIWI NalMeHT (2 roga 9 Mecdies) ¢ xanodaMu Ha ci1abocTh
B HWJKHMX KOHEUHOCTSX, U3MEHEHME IMOXOAKM M 3anop. M3 anamnesa us-
BecTHO, uTo 01.03.25 MaTh BiepBbIe 3aMeTHIIa HAPYILIEHHS TOXOKH, 3aI10p,
B CBS3M C 4eM peOCHOK OBLI OCMOTpPEH IEIHaTPOM MO MECTY JKHUTEIbCTBA,
Janbl o0mue pexomennanuu. 30.03.25 — nonbem Temneparypsl 10 39°C,
BOJTHOOOpa3Has JIMXopajiKa ¢ nepuogamu Hopmorepmuu. 06.04. — cnabocTthb
B HOrax Ha (hoHe nuXopajaku, ObUI rocnuTanu3upoad B MH(pEKIHOHHYIO
kimuHIYeckyro 6obHUIYy Nel (UKD Nel), rne naxomuics 10 10.04, Beinucan
¢ ynyumenuem. Onnako 17.04 cHoBa oTMmevanach Temneparypa o 38,5°C
¢ HapacTaHueM claboCTH B HOTaX, CUMIITOMaTHKa COXpaHsuiach 10 22.04,
B CBSI3U ¢ 4eM Obul OBTOpHO rocnutanusupoBad B UKbB Nel, rne uckiio-
9N THQEKITHOHHYI0 POy 3a0oneBanms. HacmencTBeHHOCTD He OTATO-
nieHa. KOHTaKThl ¢ MICTOYHUKaMU MH(EKIUH, TPaBMbI U IEpEeHECEHHbBIE Me-
JULMHCKHME BMEIlaTeIbCTBa MaTh oTpuLaia. IIpu ocMoTpe nauueHT BsuIblid,
KanpusHbii. O01IeM0o3roBasi 1 MEHUHTHAJIbHAS CUMIITOMAaTHKa OTCYTCTBO-
Banu. OOBEM aKTUBHBIX M TACCUBHBIX IBIDKEHUH HIKHUX KOHEUHOCTEH He-
MOJTHBIA. MBIIIEUHBII TOHYC YAOBICTBOPUTEIbHBIN, CHMMETPUYHBIN. Ped-
nekchl xuBble. JlabopatopHo: runokoaryssinus (AUTB > 300 ¢, MHO —
7,22, koHUEHTpaus nporpoMbuHa — 9 %), ypoBeHb HelipoHcnenudpuie-
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CKoit 9HOMa3bI cocTapisier 197 ur/mi (ipu Hopme 0—16,3 ur/mi).I1o naHHBIM
MPT ronoBHOTo ¥ CHMHHOTO MO3Ta ¢ KOHTpacTupoBanueM — MP-kapTuna
MHOTI'0Y3JI0BOTO apaBepTeOpaIbHOIO MITKOTKAaHOTO 00pa30BaHUs HA YPOB-
He Th10-L3 ¢ pacnpocTpaneHreM B MEKIIO3BOHKOBBIC OTBEPCTHS Ha YPOB-
He Th11-L3 u B M03BOHOYHBIN KaHaJl, C UHTPAKaHAJIbHBIM KPYITHBIM Y3JI0M
Ha ypoBHe Th12-L2 co crmaBieHMEM CIIMHHOTO MO3Ta; METacTaTHYeCcKOe
nopakenue mo3BoHkoB C3, C4, Th2, Th6, Th7, Th12-S1 u apyrux Buau-
MBIX KOCTHBIX CTPYKTYp (TpyAHHBEL, pebep, KocTei uepena u Ta3a). Ha ocro-
BaHMU JAHHBIX aHamHe3a M MP-kapTuHbl 3anofo3peHa HelpobraacToma.
[TpoBeneno wacTnuyHOE yaancHHe 00beMHOTO 00pa30BaHMs CITHHHOTO MO3-
ra, IEKOMIPECCUsl CIIMHHOIO MO3Ta 3a C4eT TeMUIAMUHEKTOMUY Ha YPOBHE
Th12-L1 ¢ nanpHeiniel rucTomormueckoi Beprudukanneil. Pesymsrars! ru-
CTOJIOTHUYECKOT0 UCCIE0BaHUs ONONTAaTa MO3BOIUIN YCTAHOBUTD 3JI0Kaue-
CTBEHHOCTh YAAJEHHOTO HOBOOOpa3oBaHMs (HU3KOIU((EPECHIINPOBAHHAS
HelpobaacToMa ¢ BBICOKUM MHAEKCOM MHUTO3-Kapuopekcuc). C y4eToM Bbl-
SIBIICHHBIX M3MEHECHUH B KOaryinorpaMme M MPeACTOSIINM XUPYPTHICCKIM
BMEIIATENILCTBOM OblIa MPOBEIEHA IeMOCTaTu4ecKasi Tepamnus: BBEACHHE
KOHIIeHTpaTa (akTopoB nporpomMoOuHoBOro Komiuiekca 500 ME B/B ctpyii-
HO, CBE)KE3aMOPOXKEHHOH TuIa3Mbl B/B KarenbHO 10—15 mur/kr, MeHaanoHa
Harpus Oucynbdara 4 mr/cytku. 05.05.25 mpoBenena omeparys, MOCIeo-
HEepalMOHHBIN MepHoj NpoTeKan 0e3 ociaokHeHul. [lanueHT ObUT BbITUCAH
B YZIOBJIETBOPUTEIFHOM COCTOSIHUH C MOCTEAYIOMINM HAOIIONEHHEM B OHKO-
JIOTMYECKOM OT/ICJICHUU.

IpakTHyeckasi 3HAYUMOCTD. [[aHHBIN KIMHIYECKUH CITydal MOauYepKUBa-
€T BaXXKHOCTb KOMIUIEKCHOH OLICHKM CUMIITOMOB, a TaK)XX€ UCIIOIb30BaHHE
METOJIOB BU3YyaJIH3alll{ B TOCTAHOBKE THArHO3a.
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Cunppom Jlyn—bap: 3HaueHue paHHeH
ANarHoCTUKU B HeoHaTanbHOM nepuope

Mampoc E.C.!, I[lonosa A.I1."
Hayunwiii pykosooumens: k.m.H., 0oyenm Jlapuna JL.E."?

'Moposzosckas demckas 20poockas KiuHuueckas: 601bHUYd,
2@I'AOY BO Poccutickutl HAYuOHANbHBLI UCCIEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. Iupocosa Munzopasa Poccuu

AKTyaJbHOCTb.  ATakcus-Teneanrmdkrasus (cuaapom Jlym—bap) —
3TO pEAKOe HACIEACTBEHHOE 3a0ojieBaHMe (YacToTa BCTPEUYACMOCTH
1:40000-1:300000 HOBOPOXKAEHHBIX), BBI3BIBAEMOE MyTalUSIMH B TI'CHE
ATM (Ataxia-Telangiectasia Mutated, kogupyeT CepUH-TPEOHUHOBYIO TIPO-
TEMHKMHA3y), OTBETCTBEHHOM 3a pEenapanuio Je30KCUPHUOOHYKICHHOBOU
KHCJIOTBL. XapaKTePHO Pa3BUTHE KOMOMHHPOBAHHOTO MMMYHOIC(HIINTA,
MIPOTPECCUPYIOLIEH MOIKEUKOBOM aTaKCHH, IMIA30[IBUTATEIbHON allpaKcuH,
XOpe0aTeTo3a, TeINCaHTHOIKTa3HH U SHAOKPUHHBIX HApYIICHHHA. Y MarueH-
TOB ¢ cuHapoMoM Jlyn—bap oTMeuaroTcsi BRICOKasi CKIIOHHOCTh K Pa3BUTHIO
OHKOJIOTHYECKUX 3a00JICBaHIH W MOBBIIIEHHAS! TyBCTBUTEIFHOCTD K PaIil-
AIMOHHOMY H3ITyUYEHHIO.

Heabr nemoncrpaumuu. Onvcanve paHHEW AMATHOCTHKW cWHIpoMa Jlyn—
Bap y HoBopoxkIeHHOTO pebeHKa Ha JOKIMHUYECKON CTaluu U PEIKOTO OC-
JIOKHEHUS TepaIiy BHYTPUBCHHBIM HMMYyHOTII00yiinHOM (BBUT).
Onucanue KJIMHH4YecKoOro ciay4dasi. [laimentka /., ot 1-if GepemeHHO-
cTH, 1-X camocTosTeNbHBIX pofoB Ha 41 Henene, onenka no mkane APGAR
9/10 6amtoB. Macca npu poxaenun 2950 r, jyinna tena 51 cm. Beimucana
Ha 3 cyTku xu3HH. [locne poxaeHus: pasButue 6e3 0COOCHHOCTEH, HaxXo-
JAJIACh Ha IPYITHOM BCKapMIIMBAaHUH. B poamoMe ObUT B3SIT HEOHATAIBHBIN
ckpununar: KREC 27 xommit/10° xinerok, TREC 26 xommit/10° xierok. [e-
BOYKa Ha 14 CyTKH XHM3HU ObUIa TOCHUTAJIM3HPOBAHA B MEIUATPUICCKOEC
otaeneHre MoOpO30BCKOW JETCKOW TOPOJICKOW KIMHHYSCKOW OOJBHHUIIBL.
ITo pesynsraTam 1a0GOpaTOPHON NHMATHOCTHKH JIEHKOLMUTHI M CHIBOPOTOY-
HBIC UMMYHOITIOOYNMUHBI B TIpenenax HOpMbL. [lpun mMmyHodeHOTHIIHpO-
BaHUM JTUM(OIMTOB: CHI)KEHHE MPEUMYIIECTBEHHO B-KJIeToyHOro 3BeHa.
VY peGeHka Hellb3st ObLIIO UCKITFOYHTh 3a00JIeBaHUE M3 TPYIIITBI BPOXKICHHBIX
nedextoB MMyHHTeTa. C y4eToM HOpPMaJbHBIX TOKa3aTelell HMMYHOIIIO-
OynmuuoB kiacca G 1 OTCYTCTBHS MH(EKIIMOHHOTO IMpoIecca OT 3aMeCTH-
tenbHO Tepanuu BBUIT Obwio pemieHo Bosaepkarbes. [1o pesymbraram
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MOJTHOAK30MHOTO CEKBEHUPOBaHMsI OOHApyKeHa KOMITAyHI-TeTepO3UTOTHAs
myTamms B reae ATM. BepupunupoBan auarao3: ATakCHsI-TeICaHTHIKTa-
sust (cuazapoM Jlyw—bap). Tlpu reHeTrueckoMm oOCEeIOBaAaHUHM POAMTENEH
y MaTrepu M oTiia 00HAPYKEHBI BAPHAHTHI MPOOaH/Ia B TETEPO3UTOTHOM CO-
cTosHUM. [Ipy MOBTOPHON rOCHUTANIM3ALMU B BO3pacTe 2 MECALEB: B Te-
MorpamMe JeHkoneHns 3 Thic/MKI, TuMdorneHus 3a cuet T u B-knerouno-
ro 3BeHbeB. IMmyHoroOymun G (3,72 1/1) B JUHAMEKE C YMEHBIICHHEM
(mpempIyImUii HOPMabHBIH YPOBEHBb, BEPOSTHO, 34 CYET MATCPUHCKHX
aHTUTeN). bbla MHUIMHUpPOBaHA MMMYHO3aMecTHTEIbHasd Tepanus BBUIT
1 pa3 B mecst. B Bo3pacre 5 mecsiieB mocie ouepeanoro Beenenus BBUT
OTMEYAJINCh BSJIOCTh, OTBEACHHME TOJIOBBI BIEBO, HUCTarMOUIHBIE JIBHIKE-
HUS TIIa3HBIX S0JIOK, JIETKast aCHMMETPHS HIDKHEH TIOJIOBUHBI JIMIIA CIIPaBa,
¢1a00CTh B ITPaBbIX KOHEYHOCTAX. [0 pe3ynbraraM MarHUTHO-PE30HAHCHON
TOMOTpa(¥H roJIOBHOTO MO3Ta y peObeHKa ObLT TIOATBEPKICH apTePHAIIbHBIN
WIIEMUYEeCKUI HHCYNBT B OacceiiHe 3aHel MO3roBoil aprepuu ciesa. beuia
HayaTa Tepanus HU3KOMOJIEKYIISIPHBIM T€ITaPHHOM C IO CIIEIYIOITIM MTePEeX0-
JIOM Ha aHTHArperaHTHYIo Tepanuo. JJoCTUTHyTa MOJI0KUTENbHAS JUHAMH-
ka. Takue mporpoMOOTeHHbIE (HAKTOPBI, KaK JCPUIIUT €CTECTBCHHBIX aHTH-
KOAryJIiHTOB, TUIIEPIrOMOLMCTENHEMUS U AUCIUIIUACMHUS, OOHAPYKEHBI HE
ObUTH. Mapkepbl aHTH(POCPOIHUITHIHOTO CHHAPOMA OTPHUTIATEIIHHBIE.
IpakTuyeckasi 3HAYNMOCTB. Panuss Bepudukanus cunapoma Jlyun—bap
B HEOHATAJLHOM TIEPUOJIE TIO3BOJISIET HAYaTh MMMYHO3aMECTUTEIIHHYIO Te-
pammuto BBUI y pebenka 10 pa3BUTHS TSKETIBIX MHPEKIIMOHHBIX OCIIOXK-
HeHuit. HeoOxomuMo fuHaMuYecKkoe HaOMFOJICHHE C 1IETbE0 CBOCBPEMEHHON
JINarHOCTHUKH OCJIOKHEHUH M3-3a BBICOKOTO PUCKA Pa3BUTHS 8y TOMMMYHHBIX
Y OHKOJIOTHYECKHX 3a00JIeBaHU, HEBPOJIOTHYECKOTO neduruTa. [TanueHTs
C KOMOWHHPOBAaHHBIMU BPOXKICHHBIMHU Je(eKkTaMu MMMYHHUTETa TPEOYIOT
peryssipHoro nposeeHus 3amectutensHol Tepanuu BBUI. Onnoii u3 pen-
KHMX HEKeIaTeIbHbIX MHINBHIYAJIbHBIX PEAKIIUI MOKET CTaTh BO3HUKHOBE-
HHUE TPOMOO030B, YTO JIJIS IMMYHOKOMIIPOMETHPOBAHHOTO PEOCHKA SIBIISIETCS
HeOaronpuaTHeIM (GakTopoM. IlanMeHTKe peKOMEHJO0BaHbI: MPOBEACHUE
o0ciefoBaHus Ha HACIEICTBEHHBIC TPOMOODMIINY, JITUTENbHAS TPOQHIaK-
THYECKas aHTHArperaHTHas Tepanusi 1 cMeHa ToproBoro npemnapara BBUI
JUISI TIOCTIEAYIOMINX BBEACHHMN.
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Ocno)xHeHne Be3UKO-aMHUOTUYECKOro
WYHTUPOBAHUA, KaK dJaKTOP PUCKa pa3BUTUA
HeOHaTaJ/iIbHOIro cericuca

Meoseoesa K.A., Konvisanyesa 3.C.
Hayunvui pyxosooumensv: 0.m.1, npogheccop Amunosa A.H.

DIAOY BO Ilepsviii MI'MY um. U.M. Ceuenosea Munzopasa Poccuu
(Ceuenosckuili Ynusepcumem)

AKTYaJlbHOCTB JIAHHOTO KIMHHYECKOTO CIIy4as OOyCIIOBJICHAa pacTyIieh
YaCTOTOW COYETAHHOUN BPOXKIACHHOMW MMAaTOJOTUU Y HEJAOHOIICHHBIX HOBOPO-
JKICHHBIX U HEOOXOIMMOCTBIO Pa3pa0d0TKH MEKIUCIIUTUTHHAPHBIX MOIXO0I0B
K BEJICHUIO KPUTUYECKUX COCTOSIHUI B HeoHaTojioruu. Habimoenre 1eMoH-
CTPUPYET KOMILJICKCHOE BEJICHUE IMAIMEHTa C COUYECTAHUEM PECITUPATOPHOTO
JIUCTPECC-CUHJIPOMA, MHOXKECTBEHHBIX TTOPOKOB Pa3BUTHUSI MOYEBOU CHUCTE-
MBI U SITPOTEHHOTO OCJIOKHEHHSI aHTECHATAIBHOTO BMEIIATEIILCTBA — JHC-
JIOKALIMU BE3WKO-aMHUOTHYECKOT'O LIYHTA.

Hean nemoncTpanum. [IpegoctaBuTh BpaueOHON ayJTUTOPUN KITMHHYESCKUN
Ciy4yail HEIOHOIIEHHOTO HOBOPOXKJEHHOTO C STPOTEHHBIM OCIIOKHEHUEM
AHTCHATAJILHOTO OINEPATHBHOTO BMENIATEIILCTBA MO MOBOMY MHOXECTBEH-
HBIX BPOXJICHHBIX IIOPOKOB Pa3BUTHSI.

OnucaHue KIMHNYECKOTO ciay4dasi. Henonomennsrit Manpunk (33 Hemenw,
2100 1), poxkIeHHBIH B TsKeIoM cocTosHuM (Anrap 6/7), Obu1 HHTYOUPO-
BaH 1 niepesesieH B OPUT B ¢Bs3u ¢ peciupaTopHbIM AUCTPECC-CHHAPOMOM.
AmnrtenaranpHo Ha Y3U B 20 Hepesnb NMarHOCTHPOBAHbBI MHOXKECTBEHHBIC
MTOPOKH MOYEBOH CUCTEMBI (TUTIOTUIA3HSI M KUCTO3HAS TUCTIIA3HUS ITOYeK, 00-
CTPYKIUS 33 JHUM YPETPAIbHBIM KJIAlIaHOM C MAJIOBOJHMEM), B CBSA3H C YEM
Ha 22 Hejele BBIMOIHEHO BE3MKO-aMHUOTHYECKOE IIyHTHPOBAHHE, OCIOXK-
HUBIIEECS MUTpalMel IIyHTa B OPIOIIHYIO MOJIOCTH mioaa. [Ipu moctyruie-
HUU COCTOSIHUE OBUIO KPUTHYECCKUM, C BBICOKOHW MOTPEOHOCTHIO B KHCIIO-
poxe (FiO2 > 0,6), mapkepamu Bocnanenus (Jieiikouutos 1o 28,0 x 10%/m,
CPB 5o 45 mr/in) u HapacTaromield O4eYHON HeTOCTaTOYHOCThIO (KpeaTh-
HuH 180 MkMob/n, kKamuit 6,0 MMoItb/i), uto noaTBepAwio Y3U. B pannem
HEOHATAJILHOM TIEPUOJIC Pa3BWIICS CENTHYSCKUHN IIOK, BBI3BAHHBINA TIOJH-
pe3ucTeHTHoil Stenotrophomonas maltophilia, ¢ TOTanbHOW TOJUOPraH-
HOM HEIOCTAaTOYHOCTHIO M MAaKCHUMAaJbHOW Ba30IMPECCOPHON MOAIEPIKKON
(VIS 250). Ha 5-e cyTK# BBIMOJIHEHO SKCTPEHHOE IIUCTOCKOITUYECKOE yiae-
HUe MUrpupoBasiiero mrynra. Ocrpoe nmoueunoe nospexaenne I1 cragum
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(KDIGO), pedpaxrepHoe K Tepanuu, HoTpedoBajo Hauyaia MepuTOHeaTbHO-
TO JIMan3a ¢ 5-X CYTOK KH3HH; IMOTBITKA €r0 OTMEHBI IPUBEJA K PEIUINBY
runeprugpatanuu (mpupoct mMacesl > 10 % 3a 48 yacoB) u runepKagIueMun
(K* mo 7,2 mmounb/m). TedeHne OCIIOKHUIOCh XHUIOMEPUTOHEYMOM, KYITH-
poBaHHBIM OKTPEOTHIIOM, U apTepualbHOI runeprensueit. Pecniuparopnas
MOJIZIEP’KKA TI03TAIHO CHMYKANACh OT BBICOKOYACTOTHOM OCHMJUIATOPHOMN
MBIJI 10 HenHBa3MBHOM BeHTHIIAIMHK. Ha GoHe ackananmum aHTUMUKPOOHOH
TEparuu JOCTUTHYTA CTa0WIIM3aIlUsl ¢ OTMEHOW Ba30IPEecCOpOB, HAYAIOM
SHTEPAIBbHOTO MUTAHUS U TOJIOKUTEILHOW HEBPOJIOTHYECKON TUHAMUKOM,
OJTHAKO COXPAHSETCS 3aBUCUMOCTD OT MEPUTOHEATLHOTO INAIN3a M HENHBA-
3MBHOI pecMpaToOpHON MOAIEPIKKH.

IpakTHyeckasi 3HAYUMOCTD JTAHHOTO CITydas 3aKJII0YaeTCsl B IEMOHCTpA-
UU paboyero ajropuTMma i BhIXaXKUBAHUA HOBOPOXKAECHHBIX C KPUTHYE-
CKOM TOJTMOPTaHHOW MaTOJIOTHEH, BKIIIOUAIOIIETr0 MPEEMCTBEHHOCTh pellie-
HUH (OT SKCTPEHHOW XMPYPIUHU A0 JJUTEIHHOrO MEPUTOHEATBbHOrO AHa-
JHM3a U aJanTUBHON pecipaTopHON MOIAEPKKHN), OTIaKCHHBIA TMPOTOKOI
JICYEHHsI Cercuca TOJUPE3UCTEHTHOW ATHOJIOTUM M JI0Ka3aTelIbCTBO 0Oe3-
aJBTEPHATUBHOCTH 3aMECTUTEIHHON MOYEYHON Tepanuu. [JTaBHBIN BHIBOJ
MOATBEPIKIIAET, YTO KOOPAMHHUPOBAaHHAs padoTa MYJIbTHIUCHMIIMHAPHON
KOMaH/IbI TI03BOJISIET CTAOMIIM3UPOBATh COCTOSIHUE, YTO OCOOCHHO aKTyallb-
HO B KOHTEKCTE PAcTyIIEro 4Hcia BHYTPUYTPOOHBIX BMEIIATENbCTB M MX
OCJIO)KHEHHH.
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KnuHuyeckui cnyyain abunutauum pebeHka,
POXXAEHHOro ¢ 3KCTpeMasibHO HU3KOW Maccou
Tena

Munocepoosa A.C.!, Pyonesa M.C.!
Hayunwiii pykosooumens: 0.m.1., npogpeccop Typmu T.B."?

I@IAOY BO Poccuiickutl HAYUOHATbHBLIL UCCCO08AMENbCKUTL
Mmeouyunckutl yHueepcumem umenu H.U. [Tupocosa Munzopaea Poccuu,
HUH neduampuu u oxpanul 300posbsi Oemetl HKI] Ne2 PHIIX
um. axademuxa b.B. [lempoeckoeo

AKTyaJIbHOCTb. BpIXxakuBaHuWe NeTell C 3KCTpEeMalbHO HU3KOH Maccou
tena npu poxaeHun (menee 1000 r), poxxa€HHBIX paHee 28-ii HeJeNnu recTa-
IIIH, — OJIHA U3 CIIOKHEHIINX MpoOsieM cOBpeMeHHOH neauarpun. Hecmo-
TP Ha 3HAYUTEJIBbHBI POCT BBKMBAEMOCTH INTyOOKO HEIOHOILIEHHBIX HO-
BOpOXAEHHBIX (10 70-80 %), OHH MO-TIPE)KHEMY MMEIOT KpaifHe BBICOKHE
PUCKH JIETATLHOCTH U pa3BUTHS TsDKENOW nHBanuau3zanuu. Jleru ¢ OHMT
cocraBisioT Beero 0,8 % OT BceX HEAOHOIIEHHBIX, UX 3()()EeKTHBHOE BBIXa-
JKUBaHHE TpeOyeT OT METUIIMHCKOTO IIEPCOHANA MYIBTUCUCTEMHOTO MOJIX0-
Jla, BKJIFOUYAIOIIET0 COBPEMEHHbIE TEXHOJOIMH TEIJIOBOM 3allUThI, PECIH-
paTtopHOW MOAAEPKKH, CBOEBpeMeHHOe BBeleHue cypdakranta. Hannune
COBPEMEHHBIX MPOTOKOJOB JISI HEOHATOIIOTOB HE OTMEHSET HEOOXOIMMO-
CTH JaJbHEUIIEro COBEPIICHCTBOBAHUS BOCCTAHOBHUTEIBHOIO JICUECHUS
C HCIIOJb30BAHUEM CJEIYIOLMX INPUHLMIIOB: paHHEE Havyajo, 3TAalHOCTb,
WHAMBUIYAJIbHBIN TIOAXON K PEOCHKY C MO3UIMK LIEJIOCTHOIO OpraHM3Ma,
HYTPUTHUBHAS NOAJEP)KKA, MYJIbTUAMCLUIUIMHAPHOE BEJEHHUE C MPUMEHE-
HUEeM (pU3NYeCcKuX (aKTOPOB, ICUXOIOrO-IEAATOrMYECKON KOPPEKIIMHU, 03-
noposnenne okpyxaromei cpensl (I.B. SAuwik, E.Il. BomGapauposa) mis
YAYYIIEHUS OTAAJIEHHBIX UCXOI0B, CHUKEHUS PUCKA MHBAIMIU3ALMH U T10-
BBIIIEHU KadyecTBa Ku3Hu nereri ¢ DOHMT.

Henas nemoncTpanuu. JleMOHCTpaIMs MOJIOKUTEIBLHOTO BIUSHUS MYJIbTH-
CHCTEMHOTO TOAXO0/Ia M ATAITHOTO BOCCTAHOBUTEIHHOTO JICUCHHUS peOEHKa ¢
OHMT.

Onucanue KJIMHUYECKOTo ciy4dasi. Jleouka K. or 1 GepemeHHOCTH, MTPO-
TeKaBlIeli ¢ yrpo3oi npepsiBanus B 1 u 2 tpumectpax. Ha 24 nenene pa3su-
JIach POIOBAsI AESITENEHOCTD, IIPOBEICHA SKCTPEHHAS TPOPIIIAKTHKA PECITH-
PaTopHOTroO JTUCTPECC-CUHAPOMa HOBOPOXKIEHHBIX. PONIbI CTpeMUTENbHBIE C
OIHOKPAaTHBIM OOBUTHEM ITyIIOBHHOW BOKpYT mmew. Ilpn poxkmennn macca
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480 1, poct 24 cm, o mikane APGAR — 1/4, CunbBepmana — 10 6aiios,
COCTOSIHME TSDKEJ0e, BBEACH Kypocypd. Haxommmack Ha MCKYCCTBEHHOMH
BEHTHISIUM JIETKUX 7 CyTOK, 3areM rnepeseneHa Ha CPAP, mocie — uH-
TaJSIA KUCIIopona B KioBe3 110 1,5 mecsueB. HeonaraiabHbI CKPUHUHT
Y BaKLMHAIMS HEe TIPOBOAMIIKMCH. 3a EPUOJ] HAXOKIEHHs! B CTAl[MOHAPE MPO-
BeneHo 11 remotpanchysuid. Jlo 2,5 MecsiieB MUTaHUE MO Ha30TracTpalib-
HOMY 30H]ly, CLIKEHHOE TPYIHOE MOJIOKO mojyyana 19 nHelt ¢ MoMmeHTa
POKIEHUS, 3aT€M CMEChH /ISl HeIOHOIIIEHHBIX ¢ JoTanueil ButamuHos /1, B9
U TpernapaToB kenesa. B 4 Mecsla BelmucaHa U3 CTaloHapa ¢ JUarHo3oM
«ITocneacTBus meprHATAIBHOTO TOPAKESHUSI IIEHTPATIHLHONW HEPBHOM CHCTE-
MBI, CHHAPOM MBIIIEYHON JUCTOHHUH, 33JIepKKa ICUXOMOTOPHOTO PA3BUTHSI.
Henonomennocts 24 nHenenu. DOHMT. Anemus HeZOHOIIEHHBIX. PeTrHO-
MaTusl HEJOHOIICHHBIX». BrepBble TOCHUTAIN3MPOBAHA ISl MPOBEICHUS
BOCCTaHOBHUTEIHLHOTO JICUCHHS B Bo3pacTe 5 MecsiieB. OObEKTHBHO: Macca
3328 r (2,04 SD), poct 52,5 cm (—1,08 SD), MpaMOpPHOCTh KOXKHBIX TO-
KpOBOB. J[pIXaHne C y4acTHEM BCIIOMOTATENIbHON MYCKYJATyphl, ITyMHOE.
OTMeyaroTcst CpeITMBaHUSA, KUIKUNA CTYI ¢ IPUMECHIO cin3u. B3msan ¢puk-
CHpYeT, MOJIOKUTENbHBINH cuMnToM ['pede. B3nparusaer, ronoBy He yaep-
»kuBaeT. [I0BTOpHbBIE rOCUTAIN3ALWN TPOBOIMINCH KaXKble 3 Mecsa 10
JIOCTIKEeHUs Bo3pacTa 3 roxa. CoxpaHsuHCh 3a/IepKKa B TICHXOMOTOPHOM
Pa3BUTHH, CIACTHYECKAs! TOXOJKA C ONOPOI Ha SKBUHYCHBIE CTOIIBI, TONEP-
XUBaHUS TIPU KOPMIJICHUH C JIOKKH MpoTépToit numed. B 2 roga 3 mecsna
BeicTaBieH nuarHo3 «JILII: cnactuueckas guruterus. GMFCS 11 ypoBHsi.
3aznepkKa TICHUXOMOTOPHOTO pa3BuThs. Jm3apTpusi. DKBHHO-BaIbIyCHas
nedopmanus cTon. [IBYyCTOpOHHSSI IUCIIA3usl Ta300eIPEHHBIX CYCTaBOB.
Coxa valgay. [IpoBenensI Kypchl ieueOHON (hHU3NIECKOi KyIbTyphl B Macca-
kKa, THIPOTEPAIHs, ICHXOJIO0T0-IIeqarorndeckast KOppeKIus, Gu3noTepanus,
opTonennvecKkast KOppeKIus, UHbEKIIMN OOTYITMHUYECKOTO TOKCHHA THIIA A.
Habmonanack HeBpoorom, o(hTaibMOIOrOM, FraCTPOIHTEPOJIOTOM U TEIH-
arpom. OTMeueHa TOJOKUTENIbHAS JWHAMUKA: CHMKEHHE CHACTHYHOCTH,
yIIy4lIeHUE KOOPAUHALIMY IBUKEHUH, IPUPOCT TEMITOB ICUXOMOTOPHOTO 1
(usnyeckoro pazsutus. BoccraHoBHTENBHOE JleueHHE peOEHKA TIPOI0IKa-
eTcs 1o ceii 1eHb. B Bo3pacte 9 neT geBouka noceiaeT o0ieodpa3zoBareiib-
HYIO IIIKOJIy ¥ YCIIEITHO YCBaMBAET MTPOrPAMMY HapsiIy CO CBEPCTHUKAMH.
IIpakTHyeckasi 3 HAYMMOCTh. KiTnHNUeCKNi citydail IeMOHCTPUPYET BaX-
HOCTh MYJIETHCUCTEMHOTO W 3TaIHOTO IMOJIX0/1a B BBIXQXKWBAHUM U a0WIIH-
tanun aereit ¢ OHMT i coxpaHeHHs BBICOKOTO YPOBHS KauecTBa JKU3HU
1 JaJIbHEHIIEeH COIManbHOW WHTETPAIUH.
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FeHeTUUYecKoe uccnepoBaHne: OCHOBHOM
MHCTPYMEHT 411 BEPHOro AuarHosa
Npu CUHAPOME «BAJIOro pebeHKa»

Muponosa B.A., Kauicuna E.A., 3usiokuna K.C., Xoxnoea A.I1.
Hayunwiii pyxosooumens: k.m.H., doyenm Caprucsan E.A.

@I'AOY BO Poccutickuti HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTYaJIbHOCTB. DTHOJIOTHS Pa3BUTHS CHHIpOMA «BsiIoro pedbenkay (CBP)
Ype3BbIYaliHO pa3HooOpa3Ha, B CBsI3U C ueM Tpedyercs 0ojblioe Kolude-
CTBO WCCIICIOBAaHWM, B TOM YHCJIC HHBA3MBHBIX. 3a4acTyI0 TaHHOE COCTOS-
HUE PACLEHUBAETCS KaK EPUHATAIILHOE MTOPAXKEHNE LIEHTPAIbHON HEPBHOM
cucremsl (LIHC), 9To OTKIIaABIBAaET MOCTAHOBKY BEPHOTO THArHO3a.

Heas nemoncrpanuu. [IpeacraBnenue cepuu ciaydyaeB MalUeHTOB C TUIIO-
TOHHUEH, TIPaBIIIBHBIA JHAarHO3 KOTOPHIM OBUT BBICTABJICH IOCTC MPOBE/IC-
HUS TEHETUYECKOTO UCCIICAOBAHMSL.

Onucanue KIMHUYeCKOro cayydasi. Mansuuk J[. ponuncs Ha 35 Henene re-
craiuu. Macca nipu poxaennu — 2335 r (10-i nepueHTuib), nikana Anrap
4/6 6annoB. TskecTh cOCTOSTHUSI ObllIa OOYCIIOBIICHA JIBIXATEIBHBIMH pac-
cTpoiicTBa u nepuHaranbHbiM nopaxkenuem L{THC (ITIT LIHC) runokcuue-
CKHU-HIIEMIYECKOTO TeHe3a. B TeueHnn mepBoro moxyroans KH3HH peOeHOK
HEOJHOKPATHO NepeHec MH(EKIHUU AbIXaTeNbHbIX MyTel. OTMeuanuch co-
XPaHSIONIAsiCs MBIIIEUHAs] THIIOTOHUS, 3a/IepXKKa IICHXOMOTOPHOTO pa3BH-
THs, 4TO pactenuBayiock kak cienacreue [T [THC. B Bo3pacte 10 mecsen
TOCTIMTAIN3NPOBAH B PECIyOINKAHCKYIO OONBHHIY. BBLUTO BBISIBIICHO: BEIpa-
JKEHHOE OTCTaBaHHE B POCTE, aHEMHS, CUHAPOM LIUTOJIM3a, TUIIOTTIMKEMHUS,
THITEPIAKTATEMHUSI, THIIEPXOJICCTEPHHEMHS. 3arl0A03PEHO HACIIEACTBCHHOE
3a0oJieBaHue, B CBA3H C 4eM HarpasieH B Mocksy. [lonyden pesynbrar Mo-
JIEKYJSIPHO-TEHETUYECKOTO TeCTUPOBaHUs: MyTanus B rene G6PC, BrIcTaB-
nen auarnos «[mkorenoBas 6onesHs la Tumay. Haznaueno neuebnoe nura-
HHE, cocTosTHAE cTabmmm3nposano. Mamsank I. poxmcs B cpok. CocrosiHme
IIPU POXKACHUU TSDKENOE, OOYyCIOBIEHHOE acUpPAalMOHHOW MHEBMOHMEH,
BHYTPIKETYJOUYKOBEIM KPOBOM3IHMSIHUEM 1—2 CTEeHH, CHHIPOMOM yTHE-
tenust IHC. B HeoHaTaabHOM MepHoie OTMEYAIUCh MbIIIEYHAsl TUIIOTOHUS
U CTUTMBI JU3MOp(oreHe3a (IUCIUTaCTHYHbIC I, ITUPOKasi CIIMHKA HOCAa,
snuKaHT). B Bo3pacre 3 mecsueB AMarHOCTUPOBAHA 3aJepikKKa MCUXOMO-
TOPHOTO Pa3BHUTHS, B 5 MECSIEB — IIOTHAs aTpodus 3pUTEIHHOTO HEepBa.
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Tocniutanu3upoBan B 6 MecdueB ¢ MaHu(pecTaueil TOHUKO-KIOHUYECKUX
CyIopor. BeIIo BBIABICHO: JEHKOTUCTPOGUS O JaHHBIM MarHHUTHO-PE30-
HancHoU Tomorpaduu (MPT), snunentudopMHast aKTHBHOCTD Ha JIEKTPO-
sHnEanorpadpun, a TaKke MUIATAIOHHAs Kapauomuonatus. 1o pesyins-
TaraM TeHETUYECKUX UCCIeIOBaHui: MyTanus rena [DH?2. BeictaBiieH aua-
rHo3 «D-2-ruapoxcuriyrapoBas auunypus». Mansuuk M., poyKIeHHbIN Ha
35 Hexene ¢ yMEpEHHOM JIbIXaTeIbHOM HEAOCTATOUHOCThI0. C POXKAECHUS OT-
Meuasach MbIIIEYHasi TUIIOTOHMS, paclieHEHHAsl KaK CJIEJCTBUE HEOHATallb-
HOW TUTIOTTIMKEMHUHU M TUIIOKAJIBLIUEMHH, & TAK)KE CTUTMBbI JU33MOpHOreHe3a
(Opaxwunedanms, TOHKasE BEPXHSSI I'y0a, aHOMAJINH YIIHBIX PAKOBHH, KOPOT-
Kas wesi). bbuin TnarHocTUpoBaHbl: 1e(heKT MEeXOKETYJ0UKOBON Meperopo-
KN C aHEBPU3MOH, BPOXKACHHAS KaTapakTa, KOJ0OOMa. YUHTHIBAas CTOWKO
COXPaHSIONIYIOCS TUIIOTOHUIO, ObUIa MCKIIIOYEHA OpraHUYecKasi aTolorus
IMHC. [IpuHuMas BO BHUMaHKUE HAJIUYUE [TOPOKOB Pa3BUTHsL, CTUIM, TUIIO-
TOHUIO, 3aI10JJ03PEHO T'eHeTuuecKoe 3aboneBanue. IIpoBeieHO MOTHOAK30M-
HOE CEKBEHUpPOBaHME: OOHApYKeHa MyTanus B reHe PASCI: moaTBepxaeH
cunapom Cxpropc-Xoitmakepce. JleBouka M., poxkieHHast B CPOK, C Maccoi
tena 2770 rpamm (21 mepueHTwib). C poXICHHS OTMEYAlach MbIIICYHAS
runotoHus, pacuenénnas kak 11 [HC. B Bo3pacte 1 mecsma coxpass-
Jach JKENTyXa, peOCHOK IEpeBEeICH Ha HCKYCCTBEHHOE BCKapMIIMBAHUC.
Ha ¢one OPBU B Bo3pacte 2 MecsieB — HapacTaHUE JKEJITYXH, PeOeHOK
TOCTIMTAIN3UPOBAH B PECITyONMKaHCKYI0 OonbpHHUIY. BrisiBieno: aedurmr
MAacchl Teja, TUIIOTOHMSI, CHHAPOM LIUTOJIM3a U XojiecTa3a. BupycHas atu-
0JIOTHsl TelaTUTa UCKJIIOUEHA, B CBSI3U C Pa3BUTHEM TSDKEJION NeYeHOYHOH
HEIOCTaTOYHOCTH (TMIIOAIbOYMUHEMUS, THUIOKOATYISALMS, JaKTaTaluTo3,
THITOTIINKEMUS) TIepeBesieH B MockBy. MeTomoM TaHACHTEMHON MacC-CIeK-
TPOMETPUHU HE BBISBIEHO HACJIEICTBEHHBIX OOje3Hel oOMeHa, Ha3HaueHO
9K30MHOE CEeKBEHMpOBaHue reHoMa. OO0HapykeHa MyTtanus B rene MPV17,
BBICTABJIEH CHHPOM HCTOIIEHHUsI MUTOXOHApHanbHoM JTHK.
IIpakTnueckas 3HauuMocTb. [Ipusnaxku CBP, 3aneprxka pocra u pa3BuTus
4acTO MOTYT OBITh CBsI3aHbl C TEHETUUYECKUMH MATOJIOTUSIMU PAa3HOTO reHe-
3a, YTO HEPEIKO YNaeTcsl IUarHOCTUPOBATh TOJBKO IIOCIE Pa3BUTHUS YIpoO-
JKAIOMUX COCTOsIHMU. JlanpHeiero uccienoBanus TpedyeT BOIPOC HE0o-
XOAMMOCTH PAHHETO MPOBEIEHNUs TeHeTnYecKoro nccienoBanus npu CBP.
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Dedunuut D-6udyHKLMOHaNbHOro 6enka
B NPaKTUKe Bpaya-HeoHaToJiora

Myweposa /.M., Cemexo O.P.
Hayunwvie pykosooumenu. k.m.n., doyenm Capxucan E.A.,
K.M.H., doyenm Yepkacosa C.B.

DI'AOY BO Poccutickutl HAUUOHAIbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AkTyaiabHocTb. Jlepunur D-Oudynkunonansroro 6enxa (MKb-10: E88.8,
OMIM #261515) npexacrasisier coboi ayTOCOMHO-pPEIIECCHBHOE 3a00Jie-
BaHHWe, 00ycnoBleHHOe MyTauueil B rene HSDI17B4 (5q23.1). Ilaronorus
BcTpeuaercs npuMepHo y 1 Ha 50000 HOBOPOXACHHBIX U IPUBOAMT K HAPY-
LICHUIO MTPOLIECCOB OMOTEHE3a TIEPOKCUCOM.

Hean nemoncrpanun. [IpogeMoHCTpHUPOBATH MOIXONBI K AMATHOCTUKE JIe-
¢umura D-O6udyHkumronansHoro 6enka y JOHOLIEHHOTO pebeHKa cO CTOM-
KAMH HEBPOJIOTHICCKUMHU HAPYIICHUSMH.

Onucanne KINHAYECKOTo ciay4as. J(eBouka X., OT Marepu ¢ OTSTOMIEH-
HBIM COMAaTHYECKUM U THHEKOJIOTHYECKIM aHAMHE3aMH, OT | OCIOKHEHHON
OepeMEeHHOCTH (TeCTallMOHHBINA caxapHbId AMa0eT, BhIpaXKEHHOE MalloBO-
nue), 1 pogos Ha 39 Henene recTanyy IMyTeM OIepalii KecapeBa CEUueHHsI.
IIpu poxxaenuu macca Tena cocrasisiia 3190 1, nnunHa Tena — 52 cM, OLeH-
Ka 1o mkane Anrap 8/9 6amnos. B xome ocmoTpa Ha ce0st oOpamany BHA-
MaHHE MHOXKECTBEHHBIE CTHTMbl JUCOMOpPHUOreHe3a, BKIIIOUAIOIINE «TOTH-
geckoe HEOO», KOPOTKYIO Y3ACUKY SI3bIKa, HEOPA3BUTHE HIDKHEH YETIOCTH,
YepEenHO-JIMIEBYI0 acCUMETpHIo. B mepBbie 12 4acoB KHU3HH OTMEYAIOCh
IPOTPECCUPYIOIIee YXYIIIEHHE COCTOSIHUS 3a CUeT HapaCTaHWsI HEBPOJIOTH-
YEeCKOM CUMIITOMATUKH U MOSIBICHUS 3MU30/I0B alTHO?, YTO MOCIYKUIIO TIO-
BOZIOM IIJISI [TEPEBOA TTAIMEHTKHU B OTACICHUE PeaHNMAIH i MHTCHCUBHON
Teparnuu 1Ji1 HOBOPOXKIEHHBIX. B X0/1e MpoBeneHus] peHTI€HOIOTHYECKOTO
HCCIICIOBAHMS OPTaHOB IPYIHON KJICTKH ObLIa THAarHOCTHPOBaHA BPOXKIEH-
Has nHeBMOHUSA. [Ipu oleHke 1abOpaTOPHBIX MCCIENOBAHUN OTMEYalIUCh
ANIEKTPOJIUTHBIC HAPYIIECHHUS (THIIEPKATHEMHES 10 7 MMOJIB/JI, THTIOKAIBITH-
emus 10 1,07 mmonw/i). ITo nanHbIM HelpocoHorpaduu ObUTH BBISBICHBI
9XO-TIPU3HAKN THUIOKCHYECKH-UIIEMHYeCKUX u3MeHeHnH. Co 2-X CyTOK
JKU3HU PETUCTPUPOBAINCH IMOCIIEAOBATEIbHBIE MPUCTYIBI C TOHHYECKUM
HaYaJIoM, TIEPEXOSIINM B CTEPCOTHITHBIC IBIDKCHUS B KOHEYHOCTSX, CO-
pOoBOXKAAtoLIeCs Taxukapaueit 1o 220/mMuH u necarypauueit 10 40 %. Bu-
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ne0-OO -MOHUTOPUHT 3apETUCTPHPOBAT HAJIHYHE IIEKTPOrpadUIecKux
MAaTTePHOB MIPUCTYTIOB, B CBSI3H C UeM OblIa Ha3HAUCHA TPOTHBOCYAOPOKHAS
Tepanus. Mckmouanach HHGEKIIMOHHAS 3THOJOTUSI TOPaKEHHsT HEPBHOM
CUCTEMBI. DIIEKTPOIIMTHBIE HApPYIICHHUS OBbLTH CKOPPEKTHPOBAHBI, OJTHAKO
HPUCTYIIBI cyTopor Ha ()OHE MPOBOJMMON TEpaIMU MPOIOIDKATIH COXpa-
HATBCA. [loBTOpHBIC HEHPOBH3yaIM3aIMOHHBIC NCCIEIOBAHMS NCKITIOUHIH
HaJIM4YMe TUIOKCUYECKU-UIIEMUYECKOrO TMOBPEKICHHUS TOJIOBHOTO MO3ra.
Ilpn mpoBeneHNM MarHUTHO-PE30HAHCHOM TOMOTpa(UU TOJOBHOTO MO3-
ra OTMeYajHuch HapyUIeHHUS apXUTEKTOHWKU MPEUMYIIECTBEHHO B TEMEH-
HOW M OCTPOBKOBOH JIOJISIX, @ TAKKE aCHMMETPUYHASI BEHTPUKYITOMETaJIHS.
JleyeOHbIe MepONPUATHS BKJIIOYAIW B ceOS MPOTHBOCYIOPOKHYIO, aHTH-
0akTepnaNbHyI0, TPOTHBOTPUOKOBYIO M MH(Y3HOHHYIO TEPAIHIO, a TAaKXKe
peCIMpaTopHyI0 U HyTPUTHBHYIO NOAsepKKy. Ha ¢one nmpoBoaumoro je-
YeHHSI MIPUCTYTIBI CYIOPOT OBUIM KyIMHPOBAHBI JIMIIb K 21 CyTKam >KHU3HH.
Ilono3peHue Ha CHHIPOMANIBHYIO MATOJOTHI0 00YCIOBHIO HEOOXOAUMOCTh
B KOHCYIIbTAIIMU peOeHKa TeHETUKOM M TIPOBEIICHUH MEIUKO-TEHETHYECKOTO
tectupoBanus. [1o ero uroram, y peOeHka Obliia BbISBJICHA MyTallls B FeHE
HSD17B4, 9T0 MO3BOIUIIO YCTAaHOBUTh AMArHo3 «aeduuut D-OudyHkno-
HanbHOTro Oemnka». CrycTs 77 nHEel rocnuTaln3aluy, B BO3pacTe 2 MecsleB
20 nHel, neBouka ObliIa BBINIMCAHA M3 CTAIIOHAPA B CPETHETSIKEIIOM COCTO-
SIHUM 110]] aMOyJTaTOpHOE HaOIOICHUE TIeANaTpa, HEBPoJIora, o TalIbMOIIO0-
Ta U CIICIMAIHNCTOB MAJUTHATHBHON CITyKOBI.

[pakTuueckasi 3HauMMoOCThb. J[leduuur D-OudynkimonamsHoro 6e-
Ka, MOMUMO (PEHOTHUITMYECKUX OCOOCHHOCTEH, BBI3BIBAET CTOWKHE HEBPO-
JIOTHYECKHUE HapyIIEHUs, U3-3a KOTOPBIX OOJIBLIMHCTBO JIeTeH MOrndaroT
B TIEpBHIC JBA TOfa KU3HH. BeneHne manueHToB ¢ JaHHBIM 3a00JIeBaHICM
OCHOBBIBA€TCSl HA CBOEBPEMEHHOM BBISIBIEHUH MYTalllH, KOMIJIEKCHOM Ha-
OIOIEHUH KOMaH/IOM CIICIIHAINCTOB, a TAK)KE ITATOTCHETHYECKOI 1 CHMITO-
MaTUYEeCKOH Teparuu.
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KnuHnyeckun cnyyan MHPaHTUNbHOrO
KOPTUKaNbHOIro rmnepocTosa y HOBOPOXAEHHOIo
pebeHka

Myweposa /.M., leprocuna I1.P.
Hayunvie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
K.M.H., doyenm Bopona J1./].

DI'AOY BO Poccutickuil HAUUOHAIbHbLU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AkTyanbHoCcTh. MHGaHTUIBHBIA KOPTHKAJIBHBIA Tumepocto3 (0one3Hb
Kappu-Cunbeepmana, MKB-10: M89.8, OMIM: #114000) — penkas Ha-
CIIC/ICTBEHHAsI OCTEOCKIICPOTHYCCKASI AUCTIIA3HsI, 00yCIOBICHHAS MyTaIlH-

eit B rene COLIAI (17q21.33) u xapakrepusyromiascs (GOpMUpPOBAHHUEM
MOJIHAIKOCTHUYHBIX KOCTHBIX 00pa3zoBaHuil. OOBIYHO B IPOLIECC BKIFOYEHBI
Jadu3bl JNIMHHBIX TPyOUuaThIX KOCTEH, a Takke pedpa, HUKHSS YEIOCTh,
JIOTIATKU ¥ KJIFOYMIbl. MICTHHHAS 4acToTa BCTPEYAEMOCTH OCTAETCS HEU3-
BECTHOM, BO BCceM Mupe orucano okoso 100 ciaydaes 3aboneBanus. Yame
naroyorusi MaHu(ECTUpyeT B MEPUOJ OT POXKIACHUS O LIECTH MECALEB U
CaMOCTOSITEIIEHO MTPOXOIUT K IBYM rofiaM. JIedeHne HOCUT CHMITTOMAaTHYe-
CKUH XapakTep W MpeAronaraeT Teparuio MpOTUBOBOCIATUTENbHBIMU TIpe-
mapatramm.

Heas nemoncrpanuu. [IpeacraButs kpaiiHe penkuii ciydail HH()aHTHIIb-
HOTO KOPTHKAJIBHOTO THUIEPOCTO3a C MOpPaKCHHEM OOJbIICOSPIIOBEIX KO-
CTeH y IOHOIIEHHOTO HOBOPOXKAECHHOTO.

Onucanue KIMHUYECKOTo ciayyas. Manpuuk A. TIJIaHOBO IOCTYITHJ
B MHOTONPO(UIBHBIN JETCKHI CTallMOHAP HAa 3 CYTKHU >KU3HU Ui YTOYHE-
HUSI THarHO3a U ONIPEAETICHUS TalbHEeHIIel TAKTUKH BEICHUS B CBSI3U C Ha-
JUYMEM OTEKOB HMKHMX KOHeuHocTel. M3 anamHe3a )KM3HU U3BECTHO, YTO
peOeHOK OT MaTepH 36 JIET ¢ OTATOIMIEHHBIM COMAaTHIECKUM aHAMHE30M, OT
4 GepeMEeHHOCTH, OCJIOKHEHHOW TOKCHKO30M M Pa3BUTHUEM T'eCTallMOHHO-
ro caxapHoro nuabera Bo Il Tpumectpe. Pojpl 2-, ecTecTBEeHHBIC B TOJI0B-
HOM Mpejyiexanuu Ha 38 Hezene rectanuu. [Ipu poxaeHun macca tena —
4160 1, amHa Tenma — 55 cM, OKPY>KHOCTH TOJIOBBI — 36 cM. OreHka mo
mkane Amnrap 8/9 6amioB. ITo Tabmuumam INTERGROWTH-21% antpo-
MIOMETPHYECKIE MOKA3aTeIN MPEBBIIATH BO3pacTHYI0 HOpMy (> 97 %o).
C poxnaeHus OTMeyalach COXPAHSIOMIAsACSs OTEYHOCTh MATKUX TKaHEH
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HIWKHUX KOHeyHocTel. [Ipu mocTynieHun B OTAeNIeHHE MaTOJIOrMU HOBO-
POXXICHHBIX U HETOHOUICHHBIX JETeH OTMEUaNNCh: BapycHast Ae(opMariist
TOJIGHEH U CTOIT; MAaCTO3HOCTH FOJIEHEN U CTOM, 0e3 HapyLIeHHs 1IBeTa KOX-
HBIX ITOKPOBOB U 6OJ'I€3HCHHOCTI/I IIpY AJIbITAINU,; KOPOTKAA Y3/1CUKa A3bIKA.
B xone mpoBeneHust peHTIeHOIOTHYeCKOro UCCieI0OBaHnsl KOCTEeH rojeHen
OTIPENEISIIOCh YTOJIICHHE W PACHIMPEHUE KOPTUKAIBHOTO clios auadu-
30B 00enx OoubIIedepuoBbXx KocTei. Och 00IbMIEeOepPIIOBBIX KOCTEH ObLIa
H30rHyTAa. Pentrenonorunueckas KapThHa COOTBETCTBOBAaJIA I/IH(baHTI/IJ'IBHO—
My KOPTHUKajJbHOMY rumnepocto3dy. [Ipu npoBeneHHH YIBTPa3ByKOBOTO HC-
CJIEJIOBaHUS Ta300€JPEHHBIX CyCTaBOB OTMEYANaCh MX (PU3UOIOTHYECKas
HE3PeNoCTh, YTO TpeboBaslo AMHaMU4eckoro HadmoaeHus. [1o ocraabHbIM
opraHaM M CUCTEMaM MATOJIOTHUH BBIABJICHO HE 6BUIO. VuuTeiBasg KIMHUYC-
CKYI0 KapTHUHY U Pe3yJbTaThl PEHTTEHOIIOTHYECKOr0 UCCIe0BaHus, pede-
HOK 6BUI KOHCYJIbTUPOBAH I'€HCTHUKOM, KOTOpBIﬁ TOATBEPANIT BEPOATHOCTDH
UH(AHTHILHOTO KOPTUKAIBEHOTO THIIEPOCTO3a U PEKOMEH IOBA IIPOBEICHHE
MOJICKYJIIPHO-TEHETHYECKOTO McClieoBaHusl. [10 3aKIFOUeHUIO HEBPOJIOTA,
YUUTBIBasE HEKOTOPYIO TEHIEHIMIO K CHIDKEHUIO peasin3aluu pedIiekcoB B
cTomax, ObUTO TOKA3aHO IWHAMHYECKOE HAOJIOJICHUE IMOCHe pa3pelieHus
MACTO3HOCTH B CTOIAX. 3a BpeMs HaOONEHUS B OTAEICHUH ObLIO ITPOBe/ie-
HO KOMITJIEKCHOE 00CIIeIOBaHHE, YTOYHECH KITMHHUUYECKUHN JUarH03, KOTOPBIH
B JaJIbHEHIIEeM ObUI MOATBEPXKIEH PE3yJbTaTOM MOJIEKYJISPHO-TeHEeTHYe-
CKOTO ucclienoBanus. Kpome Toro, otMedanoch HapactaHue oOIiel JBura-
TEJIbHOIN aKTUBHOCTH, YJIyYLIEHUE MBIILIEYHOTO TOHYCA, YBEIUUYCHHUE TTEPH-
ona 6oapcTBoBaHus. Ha 6 CyTKH )KU3HU B YJIOBJICTBOPUTEIIEHOM COCTOSTHUT
pebeHOK ObUT BHITUCAH C PEKOMEHAALMAMU 10]] HAOIIOIeHHE CTICIUAINCTOB
amMOyITaTOpHOTO 3BEHA.

IpakTuyeckasi 3Ha4UMOCTb. [IporHo3 npu Gonesnn Kaddu B memom
CUHUTACTCA 6HaFOl'[pI/IHTHBIM, TIOCKOJIBKY KJIIMHUYCCKUC TPOABICHUA 06]:1‘{-
HO perpeccupyior K AByM rofam >Ku3HU. TeM He MeHee, BCIeICTBUE PUCKa
CIIOHTAHHBIX PEIUANWBOB B JICTCKOM M MOAPOCTKOBOM BO3pPACTC MAIIMEHTHI
TpeOyIOT ATUTEIHHOTO TMHAMUYECKOTO HAOIIOIEHUSI.
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OcTpbliii nuenoHeppuUT Npn 6051€3HN NErMOHEPOB
y pe6eHKka paHHero Bo3pacTa

Henanuna A.E., Poibuna E.A.
Hayunvle pyrosooumenu: o.m.1., npogeccop Kopcynekuii A.A.;
0.M.H., npogheccop Cmupnosa I U.

@IAOY BO Ilepsviii MI'MY um. U.M. Ceyenosa Munzopasa Poccuu
(Ceuenosckuti Ynugepcumem)

AKTyaIbHOCTB. BoJIe3Hb JIETHOHEPOB — OCTPOE CaNPOHO3HOE MH(EKIIH-
OHHOE 3a00JIeBaHNEe, BEI3BAHHOE BBICOKOIIATOTeHHOM OakTepuei Legionella
pneumophila. 3a0oneBanne XapakTepu3yeTcs: HeCIeUPUIeCKON KIMHAYE-
CKOW KapTHHOW — OT TPUMIIONOJ00HON (HOPMBI JI0 TsKEICHIIeH aTumnd-
Hoii mHeBMOHUHU. Ocoboe BHHMaHHMe oOpalmiaeT Ha cebs HU3Kas HacTOpO-
JKCHHOCTh Bpaueil MeauaTpoB, BBUIAY COYECTAHHS PEIKOCTH 3TOTO 3aboe-
BaHUs B JIETCKOM BO3pacTe, OTCYTCTBUS NMAaTOTHOMOHUYHBIX CUMIITOMOB U
CIIOXKHOCTH JIMATHOCTHKH, YTO TPUBOAUT K TSDKEJIOMY TEUCHHIO 3a00iieBa-
HUSI, PE3UCTEHTHOMY K CTAaHJAPTHOW TePAIlUK U BRICOKUM PHCKOM HeOmaro-
MPUSTHOTO MCXOAA.

Heas nemoncTpauuu. Onpeneauts 0COOEHHOCTH AUATHOCTUKH, BEICHUS U
JICYCHUS JICTHOHEIUTE3HON HH(EKITNH y peOeHKa TPyIHOTO BO3pacTa.
Onucanue KJIMHMYeECKOro ciydasi. Manbuuk 10 MecsleB MOCTYIHI
Ha 3 cyTku 3a00JeBaHMs B HHOEKIIMOHHOE OT/ICIICHNE C BBICOKON CTa0WIIb-
HO rxopaako# 10 40°C, BEIpaKEHHBIMH CUMIITOMAMU MHTOKCHKAIUH, 00-
JSIMH B )KUBOTE, KaruieM. MimMeeT oTsaromenHsIil mpeMopOuIHbIH (HOH BBUIY
HE/IaBHO MEPEHECEHHOW MHEBMOHUU M HECKOJIBKUX SMU30J0B HH(MEKUUU
MoueBBIBOIAIIUX MyTeH. [Ipm ocMoTpe ompenensmucek GeOpubHasT TUX0-
pamka, >KECTKOE JbIXaHUE, MEIKOIY3bIpYaThle XPHUIIBI B HIKHUX OTIENAX
NnErKux ciieBa. B o0miemM aHanmm3e KpoBH: JEHKOIMTO3 32 THIC/MKII, HEHTPO-
¢unes 63,8 %, yposeub CPb 187 mr/n, npokansuutonus 8,746 Hr/mi, Ko-
arynomnatust (pudpuHOTEH 6,86 T/171). B 001IIeM aHaNHM3e MOYH: JICUKOIIUTY-
pust 60—79 B mone 3peHusi, Mukporematypus 12—15 B none 3peHus, ciusb
B MoueBOM ocajke. Ilpu peHtrenorpadun n KOMITBIOTEPHOI ToMOTrpadpun
(KT) opraHoB rpyaHo#i KIETKH BepU(UIUPOBAHO TEUEHHE JBYCTOPOHHEH
nonvcerMeHTapHoil muesMonud. [Ipn Y3U modek B nrHaMUKE OTMEYEHO
YBEJIIMYEHHUE Pa3MEpPOB 00enX MoyeKk 0e3 HapyUIeHWH KPOBOTOKA M KOPTH-
Ko-Meny/usipHoi muddepennnannu. ComepikaHue ITHUIIOKATHHA B MOYE
yBenudeno 1o 105,1 ur/mn (npu HOpME 10 35 HI/MIT), YTO SBISIETCS Map-
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KEpOM OCTPOro NOBpEXkAeHUs mouek. IIpi MUKpOOUOI0rn4eckoM UCCIIeno-
BaHWM BBISIBIICH aHTUTEH Legionella pneumophila B move. OueBUIHO, YTO
Ha (hoHe OOJIC3HH JIETHOHEPOB Y OOJIBHOTO UMEETCS OCTPBIN MHETOHEPPHT.
Jns nedenus OONE3HM JIETHOHEPOB C COIMYTCTBYIOUIMM MHETIOHE(PPUTOM
ObL1a MPUMEHEHA KOMOMHUPOBAHHAS TEPAIHsl, BKIIIOUAIOIIAsl STHOTPOIIHYIO
AHTHOAKTCPUANPHYI0 W CHUMITOMATHUECKYIO TEpalMio W HWH(QY3HOHHYIO
noajepkky. Tepamust Oblla HauaTa ¢ MApEHTEPaIbHOTO BBEACHUS aHTH-
OMOTHKOB IIMPOKOTO CIEKTpa (MepomneHeM + nedrpuakcon). Ilocme mabdo-
PATOPHOTO MOATBEPXKJCHUS JETHOHEIIE3a, JIeUeHNEe ObLIO CKOPPEKTUPOBA-
HO C HAa3HAUYCHHWEM aHTHOMOTHKA TPYMITEI MAaKPOIUAOB (KIAPUTPOMHIINH).
B cBsI3U ¢ TSKECTHIO COCTOSIHUSI OOJILHOTO MPOBOIMIIOCH APEHTEPAIbHOE
BBE/ICHHE MEPOIIEHEMa, YTO 00YCIOBICHO HEOOXOAMMOCTHIO CO3IaHUS BbI-
COKHX KOHIEHTPALUH aHTUOMOTHKA B JIETOUHON TKaHU U MapEHXHUME TOUeK
Ha (oHe coueTaHHOH MHMeKIMH. B pe3ynsrare gedenus Oblia TOCTUTHYTA
HOJIOKUTENbHAS JUHAMHKA B COCTOSHUM PEOCHKA 32 CUET KYIUPOBAHUSI UH-
TOKCHUKAIIMOHHOTO CHHAPOMA, HOPMAJIHM3ALMH TeMIepaTyphl Teja, CHIDKe-
HUSI UHTEHCUBHOCTU PECIUPATOPHOrO CUHAPOMA Ha (JOHE 3HAUUTEIBHOIO
YAYYIICHUS ayCKYyIbTaTHBHON KapTUHBI B JIETKUX.

IIpakTHyeckasi 3HAYUMOCTh. BoNIe3Hb JIETHOHEPOB B COUETAHUU C OCTPHIM
MTUEIIOHE(PPUTOM SIBIISIETCSL CEPhE3HON YIrpO30ii JIJIst 37I0POBbS JIETe JTH000-
ro Bo3pacta. CBOEBpEeMEHHasl TUArHOCTUKA U KOMOMHUPOBAHHAS Tepamnus
KOPPEJMPYIOT C TMOJOKHUTEIBHON TUHAMHUKOW TeueHHs Oone3Hu. B cBsi3m
C 4eM IpaKTHUYEeCKasl 3HAYUMOCTh PabOThl COCTOUT B MOBBIIMIEHUH HACTO-
POXKEHHOCTH BpadeH-TIeIMaTPOB B OTHOIICHUH JICTHOHEIIE3a KaK MPUIHHBI
TSDKEJIbIX BHEOOIBHUYHBIX THEBMOHHUH, a TaKXKe OCBEILEHHE HEOOXOIUMO-
CTH BKJIIOUCHHS SKCIPECC-IMAarHOCTUKH JIETHOHEIIe3a B TU((epeHIIab-
HO-/IMaTHOCTUYECKUI MOUCK MPH TSKENBIX BHEOOIbHUYHBIX MHEBMOHHUSX,
HE OTBEUAIOIINX Ha CTAHAAPTHYIO TEPAIHIO.
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BpO)KAeHHaf-l AYGJ’IMKaTOpHaﬂ KUCTa nuuiesoja

Hugpamosa E.C.!, Muponosa B.A.!
Hayunvie pykosooumenu: k.m.u., ooyenm Caprucsn E.A.;
o.m.i. Kyuepos FO.1?

!DIA0Y BO Poccutickuil HAUUOHANbHBLIL UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. [Tupocosa Munzopasa Poccuu,
’I'BY3 copoda Mockewi «/Jemckas 20po0ckas KiuHU4eckas 6o1bHuYya
Ne 9 um. I'H. Cnepanckoeo [enapmamenma 30pasooxpanenus 20pood
Mockeviy

AKTyaJbHOCTh. JlyOnmuKaTopHas KHUCTa MUIIEBOAA — BPOXKICHHAS KHCTA
cpenocrenus, GopMuUpyroIascs 1U3-3a HapyLICHUS Pa3BUTUS JOPCAITBLHOTO
oTJieNia MepBUYHOM KUINIEYHOH TpyOKH Ha 4—8 Hejese smOpurorenesa. Y 60-
nee yeMm 50 % manueHToB KIMHUYECKHUE MPOSBICHHS IeOI0TUPYIOT B MEp-
BBIC 2 TO/Ia XWM3HHU, HanOoJee XapakKTepHBIE CUMIITOMBI — PECIHPATOPHBIE
HapyIlIeHHs!, 00yCIIOBIEHHbIE Pa3BUTHEM KOMIIPECCHHU JIbIXaTeIbHbIX My TEH.
Oxomo 20 % ynoennii XKKT 3aHuMAaioT yIBOCHUS MUIIIEBO/IA, SIBIISSICH KITN-
HUYECKH 3HAYUMBIM COCTOSHHEM, TpeOYIOLIUM CBOEBPEMEHHOH JHarHo-
CTHKH U B OOJBIIMHCTBE CIIy4aeB XUPypPTrUIeckoro BMemarenscTea. B 50 %
ClIy4aeB IpeHaTallbHas AUAarHOCTHKA MMO3BOJISET BBIABUTH MOPOK, a Audde-
PCHIIMANbHAS THATHOCTHKA OCJIOKHEHA B CBSI3M C TATOJIOTHEH HEOHATAJIb-
HOTO MEPHO/Ia U CXOKECTHIO KIMHUYECKOW KapTUHBI C IPYTMMHU MaTONOTH-
YECKHMH COCTOSTHUSMI.

Henas nemoncTpauuu. [IpeacraBute 0COOCHHOCTH TEUEHUS, AUATHOCTUKU
U BEJICHNSI HOBOPOXKICHHBIX C BPOXKACHHOH TyOIMKAaTOpPHON KUCTOH MHIIe-
BOJIa Ha (hOHE OCIIOKHEHHOTO TE€UEHHsI HEOHATAJILHOTO NIeproa.
OnucaHue KJIMHHYeCKOro ciaydas. /lesouka M., ot 4-if GepeMeHHOCTH,
2-x ponoB Ha cpoke 39,6 Henmenb. /laHHas OEpeMEHHOCTH MpoTeKayia 0e3
ocobenHoctei B 1 u 3 Tpumectpax, Ha 20 Henene ['B Ha ynbTpazBykoBOM
CKpUHMHI€ IUJIO/Ia BBISBIEHO oOpa3oBaHue cpenocteHus. [na obcieno-
BaHMS U JICUCHUS Ha 2 CYTKHM JKM3HU TIEpPEeBEICHA B OTICIICHUE XUPYPIHU
HOBOPOXJEHHBIX. Ha 3 cyTku npu npoBeeHUH yIbTPa3ByKOBOTO MCCIIEI0-
BaHMS M MarHUTHO-PE30HAHCHOM TOMOTpa(uu OnpeeIeHb! TOKATH3aIIs 1
00beM KHCTO3HOTO 0Opa3oBanusi: 36x70 MM B 3alHEM CPEAOCTEHHH CIIpaBa
oT cpenHelt TMHUHN. TakKe BBISBICH MOPOK Pa3BUTHS TTO3BOHKOB — CIIOH-
Iuionuciasus. JmarnoctupoBaHa MpaBOCTOPOHHAS MOJIMCETMEHTapHas
ITHEBMOHUS ¥ MH(EKITNS MOUCBOH CHCTEMBI, TOJKIIOYEeHa aHTHOMOTHKOTE-

71



panusa. OTMeyanoch MOBBILIEHHE MApPKEPOB BOCHaJIeHUs (HEUTPOPHIbHBIN
neiikoruro3, TCPB, TpomOonnTo3), neiikonuTypus, B IUHAMHUKE C HOP-
Manu3alued mnokasarteneil Ha ¢oHe TepanuM. 3HAUUTENLHOE IMOBBIIICHUE
ypoBHS anbda-peronporerHa CBUIETEILCTBOBAIO O TMPOJIOIIKAIIIEMCS
pocte KucThl. BBy peanuzanuu HH(OEKIHOHHOTO MPoLecca OrepaTUBHOE
BMEIIATEILCTBO OBUTIO OTCpodeHo. Ha 12 cyTku mpowusBeneHa MOCTaHOBKA
HA30racTpajIbHOTO 30H/1a U3-3a TPYAHOCTEH KOPMIIEHUS], aCCOLMMPOBAHHBIX
¢ yBelm4YeHneM o0beMa KUCThl. Ha 16 CyTKH B X07ie TOPaKOCKOTIMH y/iaie-
Ha KHCTa, BBIIOJIHEHA H30(aroriacTuka ¢ yCTAaHOBKOH JpeHaxa B MPaBylo
IUIEBPAJIBHYIO MOJOCTh. BBy 0O0BheMa omepannu moTpeboBaics MepeBos
Ha MapeHTepajIbHOe MUTAaHUE C IOCTENEHHBIM MEPEBOJIOM Ha SHTEpaIbHOE
MUTaHKUe, HaYWHAs ¢ 24 TOCIIEONePaMOHHBIX CYTOK (I1.C.). Takke B mepBbie
8 I.C. B KaueCTBE PeCIUPATOPHOI Monep KK ucronb3zoBanack MBJI ¢ skc-
TyOarmei Ha 9 11.C. ¢ y4eTOM aKTHBHBIX TIOITBITOK CAMOCTOSTEIILHOTO JIbIXa-
Hus u komrneHcanuu KOC. Otmeuanock TsKenoe TeUeHUe Mmociieoneparm-
OHHOTO TIEPHO/Ia 33 CUET PAa3BUTHS XMUJIOTOPAKCA M HAPACTAHUS JIbIXaTellb-
HO HEeJOCTAaTOYHOCTH, MOTpeOOBaBIIel TOBTOPHON MHTYyOauun Ha 14 m.c.
M3-32 YBEJIIMUYCHHS XWJIC3HOTO OTJENISIEMOTr0, YTO OBLJIO CKOPPHTHPOBAHO
BBezieHHeM «JIumdooioka». B crabuiIbHOM COCTOSIHUE PeOCHOK IepeBEeACH
B OTJICJICHUE TTATOJIOTHH HOBOPOXKICHHBIX, 32 BpeMsI IPEObIBAHHSI B KOTOPOM
OoTMeyajach HOpMaJIMU3alys MBIIIEYHOTO TOHyca U (PU3UOJIOTHUYECKUX ped-
JIEKCOB, PEHTTEHOJIOTUYECKH — THIIOIUIA3Usl JIETOYHOM TKaHM B TIOCIIEOTIe-
panmonHoU 30He. B 1 Mecsir u 25 nHel B CTAOMIBHOM COCTOSTHUY BBITTUCAHA
JIOMO¥ 1To]1 HAOFOZICHHE Bpave 10 MECTY JKUTEIILCTBA C PEKOMCHIAIHSIMH
0 MoBTOpHOH rocnuTanuzauuu. [Ipu Beinucke mMacca tena 3670 (+1060) T,
poct 54 cM, OKpYKHOCTb Ioj10Bbl 35 cM, OKpyxHOCTb rpyau 37 cm. Ha nan-
HBI MOMEHT peOeHKY 8 MecseB, (hu3nYecKoe U HEPBHO-TICUXUYECKOE pa3-
BHUTHE COOTBETCTBYET CBEPCTHHKAM.

IIpakTuyeckass 3HAYMMOCTB. YJIBTPa3BYKOBOI CKPUHHUHI 3aHMMAET KIIIO-
YEeBYIO POJIb B IMATHOCTHKE HA paHHUX JTamax, Mo3BOJIssS MapIIpyTU3HPO-
BaTh POXKEHUI] B IEpUHATAJIbHbIE LIEHTPHI AJIsl IPOBEJCHUS PAHHETO XUPYP-
THYECKOT0 BMemarenbeTBa. OnepaTuBHOE JICYCHUE MOKET OBITh OTCPOUYCHO
U3-3a peaan3anui HHPEKINOHHOTOo mpotiecca. [lociaeonepaunonublii nepu-
OJ1 MOKET OCIIOKHUTBCS Pa3BUTHUEM XUJIOTOPAKCA U ABIXATEIHbHON HEI0CTa-
TOYHOCTH. BeneHue Takux manueHToB TpedyeT MyJIbTHAMCUUIUIMHAPHOTO
nojxona. CBOEBpEMEHHOE BBISBICHHUE M BHIOOP ONTHMAJIbHON CTpaTeruu
JIeUEHUs! YAY4IIAIoT OTaJICHHbIE UCXOMbI.
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TeyeHue no3gHero HeoHaTaNbHOro
CTPEeNnTOKOKKOBOIrO cerncuca ¢ MEHUHrMToOM
M oTAaNeHHble NocneAcTBUS: KNTMHUYECKoe

HabnoaeHue

Hoesuurxosa M.A.", Muponosa B.A.', /latixec A.H.
Hayunwiti pykosooumenw: k.m.H., ooyenm Capkucsan E.A."?

'@IAOY BO Poccuiickutl HAyUOHATbHBLIL UCCCO08AMENbCKUTL
Mmeouyunckutl yHueepcumem umenu H.U. [Tupocosa Munzopaea Poccuu,
’I'BY3 2opooa Mockewl «/lemckas 20po0cKast KIUHUYeCKas OIbHUYa
Ne9 um. I'H. Cnepancrozo Jenapmamenma 30pasooxpaneris 20pood
Mockeoly

AKTyaabHOCTh. bakrepuanbHbIi MEHUHTUT B HEOHATaJbHOM IEPHOE
BCTpEUaeTCs 9alle, YeM B JPYTHX BO3PACTHBIX TPpymIax. 3a00ieBaeMOCTh
THOWHBIM MEHUHTHTOM Y HOBOPOXAeHHBIX cocTasisieT 0,1-0,5:1000 neteii.
B 3040 % cnyuaeB 3a001eBaHIE IPHBOIUT K HEBPOIOTHUECKUM OCITIOKHE-
HUSAM: ruipouedaIny, 1eTCKOMY [epeOpaibHOMY Mapajinyy, oTepe ciyxa,
3peHHs, 3aJIeP>KKE HEPBHO-TICUXMYIECKOTO Pa3BUTHS, OJITOCPOTHBIM KOTHH-
TUBHBIM HapyLIECHHUSIM.

Heanr nemoncrpanmu. [IpencraBienne KIMHWYISCKOTO CITydasl ITO3IHETO
HEOHATAJILHOTO CTPENTOKOKKOBOIO CENCHca ¢ MEHWHTUTOM, OLlEHKa OT/Aa-
JICHHBIX TOCJEICTBUI, CpaBHEHHE MOJTYYEHHBIX PE3YNBTaTOB C JaHHBIMH
0TEYECTBEHHOH U 3apyOesKHOM JTUTEpaTyphl.

Onucanue KIMHUYECKOTo cy4asi. J[eBouka f1. B BozpacTe 9 CyTOK KU3HH
MOCTYIWIIA B OTAEJICHNE peaHUMAaIlU U MHTEHCUBHOM Teparui HOBOPOXKICH-
HbIX (OPUTH) B cBsi3u ¢ imxopankoi 10 39,3°C, pa3BUTHEM TOHUYECKHX CY-
Jopor. JleBouka ponuiiack oT Marepu 38 sieT 7 6epeMEeHHOCTH, TPOTEeKaBIIeH
Ha ()OoHEe BarMHAIBLHOTO KaHIWMI03a (CKpUHMHT Ha Streptococcus agalactiae
OTpHLATENbHbIN), (heOpuiibHas JIMXopaaKka B poJax, aHTUOMOTUKOTEparHs.
Poner mecToie, ecrectBennnlie Ha cpoke 40,4 nHenens. Macca tena — 4360 T,
JHa — 54 oM, Anrap 8/8 6amsoB. Ha 2-e cyTku BbIlTMCaHa U3 pojJioMa B
VIAOBICTBOPUTEIFHOM COCTOSIHUH. Ha 4-e cyTKHM KI3HN 0TMedascst KOHBIOH-
KkTUBUT. Ha 8-e cyTku — OecrokoicTBO, CMEHHUBIIIEECS BSUIIOCTBIO, COHIIUBO-
CTBIO, CTOHYIIIM JIBIXaHHEM, TiepecTana cocarb. Ha 9-e cyTku Ku3Hn — -
xopajka 10 39,3°C, ogHOKpaTHbIHM NPUCTYN TOHUYECKUX cynopor. PebeHok
rocriutanu3upoBad B OPUTH B TskenoM cOCTOSIHNY C CyIOPOKHBIM CHHIPO-
MOM, CHHJIPOMOM yTHETEHUsI C dJIEMEHTaMH BO30YXK/IEHHs, TUTIepECTEe3HEH,
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CHHJIPOMOM TOKCHKO3a C 3KCHKO30M. IIpi 0cMOTpe UKTEPUUHOCTh KOKHOTO
MIOKPOBA, TIEPUOPATIHHBIN IMaH03. BEIABICHB! MeTa0OMMYecKHe HApYIICHHUS:
runeprimkeMus (7,6 MMoIb/in), Tunepinakraremus (3,1 MMOIB/IT), TTOBBIIIIE-
Hue C-peaktuBHoro Oenka (104 mr/m) u npoxansruronnHa (> 100 Hr/mi),
CBHETEJBCTBYIOIINE 00 aKTUBHOM T'eHEPaM30BAaHHOM HWH(PEKIHOHHOM
nporiecce. B koarynorpaMMe pu3HaKH THIIEPKOArYIISIIAH: TOBBIIICHUE (Pr-
opunorena (6,41 r/im), MHO (1,40), camkenune AUTB (36,5 c). Hefipocono-
rpadus — THITOKCHYSCKU-UIIEMUYESCKHEe N3MCHEHHS MTapeHXUMBI Ha (poHE
MOpP(hOPYHKIIMOHAIBFHOW HE3PEITOCTH MO3T'a, MOBBIIICHHAsK 3XOTeHHOCT T1e-
PHUBEHTPHKYJISIPHBIX 30H. DiekTposHnedarorpamma (3317) — eanHUYIHBIE
naroyioruueckue rpadoaneMeHTsl. 3arnog03peH MEHHHTUT, IPOBEJCHA JIIOM-
OanpHas myHKIWS. [lomydeH MyTHBIH JKeNTHIH TUKBOP, B aHAIN3E: HEUTPO-
¢bunpHbI 1MTO3 (8600 KIETOK/MKI), ToBBIIIeHUE Oenka (2,0 1/1). B kpoBu
00HapYXKEHO > 5 MITH KOTIHIiA/MJI e30KCUpHOOHYKIenHOBOH kucioThl (JJHK)
Streptococcus agalactiae. YcTaHOBIEH JMarHo3 IO3AHUNA HEOHATABLHBINA
cericuc, o0yCIOBICHHBIH Streptococcus agalactiae, MEHUHTUT C CYAOPOXK-
HBIM CHUHJIPOMOM, JbIXaTelbHas HegocTatouHocTs 11 cremenu. Hasnauena
pecrimpaTropHas TOIICPKKA, aHTHOMOTUKOTEpAnHs B MEHHHTCATBHBIX JI0-
3ax, MPOTUBOCYAOPOXKHAs, AUYpPETHUYECKas, IOpPMOHAJIbHAsl, UMMYHOKOp-
PHUTHpPYIOIIAs Tepanus MeHTaro0nHOM 1 HH(Y3HOHHAs Teparnus. Ha ¢one
HPOBOIMMON Teparuy OTME4eHa CaHalus JIMKBOpa: UTO3 231 KIETOK/MKJI,
muMboruTel 56 %, MoHOIMTH 6 %, HeiTpodmasl 38 %, HOpMamM3aIys
METa0OIMUECKUX HapyLIeHU, KynupoBaHHE WH(EKIHOHHOIO MpoLecca.
Brinucana B Bo3pacte 1 mecsdua 21 CyTOK JKU3HHM B YIOBJIETBOPUTEILHOM
cocrosiHun. Ha xaramHese B Bo3pacte 9 Mecsle 2 qHell oTMedaeTcs Jud-
(y3HasT MBIIIEYHAs] THITOTOHHS, 33/I€PXKKa MOTOPHOTO Pa3BHUTHS: ITON3AET
HO-MJIACTYHCKHU, CQAUTCA CaMOCTOSITEbHO, HE CTOUT Ha yeTBepeHbkax. Ha
33T mpu3HaKy yMEpPEHHO BBIPAKCHHOM PETYISTOPHOIN ANCHYHKINHN HaA Ta-
JaMOKOPTUKAIILHOM ypoBHE. HeBposorom pekoMeH10BaHa KHHE3HOTepanus,
eXKeHeBHas JieueOHO-(U3NIecKas KyJIbTypa B PErYIISpHBIA 0CMOTP.
IIpakTHyeckast 3HAYMMOCTh. [1031HNIT HEOHATABHBIN CETNICUC U MEHUH-
THT MOTYT Pa3BHBAThCS y JIETEH OT Marepeil ¢ OTpUIATEIbHBIMU PE3Yilb-
TaTaMM CKpUHUHra Ha Streptococcus agalactiae. TlepBbIMU TTpU3HAKAMU
3a00IeBaHMsI MOTYT OBITH HEBBIPAKEHHAS HEBPOJOTHUECKAs] CHMIITTOMATH-
Ka, 3aTSDKHAsl HEOHATAIbHAs KENTyXa U MPU3HAKU 3KCUK03a, HE CBSI3aHHbIE
C HapyIICHHEM ITUTAaHUS. JJTUTeTPHOCTE TPOBEICHHOW aHTHOAKTEPHATBHON
Tepanuu MOXET ONPEJEeNIUTh BO3MOXKHOCTb OTPULATEILHBIX HEBPOIOTHYE-
CKUX MICXOJIOB M apTYMEHTHPYET BaKHOCTH JTOITOCPOYHOTO KaTaMHE3a.
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KnuHuyeckuit cnyyail nepMHaTanbHOro
apTepuanbHOro ULLEMUYECKOro UHCYNbTa
y pe6eHka ¢ NpoTPOM60OreHHbIM COCTOSIHUEM

Ooporcax K.M., Paccoxuna A.M.
Hayunwii pyxogooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccuitickutl HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTyaJbHOCTh. HCYIBT — peakoe 3a00sieBaHne Cpel HOBOPOXKICHHBIX,
gacrora 1 Ha 3500 >kxMBOpPOXKACHHBIX. B CBS3U C €ro penKkocThio, CIOXKHO-
CTBIO JMAaTHOCTUKU B HEOHATAIFHOM MEPHONE W C OONBIINM KOJTHIECCTBOM
mpeapacnoiararomux (GakTopoB JaHHBIA AMArHO3 CTABUTCS C OTIO3JJaHHUEM,
YTO MOXKET IPUBECTH K WHBAJIHIHOCTH WIIN THOCIHN TTAITHEHTA.

Hean nemoncTpauuu. [IpeacrapieHne KITMHUYECKOTO CITydas epHHaTallb-
HOIO MIIEMHUYECKOr0 MHCYJIbTA C OTCYTCTBHEM UYETKON HEBPOJIOIMUYECKON
KITMHUKH, HATUYUEM TPOTPOMOOTeHHBIX (haKTOPOB B TEHOME, OCIIOKHEHHUS-
MU ¥ paHHEW JUarHOCTHUKON.

Onucanne KIMHUYECKOro ciayyasi. JleBouka 13 aHell moctynuia B oTae-
JICHUE HEOHATONIOTHH U OOCIeOBaHUS W JIeUeHHs. V3 aHamHe3a ObBLIO
M3BECTHO, YTO PE3yJbTaThl MIPOBEIEHHON KapauoTokorpadguu Ha 34 Henene
recTanuy ObUTH COMHHUTENBHBL. Pommiack OT caMONpoM3BOIBHEIX POIOB Ha
cpoke 40 Hexenb u S5 nHel, ouenka no mkane AITITAP 8/9 6ainos, macca
tena 3170 r, nmuaa 51 cm. Ha 4-e cyTkm mosiBMiiack ymMepeHHasi HEBpPOJIO-
ruyecKas CUMIToMaTtuka B Buae cunapoma yraereHus [IHC na ¢one me-
pPHHATAILHON WIIEMHH MO3Ta, Tak)Ke HAONIONANNCh YMEPEHHBIC CHMITTOMBI
MHPEKIMOHHOTO TOKCHKO3a. HCTpYyMEHTa bHO: 10 HeipocoHorpaduu —
MIPU3HAKHA 09aroBOr0 00pa30BaHMs B MPABOM BHCOYHOM JI0JIC M KHCT JICBOTO
cocyaucToro crerenHus, no MPT — remopparnuecku-uiieMuueckoe nopa-
JKEHHE TIPaBOi BUCOYHOM MOMM ¢ OPMHUPOBAHNEM 30H HEKpo3a B OacceiiHe
paBoif 3ajHel Mo3roBoi aprepuu, no KT-anrunorpadguu — kapTuHa uiie-
MHYECKHUX U3MEHEHUH B IIPaBbIX BUCOYHO-TEMEHHBIX OTHENaX, HapyLICHUs
KPOBOTOKA B IepU(EPUUECKUX OTAEIAX CPEAHEH MO3rOBO apTepuu CripaBa,
TUIOIIA3Us JIEBOTO ITOIEPEYHOr0 CUHYCA, 110 BUe0-O3I" — pernoHaabHoe
MIPONIOJDKEHHOE 3aMe/JIeHUE B JIEBBIX BUCOUHBIX OTAenax. JlabopaTtopHo: mo
JAHHBIM KOATr'yJIOTPaMMBl — CHIDKEHHE PHCTOIETHH-KO(AKTOPHOH aKTHUB-
HocTH (hakTopa Buinebpanaa, Mo JaHHBIM KIMHHYECKOTO aHAIN3a MOYH —
BOCTIAJINTEIbHBIC M3MeHeHns. [1o pesymsraram o0cimeoBaHus OBUT TOCTaB-

75



JIeH UarHo3 — MepUHaTalbHbIA apTepuanbHbli WIIEMUYECKUNA WHCYJBT B
OacceiiHe IpaBoi cpeHEH MO3TOBOI apTeprH, OCTPHIi MEPHO, i MHPEKITHS
moueBbiBoaAnMx nytedl (MMBII). beina npoBeaena antuOaxkrepuaibHasi,
npobroTHdeckas, Mmeraboiandeckas Tepanus. PeOeHok mepeBeieH B MHOTO-
nporITbHYI0 OONMBHUILY IUTS AajbHEHIe TMarHOCTHKY | JeueHus. [Ipose-
JICHBI JIOTIOJTHUTEIIbHBIE UCCIICIOBAHUS JIJISl BBISBICHUS NTPUYMH HHCYJIBTA.
[Ipu ucciaenoBaHUM TEHETUYECKUX MOJMMOP(HU3MOB CHUCTEMBI reMOcTa3a
BBISIBIICHBI T€TEPO3UTOTHBIC MyTAIlMX B TeHAX METUIICHTETparuapodoarpe-
nykrasel (MTHFR) B nokycax C677T C/T u A1298C A/C, METHOHUH CUH-
Ta3bl pemykrassl B okyce 1le22Met IleMet, ¢pubprHorena 6era, HHTETPH-
Ha AJsbda-2, dakropa ceepreiBanust XIII. IIpu omeHke HEBPOIOTUIECKOTO
cTaTyca OTMEUAJIOCh YIy4IIEeHHE, 09aroBOil CHMITOMAaTHKH HE BBISIBIICHO.
Kynuposana MMBII. [TanmenTka BelAcaHa B yJOBIECTBOPUTEIEHOM COCTO-
STHUH TI0]] HAOMIOICHNEM TIeIaTpa, TeMaToJIora, HeBPOJIoTa.
IIpakTHyeckas 3HAYUMOCTB. B muTeparype oTMe4eHO, YTO OCHOBHBIE MY-
TaIlu¥, CBA3aHHBIC C TIPOTPOMOOTEHHBIMU COCTOSIHUSIMH, KpOME T€HOB (hak-
TopoB cBeprhiBanus I u V, ornmcanbl B rene MTHFR, B nokycax C677T
n A1298C, uTo CBfI3aHO C HapacCTaHUEM YPOBHs I'OMOLIUCTEMHA B KPOBHU,
YBEJIMYUBAIOIIUM PHCK uiieMuueckoro uHcyiasra (MU). Ognako 60ib-
IIMHCTBO CIICIMATHNCTOB CUUTACT, YTO KOATYJIOMATHs MPEACTABISICT co00i
MOTCHIUAIBHBIN (PaKTOp PUCKA MHCYIBTA, KOTOPBIH OOBIYHO ICHCTBYET B
COYETAHUU C JPYyruMH (PaKTopamu, a He SBISETCS CaMOCTOSTCIIPHBIM MeXa-
HU3MOM Pa3BUTHUS MHCYNbTA. TakuMu (paKTOpaMu MOTYT CIIY>KUTh, COIJIac-
HO MEXTyHapOTHOMY TEANATPHUECKOMY HccienoBanuio nacynbTa (IPSS),
CEpPIIOBUIHOKIICTOUHAST aHEMHs1, 3a00JICBaHUS CepIlia, TPABMBbI, HH(EKITUH.
Takum 00pa3om, B JTaHHOM KITMHHYECKOM CITy4ae BEPOATHO MH(EKITMOHHBIN
nporecc crocodcTBoBas pa3sutuio UM npu Hammuuu npoTpoMOOreHHOro
cocrostaus. ClienoBaTeNbHO, TAKKE MAlMEHTHI TPEOYyIT 0coboro HalIoIe-
HUS Bpaueil, Tak KaK pa3inyHble MH()EKIUNU MOTYT IPUBECTH K TOBTOPHOMY
Pa3BUTHIO HHCYIIBTA.
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CnoXXHocTb B noa60ope aHTUKOArynsiHTHOM
Tepanuu y fieTel paHHero Bo3pacTa
C NPOTE3MPOBaHHbIM KJlanaHoOM

Oxnonkosa T.O., bouxosa A.C.
Hayunwii pyxogooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccutickutl HAyuOHAIbHbIU UCCTe008AMENbCKUNL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Munsopasa Poccuu

AKTyaabHOCTB. Borpoc moadopa onTuManbHONH aHTHKOATYISTHTHOW Tepa-
MUY JJ1s IeTei paHHero Bo3pacTa Mocje NpOoTe3UpOBaHuUs KIIAlaHOB Cepll-
11a ocTaéTcsl KpalHe aKTyaJIbHbIM. XOTS U CYIIECTBYIOT KIMHUYECKUE pPe-
KOMEH/IallMU, UX MPUMEHEHHE K MalUeHTaM JJaHHOW BO3PACTHOW TPYIIIbI
COTIPSKEHO C PSIZIOM TPYIHOCTEH.

Heas gemoncrpanuu. Ha npumepe KIMHUYECKOTO Cydast IPOAHAIN3UPO-
BaTh TAKTUKY [I€PEBOJIA MTAL[MEHTA PAaHHETO BO3pacTa C HU3KOMOJIEKYISIPHBIX
renapuaoB (HMI') Ha nepopaibHble aHTUKOATYJISTHTBI.

Onucanne kJauMHU4Yeckoro ciay4as. [lamment 1 roma 7 wmecsueB (mara
poxnenus 11.04.2024) noctynun 15.11.2025 B 610K peaHUMaliy U HHTEH-
CHBHOM Tepanuu oteneHus Skctpennoi kapauoxupypruu MIT'Kb. 13 ana-
MHe3a: B Bo3pacTe 26 CyTOK SKCTPEHHO JJOCTaBJIEH B IIPUEMHOE OT/ACICHUE
MJTI'KD ¢ knmuHUKON ApIXaTeTbHON HETOCTATOYHOCTH, HU3KOHM caTypaiueH,
CEPOCTHIO KOKHBIX TOKPOBOB. 1o manubiM DXO-KI Ob11 BBIsIBIIEH BPOXKIACH-
HBIA cTeHO3 MHTpaiibHOrO KiamaHa. 04.06.2024 nomoOpaHa Tepamnusi Xpo-
HUYECKOU cepaeunoit HenocratouHocThio (XCH), Ha (oHe KoTOpo# oT™Me-
yanach NMOJOXKHUTENbHas quHamuKa. B aBrycre 2024 mo maHHBIM 9XOKapau-
orpaduu (OXO-KI') ormeuanock HapacTaHue CTEHO3a U HEIOCTATOYHOCTH
MuTpasbHOro Kiarana.19.08.2024 BbIMOTHEHO MPOTE3UPOBAHHE MUTPAIb-
HOTO KJjamaHa, nogoopana tepanus HMI (nanrenapun natpust 200 EJl/kr
2 p/m). 09.10.2025 rocnuTaIM3UPOBaH C IEIbK0 KOPPEKIIMH aHTUKOATYJISTHT-
HOU Teparuu, Ha MOMEHT MOCTYIUIEHHs PEOCHOK HaXOIUIICS Ha TIOCTOSHHOM
tepanu HMI, o garaeiM 9XO KI™ 09.10.2025 — pabota 3anuparebHOro
9JIEMEHTA MPOTe3a COXpPaHeHa, TPUKYCIHUIalbHasi HeIOCTaTOYHOCTD 1+, He-
00ITBIIIOE PACIIMPEHHE TIOJIOCTH JICBOTO MPEACEPANs, COKPATUMOCTD JICBOTO
JKelynouka B pezaesiax Hopmbl, @B 74 %, no nanueiv OKI (10.10.2025) —
put™ cunycoBbliii ¢ UYCC 188 yi/MUH, CHHYCOBasi TAXUKAPIHsI, BEPTUKAIBHOE
nojoxenue J0C, Onokaa mpaBoit Hoku nmydka ['uca. [To nanHbIM 1abopa-
TopHbIX uccnenoBanuii (09.10.2025) ormevaeTcsi CHIKCHHE KOHIICHTPAIUN
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IpOTpoMOMHA Ha (JOHE MOMBITKM CMEHBI TepalllMy Ha NepopalibHble Henps-
MbIC aHTUKOATYISHTBI — aHTaroHucThl ButammuHa K (ABK). IIpoBonmitack
3ameHa Tepanuu HMI™ Ha mepopaibHyr0 aHTHKOATYJISIHTHYIO TE€PAIUio MO
koHTposieM MHO (ueneBbie 3nadenns MHO 2,5-3,5). C 13.11.2025 Bo3HUK-
JI0O KPOBOTEUEHHE M3 MecTa 3a00pa KPOBH, MOCTTPaBMaTHUYECKasi reMaToma
Ha niogoopoake (IT1 11 %, MHO 6,92). Takum o0pazoM, reMoppartueckoe
cocrosiHue Ha ¢oHe Tepanuu ABK, B CBsI3M ¢ 4eM 10 perieHuto KOHCHIINY-
Ma 20.11.2025 nauueHTy peKoMeH0BaHa aHTUKOAryisHTHas Tepanus HMI'
(manrenapun Hatpust 170 ME/Kr) ¢ 1ieneBbIMU 3HAUYCHUSIMA AHTH-Xa aKTUB-
noctu 0,6-0,8 ME/m.

IIpakTHyeckast 3HAYUMOCTD. J[aHHBIN KIIMHUYECKNIN CcITydall TEMOHCTPHU-
PYET BBICOKHE PUCKH TEPAIUU U OCIOKHEHUH B BHJIC TUITOKOATYJISIIIAN TIPH
neuenun ABK y nereit panHero Boszpacrta, 4yToO 3aCTaBisieT pacCMaTpUBaTh
HMI B xagecTBe Ge30macHO 1 3(PEKTUBHON aNbTEPHATHBEI IS [UTUTEIIh-
HOM aHTHKOAryJISILIMY TIOCTIe TPOTe3UPOBAHMS KIIAITaHOB.
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KnuHunyeckui cnyyainn cuvgpom Mannoyan—Moeat
C HebnaronpuATHbIM Te4YEeHUeM

Hunscosa A J1.!, Kypbanosa H.B.%, Anexcanoposa J{.M.!
Hayunwiii pykosooumens: k.m.u., Ooyenm Jlapuna JILE.!

'@IAOY BO Poccuiickutl HAYUOHATbHBLIL UCCCO08AMENbCKUTL
Mmeouyunckutl yHueepcumem umenu H.U. [Tupoecosa Munzopaea Poccuu,
THI] P® ®I'BY « HMHI] s1nookpunonocuu um. akademuxa H.U. Jledosay
Munzopasa Poccuu

AKTyaJIbHOCTB. BpoxieHHbIit HepoTHuecKuit cuuapom (curapom ["amio-
yaii—MoBar) — pezKasi MyJIbTHCUCTEMHAsI TCHETHYECKas TIATOJIOTHsI, XapaK-
TEPU3YIOIIAsICS PAHHUM HadaIoM He(ppOTHIECKOTO CHHIPOMA, aHOMAITMSIMHA
Pa3BUTHSI TOJIOBHOTO MO3ra, BPOXKICHHBIM THIIOTHpPeo3oM. [loueunsie mpo-
SIBJICHUSI PAa3HOOOPA3HBI: OT M30JUPOBAHHOW MPOTEHHYPUH IO ITOTHOIICH-
HOTO HE(PPOTHUIECKOrO CHHAPOMA, KOTOPBIA PE3UCTCHTEH K (hapmakorepa-
UK U OBICTPO TIPOTPECCUPYET N0 TCPMUHATIBHOW CTaguy OOJIC3HH IOYEK.
Haubonee pacnpocrpanénnas opma ceazana ¢ mytauusmu B rene OSGEP
(14q11). 3a6oneBanue Bctpevaetcs oT 1 Ha S0000—100000 HOBOPOXK ICHHBIX.
Hean nemoncTpanuu. OnrcaHue TSHKEIOr0 TSUSHHS BPOXKICHHOTO He(po-
THYECKOTO CHHAPOMA, OCIIOXHEHHOTO Pa3BUTHEM MOJIHOPTaHHOM HemocTa-
tounoctu (ITOH).

Onucanue KIMHUYECKOro ciaydasi. HoBopoxaeHHast 1eBodka, ot 2-if Oe-
peMeHHOCTH (IIpoTekaBiueil Ha ¢oHe remaruTa B u anemun y Marepu, Ha-
PYIICHHS MaTOYHO-TUIOAOBO-TIAIIEHTAPHOTO KPOBOTOKA, 3aJEPKKH POCTa
wiona), 2 poJoB Ha 36 Hezese MyTeM KecapeBa cedeHus. Macca mpu poxje-
HuM 1560 1, ;uimHa 43 oM, oreHka mo Anrap 7/8 6amioB. B cBsi3u ¢ acriu-
panueil MOJIOKOM M Pa3BHTHEM JbIXaTEIBHON HENOCTATOYHOCTH PEOEHOK
MIEPEeBE/ICH B OTIEJIICHHWE PEeaHWMallMd W WHTeHcuBHOW Teparmu (OPUT)
HOBOPOXK/ICHHBIX, HayaTa KOMOWHUpPOBAaHHAs aHTUOAKTEpUANbHAs Tepa-
nmusi. Ha ocmoTpe obOpaimmany BHUMaHue MuKpoledaabHas Gopma uepera
U MHOYXECTBEHHBIC CTHTMbI TUCOIMOPHOTeHe3a: TUCIUIACTHYHBIC, HU3KOpac-
TIOJIO’KCHHBIE YITHBIC PAKOBHUHBI, THIIEPTEIIOPU3M, AaHTUMOHTOJIOUTHBIN pa3-
pe3 a3, KOPOTKKE IVIa3HbIC IIEJH, IHPOKas IepeHocuia, Opaxuuedanus,
JUTMHHAS II1es1, apaxHoJakTUinsA. OTMEUaIICh YPEKCHNE MOICHCITYCKaHNH,
CHID)KEHHE aKTMBHOCTH. 3all0I03PEHO TeUeHHE BPOXKACHHOro HedpoTuue-
CKOTO CHHIIPOMA, TaK)Ke MPOBOAWIACH Au(PepeHInanbHas THarHOCTHKA
¢ cunzipomoM Cenrepa. Uepes mecsi] pedeHok rocnuranuzupoBad B HMUIL]
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3I0pPOBbsl JAETEW C NMPOTEHHYpPHEH, spuUTpounuTypuei, acuuroMm. Ilpu ro-
CIHTANN3AIMH JEBOYKA TOJydasla 3aMECTHTEIBHYIO albOyMHHOTEPAIHIO,
JUYPETUYECKYI0O M aHTHOAKTepHAIbHYIO Tepaluu, JEBOTUPOKCHH HATPHUS.
Ha ¢oHe mpoBouMOro JICYeHUsT COCTOSIHHUE C MTOJIOKHUTEIBHON JMHAMUKON
B BU/JIE YJIyULICHHUS MBIILIEYHOTO TOHYCa, IPUOABKU MaccChl Tejla, CHUKEHUS
oTe4HOCTH. [IpoBOANIOCE OJIHOE IK30MHOE CEKBEHUPOBAHUE: BBISBIIEH I0-
MO3UTOTHBIA BapHaHT HYKJICOTHAHOM mocnenosatensHocTd B rene OSGEP
(14-20447957-C-T), onucaHHBII y MAlMEHTOB C CHHApPOMOM [ ammoyaii—
Mosgar. B Bo3pacre 2,5 MecsLeB pOIUTENN OTMeYalId OTEYHOCTD CTOI, ype-
KCHHE MOYCHCITYCKaHHH, B CBSI3U ¢ 4eM camoTekoM ooparmiuck B MJIT'KD.
Ipu mocrymenun coctosHue TsHKenoe, ooycnosiennoe [IOH na done re-
HEeTH4ecKoi matonorud. JlabopaTtopHo: TPOMOOITUTONICHHS, THITOATEO0YMH-
HeMus, cuHapoM urtonusa. Ha MPT ronoBHoro mosra: CMMMETpHYHOE 110-
paskeHUEe TPOBOISIIUX ITyTEeH B BUJE ITATOTOKCHYECKOTO OTEKa, N30BITOYHAS
ruApo(UIBHOCT OEI0r0 BEeleCcTBa, CIIIaKEHHOCTh PUCYHKA KOPBI IO THUITY
mucsHnedamnu. [To Y3U OBII: actut. YuuTeiBas pasBUTHE KOMIAPTMEHT
CHUHJIpOMa, MPOBEACH IMEPUTOHEATIbHBIN IHaNn3, MOJYyYeHO U3 OpIOLIHON
nojoctu 160 mit ceposHoro otnensemoro. IlpoBoaumnncs peaHuMalOHHbIE
MEPONPUATHS C MOJOKUTEIBHBIM 3(h(hekToM, peOeHOK TepeBeieH B Kpaii-
He-TspkesioM coctostHuu Ha VIBJI n kapanotonnyeckoit nogaepxke B OPUT.
Y4uuteiBast MporpecCUpoOBaHUE JAbIXaTeJIbHONH M MOYEYHOH HEJ0CTaTOYHO-
CTH, pa3BUTHE aHYPHU W CyOKOMITEHCHPOBAaHHBIA METaOOIMUCCKUH JIaKTa-
Talua03, NPOBOAMUIACH KOPPEKIHS TUI0alb0yMUHEMHH, OLIeIayuBaroIas
U KOMIUICKCHAsI aHTHOAKTEepHaTbHAs TEpamws, NMEPUTOHCATBHBIM JHUaN3
0e3 nuHamMuky. HecMOTps Ha KOPPEKLMIO TPOBOJUMOM TE€paIlui B BO3pacTe
4 mecsimeB y pebeHka orMedasnock nporpeccupoBanne [1OH, HapacTanue
MapKepOB BOCHAJICHUS U MeTabomuuecKkoro amunosa. 22.04.25 3adpukcupo-
BaHa aCHCTONNS, peaHNMAIMOHHBIC MEPONpUATHS B TeueHne 30 MuHyT 6e3
a¢dekra, KOHCTATUPOBAHA CMEPTh PeOCHKA.

IIpakTHyeckasi 3HAYUMOCTH. BpOXXICHHBIN HEPPOTHUCCKUH CHHAPOM —
MIPOrHOCTHYECKU HEONMaronpusITHas maToyiorus, conposoxaaromasics [1OH,
NPUBOASAIICH K CMEPTH peOeHKa Ha TIEPBOM TOAY XM3HHU. {1 mpemympex-
JIEHHsI TIOBTOPHOTO POXICHUS peOeHKa ¢ TaKUM JKe 3a00JIeBaHUEM HEOOX0-
JUMO IIpeJylaratb pOAUTENISIM IPOXOIUTh TEHETUUECKOE KOHCYIbTUPOBaHUE.
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KnuHnyeckui cnyyain BpOXKAEHHOIO
runepuHcynuHU3Ma, MaHudecTupoBasLUEro B
paHHeM HeoHaTaslbHOM nepuope

Ilonamapesa B.P.
Hayunwiii pyxosooumens. k.m.H., doyenm Yepkacosa C.B.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTyaJabHoCTh. Bpoxnennsiii runepuncynuansm (BI'U) — sto nacnen-
CTBEHHOE 3a0o0JeBaHMEe, XapaKTepU3YIOIeecss HeaJeKBaTHOW Turepce-
Kpenuel MHCynmuHa B-KJIeTKaMH TOKETYIOYHON >KeNe3bl, YTO MPUBOIUT
K Pa3BUTHUIO TUIIONIMKEMUH, U SIBJISETCS OJHON U3 OCHOBHBIX NMPUYUH TEp-
CHCTHUPYIONINX THIOIIHKEMHH Y IeTeH IepBOTo Toa KU3HH. B Mupe gacto-
Ta BcTpeyaemoct BI'U coctasnser B cpennem 1:30000—-1:50000 >xuBbIx
HOBOPOXKJICHHBIX.

Henb nemoncTpanmu. [IpencraButh kinHuyeckuii cirydait BT y HoBopo-
KJIEHHOTO peOeHKa.

OnucaHue KIMHUYECKOTO ciryyas. JeBouka A. or matepu 28 j1er, ot 3-ii Oe-
PEMEHHOCTH B OJIM3KOPOACTBEHHOM Opake, MPOTEKaBIIIeH ¢ yrpo30i mpephl-
BaHUs B 1-M TpuMmecTpe, aHeMuel, OakTepuypueil 1 oTekaMu B 3-M TpUMe-
crpe. OT 2-X omepaTUBHBIX POJIOB B HOXKHOM TIPE/ICKaHUH Ha CPOKe 38 He-
nenb. [Ipu poxxaeHun coctosiHue ynoBineTBoputensHoe: Bec 2800 1, nimuHa
tena 50 cM, OKPY>KHOCTB TOJIOBBI 34 cM, OKPYKHOCTH Tpyar 33 cM, OIleHKa
o mkane Amnrap 8/8 6amnoB. O6paiuan Ha ce0s BHUMaHNE TUCTIIACTHYHBIN
¢deroTnn: MUKpoIedans, IITa3HOH THIEPTEIOPU3M, HIU3KHH POCT BOJIOC Ha
e, MUKpOQTallbM, HU3KO PACIIOIOKEHHBIC YIIH, KPbUIOBUIHAS CKIIAM-
Ka Ha IIee, BBICOKOE He0O, MaToJornyeckas YCTaHOBKA OONBINNX TaJIbIICB
CTOII, CaHJaJIeBUHAsA cTona. B CBsA3M ¢ MOBBILIEHHBIM YPOBHEM OMIUPYOU-
Ha IyNOBHHHOM KpoBH (57,46 MKMOITB/1T) Hayara ¢oroTepanus. B Bozpacre
6-TH 4acoB >KM3HU ObUIA BBIABICHA THIIOTIIMKEMUS 2,5 MMOJIb/JI, TPOBEACHO
0OJIFOCHOE BBelIeHUE pacTBopa TFOK0o3bl 10 % (2 MII/KT) ¢ TOCTIeNyOInM
MIEPEeBOJIOM Ha HeNpepbiBHYIO WHQY3UI0 (4 MI/KI/MHH). YUYUTHIBas HecTa-
OWIBHBIN TIUKEMUYECKHH MPOQWIb, YCTAHOBICH IICHTPAIBHBIA BEHO3-
HBIW JOCTYII, KOHLIEHTPALUS U CKOPOCTh MH(PY3UHU TIIOKO3bI YBEIUYEHBI 10
16,6 % u 8 Mr/Kr/MuH cOOTBeTCTBEHHO. K BO3pacTy 3-X CyTOK KHU3HHU AIH30-
Jibl TUIIOTIMKeMUH 70 0,7 MMOJIB/JT yHaCTUIMCh, HECMOTPS Ha MTPOBOJUMYO
MH(Y3UOHHYIO TEPAIHIO U JOTOJHUTEIFHOE OOTIOCHOE BBEICHHE YIJIEBO-
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JIOB, COCTOSTHHE CONPOBOXKAJIOCh BBIPAXXEHHBIM OECIOKOMCTBOM, B CBS-
31 ¢ yeM pebenok nepeseneH B OPUTH. Ha ¢one moranmu BRICOKHX /103
yrIeBomoB (10 17 r/Kr/cyT) THIOIIMKEMHUS CKOPPEKTHPOBAHA, OJHAKO Oec-
MTOKOMCTBO B MepephIBax MEKAY KOPMIICHHSIMHU COXpaHsiochk. Ha 7-e cyTku
BBISIBJICHO CHIDKCHHE YPOBHSI CBIBOPOTOYHOTO KopTm3oina (82,14 HMOb/1)
u runepuncyauaemust (34,5 MkME/m), B CBSI3M ¢ 4eM BBICTABJICH THATHO3
«BpOoXXIeHHbIM T'HIepUHCYTMHU3MY, HayaTa 3aMEeCTUTENIbHAS Tepanus Tu-
JIPOKOPTHU30HOM. K 9-M CyTKam >KW3HH, YUUTHIBas CTAOMIHM3AIMIO COCTOSI-
HUSI Ha ()OHE HENPEPHIBHOW MH(Y3UOHHOH Tepamnuu, IepeBeacHa B OT/IeIe-
HUE TIaTOJIOTUH HOBOPOXKJCHHBIX. B TMHAMUKE MPOBOMMIOCH pacIIupEeHUE
00beMa SHTEPATLHOTO MUTAHUS ¢ KOPPEKUHUEH 03Bl TOTUPYEMOH IITIOKO3bI:
MIPH TIOTIBITKAX CHUKEHUS TIOCTYIIJICHUS YITIEBOAOB 10 14,5 r/Kr/cyT nposis-
JSUTUCH DTIH30/IbI THITOTIUKEMUH (10 2,8 MMOJB/1T), TIEPHOIIMYESCKH TTOSIBIISI-
JI0Ch OECTIOKOMCTBO. 32 BpeMsI HaOIIOICHUS yPOBEHb CBOOOTHOTO HHCYIINHA
C PE3KO OTPHIIATEILHOU JUHAMUKOU: B 9 CcyTOK u3HU — 40,45 MxkME/mu,
Ha 15-e cyTku xu3an — 107,82 MkME/mi. 1o ganaeiM Y3U nomkenynod-
HOM >Kelle3bl OPraHMYecKOM MaToNoruu He BbIABIEHO. KoHCynbTHpoBaHa
TeHETHKOM (cuHIpoManbHas popma 3BYP u Mukpornedanmm), HeBpoIOroM
(aHUEe(danonaTUs CMEUIAHHOTO T'eHe3a, HeNb3sl UCKIIOYUTh TOKCHKO-MeTa-
Oonmdeckoe, THIMOTHKEMHYECKOE TTOPaKEHHE TOJOBHOTO MO3Ta, a TaKXKe
CHHIPOMAIBbHYI0 (POpMy IMATOJIOTHH, PUCK MEPUBCHTPUKYISIPHOHN JICHKO-
MasIuH, opMupoBanus Mukporedanun). K Bo3pacty 1-ro mecsia sHTe-
paJIbHOE MUTAHUE PACIIUPEHO 70 (PU3NOJIOTHUECKOro 00beMa, MPOAOIIKEHA
JIOTIOJTHUTEIIbHASI TIEpOpaIbHAST JTOTAIMSI TIIFOKO3bI H TOPMOH3aMECTHTEb-
Hasl Tepamnus KOHTP-UHCYJSIPHBIM TOPMOHOM (THIpokopTu3oH). Ha done
TEpaITuy AIHU30/IbI THITOTITIUKEMUH C YPEIKCHHEM, 0a3aIbHbI YPOBEHB TITHO-
KO3bI COCTaBJIAET 3,6—3,9 MMOJIB/TI.

IpakTHyeckast 3HaYMMOCTh. KiuHWYECKHMH ciydal JEeMOHCTPUPYET
TPYIHOCTH AMArHOCTUKU U KOPPEKIUH YPOBHS IIIIOKO3bI y pebenka ¢ BI'U,
MaHU(ECTHPOBABIINM B PAHHEM HEOHATAJIHHOM IEPHOJIC.
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KnuHuuyeckoe HabnogeHune pebeHka
paHHero Bo3pacTa ¢ KanowumpopMHoun
reMaHrModHA0TE/IMOMOMN, OCJTI0XKHEHHOM
cuHppomMmom Kazabaxa—Mepputr

Ionamapesa B.P.
Hayunvie pykosooumenu: k.m.1., ooyenm JJemvsanosa T
Cokyposa C.M.?

!DIA0Y BO Poccuiickuil HAUUOHANbHBLIL UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. [Tupocosa Munzopasa Poccuu,
2[lemckast 2opoockas kaunudeckas 6onvrnuya Nel3 umenu H.@. Quramosa

AxtyanabHocTh. Kamommdpopmuas remanrnosngorenuoma (KI'D)— sto
penKas BpOoXIEeHHAsi COCYAMCTasi OIyX0Jib, KOTOpas TUCTOJIOTHYECKH HAIlo-
MHUHaeT capkoMy Kanomm 1 oTHOCUTCS K OIyXOJISIM IIPOMEXYTOUHOU cTe-
MEHBIO 37I0Ka4eCTBEHHOCTH. CaMbIM T'PO3HBIM M TSDKENIBIM OCIONKHEHHUEM
KI'D sBusercss pa3BUTHE TPOMOOIMTONECHUHM W KOATryJIOMaTHH IMOTpedie-
Hus — cunapoma Kazabaxa—Meppurt (CKM), KOTOpBIN U OIIpeesnsieT Bbl-
COKyT0 JeTanbHOCTh (10 30 %).

Heas nemoncrpauuu. [IpencraBute pesynsrarsl Habaronenus KI'9, ocno-
xHeHHoi CKM, y 1eBOYKHM B paHHEM BO3pacTe.

OnucaHue KINHUYeCKOro ciayydasi. Jlesouka A. ot marepu 29 ner ¢ ots-
TOIIEHHBIM COMAaTHYECKUM aHaMHE30M (MMMIICTICHSI, METUKaMEHTO3HAs pe-
MuccHst), oT 1-if 6epeMeHHOCTH, TPOTEKABIIEH ¢ MaToJIOrnueckor npuodas-
KOW Macchl TeJia BO 2 TpPUMECTpe, Ha (JOHE OTEKOB U IMIEPEHECCHHOM NH(pEK-
uun COVID-19 B 3 TpumecTpe, oT 1-X MpeKAEBPEMEHHBIX POIOB Ha CPOKE
33 Henmenu BCIEACTBUE IPEXKAEBPEMEHHOIO M3JIMTHS OKOJIOIIJIOAHBIX BOIL.
[Tpu poxkaeHHH COCTOSIHUE CpelHel creneHu TshkecTH, Bec 2050 1, quHa
tena 49 cM, OKpYKHOCTB TOJIOBBI 34 cM, OKPYKHOCTH Tpyau 32 cM, OIleHKa
no wkane Amnrap 7/8 6amnoB. C poxaeHuss oTMeuanoch o0pa3oBaHUE He-
MIPaBWIEHOHN (POPMBI 3aTHEMEANANEHON TIOBEPXHOCTH CPEIAHEH TPETH JIEBO-
ro mjieya, KoTopoe ObUIO paclieHeHO Kak reMaHruoma. B Bospacte 1 mecsua
B CBSI3U C POCTOM 00pa3oBaHusi peOCHOK TOCIIMTAIM3UPOBAH JIJIs J000CIe-
JTIOBaHUs, IPU KOTOPOM BBISIBJIIEHA [TPOrPECCUPYIOIIAs TPOMOOIMTONCHUS /10
93,7 x 1011, yposenb D-mumepa nipessiran 5000 ur/vr. Tlo nanasmv Y3U
MOopakeHHOU 00sacTH 0TMeuanoch AU dy3Hoe NOBBILIEHHE SXOT€HHOCTH U
H3MEHEHUE CTPYKTYPbI IOJIeKAIIMX TKaHEeH, B TOM YMCJIe MBIILIIBI, Pa3Me-
pamu 6,61 x 2,13 cM 6€3 YETKUX KOHTYPOB C OOJIBIIUM KOJTUYECTBOM COCYI0B
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C apTepHaNbHbIM (10 35 cM/c) 1 BeHO3HBIM (10 10 cM/c) THIIOM KPOBOTOKA.
YuuTeiBast 1a00paTOpPHBIE U HHCTPYMEHTAIILHBIC JIAHHBIE 3aI0JI03PEH JHa-
ruo3 «Kamommdopmuas remanruosugorenuoma. Cuaapom Kazabaxa—Mep-
PHUTT», HaUaTa Teparnus IPoIrpaHoroaoM (1 MI/Kr/CyT ¢ THTPOBaHHEM JO3BI
110 3,0 mr/kr/cyT). Ha (hone neuenus B Bo3pacte 3-X MeCsIIeB OTpHUIlaTEIbHAS
JMHAMHKA: 00pa30BaHUE yBEIUYMUIIOCH, HA TTIOBEPXHOCTH C(POPMUPOBAIHCH
TEJIEaHTMOAKTa3UH, PA3BUJICS BBIPAKEHHBIH TI'eMOpPPAaruuecKuid CHHAPOM
(remMaTroMbl W TOYEYHBIC MHOKECTBEHHBIE 3KXHMO3bI). 3aperucTpupoBaHa
KpuTH4eckas tpomOorronenus 7 X 10%/1 (42 mpu pydHOM Iepecuere),
MPU3HAKH Koarynonatnu norpednenus (pudpunoren 0,75 r/m, IITU 81 %,
MHO 1,04, AYTB 32,9 cex, TpomOuHOBOE Bpemst 25,4 ceK), COXpaHsIICs
HeonpenensseMslii yposeHs D-aumvepa (> 5000 Hr/mit), 9TO CBUACTETBCTBO-
BajJo 00 OTCYTCTBHUHM OTBETa Ha JiedeHue. VHMIMMpOBaHA Teparus CHPO-
mamycoM 0,2 MT/cyT, TI0O BUTAIBHBIM MOKAa3aHHUSIM TOJTy4Yalia MPEeIHU30JI0H
2 mr/Kr/cyT, aram3unar Hatpus 12,5 Mr/cyT; HauaTa OTMEHA MPOIPAHOIIOA.
B nmanmpHelieM npu MOBBIIICHHH TPOMOOIUTOB a0 89 X 10°/11 mpoBeneHa
CTyIeHuYaTast OTMEHa NPEAHU30JI0HA, OTHAKO Ha ()OHE BHOBB MOSIBUBILIETOCS
reMOpparndecKoro CHHAPOMA Teparus MPoIoJKeHa B TpekHel mpo3e. [1po-
BezieHa Ouoricusi 00pa3oBaHUs C MOCIEAYIOIUM HIMMYHOTHCTOXUMUYECKUM
WCCIIe/IOBAaHUEM, TIOATBEpKIeH auarHo3 «KamommdopmHas reMaHTHO3H-
norenroma. Cunnpom Kazabaxa—Mepputty». o 5,5 MecsieB TpoMOOIHUTEI
OCTaBaIIUCh B Mpeenax HopMmbl, D-gumep cHusmiics 1o 1961 Hr/mi, B cBsi3u
C YeM IMPHUHATO pElIeHHUEe OTMEHUTH TEPalHio NPeJAHN30I0HOM. B nanbpHel-
neM Ha (hOHE JICUSHHsI THHAMHUKA ITOJIOKUTEIbHAsSI, TPOBOMIOCH THTPOBA-
HUE J03bl CUPOJIUMYCa C Y4eTOM KOHLIEHTPALMH Iperapara B KpOBH MO/ 110-
CTOSTHHBIM KOHTPOJIEM YPOBHsI TpoMOonnToB 1 D-1nmepa. B Bo3pacre 3 et
B CBSI3H C JIOCTHIKEHHEM BO3MOXKHOTO KIMHHYecKoro addekra (D-mumep
215 wr/ma, tpombonutsl 429 x 10°/1, 0 HaHHBIM AOIUICPOMETPUE OOpa-
30BaHUS YMEPEHHOE KOJIIMYECTBO COCYIOB C apTepUaTbHBIM (10 16 cMm/c) u
BeHO3HBIM (1,3—4 cM/C) THIIOM KpOBOTOKA) MPUHSATO pelieHHe 00 OTMeHe
Tepanuu cuporumycom. Yepes 3 Mecsa reMaHTHOdHI0TEINOMa YBEIUYH-
Jach B pa3Mepax, MOSBHIUCH KaloObl Ha TUCKOM(OPT B 0071acTH 00pazoBa-
HUS, TPOMOOLIMTHI OCTABAIKCh B Mpejesax HOPMbI, OJHAKO BBISBICH POCT
D-numepa 10 1033 Hr/mi1, B CBS3H € Y€M Teparus CUPOITUMYCOM BO300OHOB-
JieHa B J103¢ 2 MI/CYT.

IIpakTHyeckast 3HAaYMMOCTh. KiuHWYECKHMH ciydal JEeMOHCTpUPYET
TPYIHOCTHU BelleHHs U mondopa Tepanuu y pederka ¢ KI'D, ocinoxHeHHON
cuaapomoM Kazabaxa—MeppHrT.
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BonesHb CTioapTa-lpayapa:
KoarynonaTusi U onepaTMBHOe BMeLLaTe/IbCTBO

Paccoxuna A.M.", Oopocarx K.M.!
Hayunwiii pykosooumens: k.m.H., 0oyenm Jlapuna JL.E."?

'@IAOY BO Poccuiickutl HAYUOHATbHBLIL UCCCO08AMENbCKUTL
Mmeouyunckutl yHueepcumem umenu H.U. [Tupoecosa Munzopaea Poccuu,
’Mopo3zo6ckas 0emckas 20pOOCKdsl KIUHUYECKdsl DONTbHUYA

AxTtyanabHocTh. bonesns Ctroapra—IIpayspa — 3TO HacIeICTBEHHBIN Je-
¢urut dakropa ceeprhiBanus X. Hapyirenue cunaTe3a wiv GyHKIHH Oeka
KpoBH (akTopa X MPOSBISIETCA CKIOHHOCTBIO K KPOBOTEUEHHSIM U KPOBO-
m3MusHISIM. JlaHHOE 3a007IeBaHIe OYCHb PEAKOE: B MUpPE YacTOTa BCTpeUa-
emoctH 1:1-1,5 muH yenoBek. Bpau crankuBaeTcs co CI0AKHOCTBIO TMArHO-
CTHKH 3a00JIeBaHHUs, OCOOCHHO TIPHU HEOOXOJAUMOCTH OTEPaIlUH, PEIICHUS
BOMpPOCa O NPEAONEePAMOHHON MOATOTOBKE W KYMUPOBAHUU BO3MOXKHOTO
KpPOBOTEUYEHHSI.

Heas nemoncTpauuu. Onucarps nauueHTa ¢ 6osne3nsto Croapra—Ilpayapa,
KOTOPOMY HEOOXOMMO OTIEPaTHBHOE BMEIIIATEIILCTBO.

Onucanue KJIMHUYECKOro ciayyasa. Manpuuk 1 . 5 mec. 08.06.2025 no-
ctynun B Hepoxupyprudeckoe oraeneane MJII'KD nns mimanoBoro xupyp-
THYECKOTO JIYeHUs] KPaHMOCHHOCTO3a. B mpouecce mpeponepanioHHOro
o0cieoBaHust ObUIO OOHAPYKEHO CHUXKEHHE (DaKTOPOB MPOTPOMOMHOBOTO
KOMIUIEKCa, B CBSA3M C YeM PeOCHOK ObUI HAIPaBJIEH Ha KOATyJIOTHYEeCKOoe
o0crienoBanme, B pe3yibTaTe KOTOPOTO OBUIO BBISBICHO CHIDKEHHE YPOB-
Hs X Qaxropa cBepThiBaHus kpoBH 10 30 %. B mnane npenonepaioHHON
MOJITOTOBKU OBbLIa MPOBe/icHAa WH(Y3UsI KOHIIEHTpaTa (PaKkTOpOB MPOTPOM-
OuHOBOrO KoMIiekca u3 pacuera 50 en/kr. 10.06 Oblia mpoBeneHa XUpyp-
ruyecKas KOppeKlus aHOMaJIuK cBoAa uepena. Oneparys npolisa ycrel-
HO, 3HAYUMOH KPOBOIMOTEPH B MHTPaA- U MOCIEONEPALUOHHOM NepUojie He
ObuT0. 12.06 B KOarynorpamme Bce pe3yabTaThl B mpenenax pedepeHCHBIX
3HaueHuil. PeOeHOK B najbHEWIIel KOPPeKLUMH reMocTa3a He HYKIAJICH.
IIpu ocmoTpe HaxoowiCs B CO3HAHMHM, Ha OCMOTP pearupoBall aKTUBHO,
HIKT 15 6awioB. OOMmEMO3roBOM U MEHUHTHAILHON CUMITOMATUKH HE
OBITO, THIIEPKUHE3BI OTCYTCTBOBANIN. XHUPYypridecKas paHa 0e3 Mmpru3HakoB
uHbpexuuu. 16.06 MajabuuK BBIMUCAH C PEKOMEHIALMSAME ISl amOynaTop-
HOTO HAOJIFOJICHHS 110 MTEPBUYHON 00paboTKe paHbl U HamparieHueMm Ha KT
TOJIOBHOT'O MO3Ta yepe3 MoJro/a.
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IIpakTuueckast 3HaUMMOCTb. [lannents! ¢ 6one3npto Ctroapra—Ilpayspa
HE BCErJa BOBPEMs JUArHOCTUPYIOTCS, I09TOMY IE€pe]] IPOBEAECHUEM Olle-
paTHBHBIX BMEIIATEIbCTB MOKa3aH KOHTPOIIb reMocrasa. Ha done 3amecru-
TENIFHON Tepanmuu (pakTOpaMu CBEPTHIBAHUS KPOBH COCTOSHHE OpraHU3Ma
crabunusupyercs, AUTB u npoTpoMOMHOBOE BpeMsl BO3BPALIAETCS K HOP-
MaJIbHBIM [10Ka3aTessiM KPOBH, a IIPU XUPYPrUUECKOM BMELIATEIbCTBE 3Ha-
YMble KPOBOMOTEPH OTCYTCTBYIOT. [lannentsl ¢ 0onesnbto Crroapra—Ilpa-
y3pa MOKU3HEHHO HY>KAAIOTCS B TEPaIny MpenapaTaMu IpOTPOMOUHOBOTO
KOMILIEKCa, 0COOCHHO B CUTyalUsIX TPaBM, PAaHEHUI, INIAHOBBIX U SKCTPEH-
HBIX OIIEPAaTUBHBIX BMEILATEIbCTB.
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Cunapom bpayHa—-Buanetto—BaH Jlaspa
y pe6eHka ¢ myTaumen B reHe SLC52A3

Cnezypenxo M.A., Myweposa /[.M.
Hayunwiii pyxosooumens: k.m.H., doyenm Caprucsan E.A.

@I'AOY BO Poccutickuti HAyUOHAIbHbIU UCCAe008AMENbCKUNL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Munsopasa Poccuu

AkTyaabHocTb. Cunapom bpayna—Buanerro-Ban Jlaspa (CEBBJI, MKb
G12.1, OMIM 211530) — 3aboneBanue, xapakTepusylomieecs MUACTeHU-
geckuM cuHIpoMoM (MC), mmyxoTolt u ciernoToil. Berpeuaercs ¢ wactoro
1 ciyyait Ha 1000000 xuBopokaeHuid. dTHONOrHYecKkor ocHOBO CEBBJI
sBIsitOTCS iepexthl B reHax SLCS5242 u SLC52A43, npuBoasye K Hapy-
menuto GyHkuuMu Tpancnoprepa pudoduasuna (PB). B pesynbrare Pb He
MEPCHOCHUTCSI BHYTPh KIETKH, OIOKHPYETCSl €ro MpeBpalieHue B (aaBuHa-
JEHUHIUHYKIEOTH I, TpuBosiee K sHeproaeduunty. TapretHas tepanus
CBBBIJI noxka He pazpaborana. OnHako 3((HEKTUBHBIM SBISETCS MPUMEHE-
HHUE BBICOKOJIO3HOTO JieueHus npenaparamu Pb.

Hean neMmoHcTpanuu. J[eMOHCTpays paHHUX KIMHHYCCKHUX, THArHOCTH-
YEeCKUX U TepareBTHUecKux ocodeHHocTell y pebenka c CbBBIL.
Onucanue kanHu4eckoro cayydas. [TamenTka C. B Bozpacte 1 roga 3 me-
CALIEB FOCMUTAIM3UPOBAHA B OT/ICJICHUE peaHUMAallii 1 MHTEHCUBHOH Tepa-
nun JII'’Kb um. I['H. Cnepanckoro B CBSI3M C TSKEJION IbIXaTeIbHON HET0-
crarouHocThio ([IH): nncnuparopnas oxbiuika, SpO, 68 %. [Ipoussenena
HMHTYOAnusl TPaxew, yCTAHOBICHBI JKECTKHE IMapaMeTphl HCKYCCTBECHHOW
BeHTHsAUK Jierkux (MBJI). IIpu orieHKe HEBPOJIOTHYECKOTO CcTaTyca BbI-
SIBJICHBI MBIIIICYHAs THIIOTOHUS M CIa00CTh MBIIII W U KoHeUHOoCTel. U3
aHaMHe3a JKU3HU: POAUTENN peOeHKa SIBIISIOTCS ABOIOPOAHBIMH OpaTtoM U
cectpoii. JleBouka oT 2-i 6epeMEHHOCTH, IPOTEKABIICH C yTrPO30id BBIKH/IbI-
ma. Poxbl Ha 36 Henene myTeM KecapeBo cedeHus. Macca Tena npu poxje-
Hun 4600 1, maa 53 cm. Pesynbrartel HEOHATATFHOTO CKPUHHUHTA OTPHUIIA-
TenbHble. M3 aHamHe3a 3a00eBaHusA: 3aTpyAHEHUE JIbIXaHUs y peOeHKa po-
TUTENN OTMETHIIH B BO3PACTe 7 MECSIIEB, Yepe3 MECSIL ABAKIBI TIPOXOAMIH
JICYEHHE C IMArHO30M: ABYXCTOPOHHsISI BHEOOIbHUYHAS THEBMOHUS. Tarke
¢ 8-MeCsSYHOTO BO3pacTa y ACBOYKH OTMEUAIIUCHh MOMICPXUBAHMS, HAPYIIIe-
HUS I0TaHud, B 1 rog 1 mecsn npucoeauHuica nro3 cnpasa. OmHOBpe-
MEHHO C TITO30M BO3HHK TPEMOP PYK, a TAaK)Ke CHIKEHHE MUMHKH U 00IIIast
cnabocth. Ilpu moctymieHuH B CTAlMOHAp BBINOJIHEHA peHTreHorpadus
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OpPraHOB TPYJAHOHM KIETKU: KapTHHA JBYXCTOPOHHEH MOIMCerMeHTapHOU
mHEeBMOHUH. JIabopaTopHO: THHOraMMarao0yInHEeMHs, YPOBHA MapKepOB
BOCHaJIEHUs B IIpeiesiaX HOpMaJIbHBIX 3HaueHui. [1o pesynasraTam MarHut-
HO-pe30HaHCHON Tomorpaduu ronoBHoro mMo3ra (I'M): kaprtuna cyGarpo-
(un maperxumsl I'M ¢ pacimpeHneM cydapaxHOUIAIbHBIX POCTPAHCTB.
Amnanmu3 acrpara TpaxeoopoHxuansHoro aepesa meromom IILIP: obnapy-
sxkera JJHK Streptococcus pneumoniae. MaunmupoBana aHTHOaKTepraib-
Hast Tepanust (AB). [1o okoHuannu kypca Ab Bo30yanTens >IMMHUHUPOBAH,
coxpansuiace Tsokenas JIH. YuuTeiBas KIMHHUYECKYIO KapTHHY 3a0oieBa-
HUSI, TaHHBIC aHAMHE3a W PEe3yNbTaThl 00CIEIOBaHMS, 3aM003pEeHa MHa-
cTeHust. sl yTOUHEHUs TUarHo3a BBIIOJIHEHA MPO3epHHOBas Ipoda: uepes
40 MUHYT TAIIMEHTKA CTaja TOIBIKHOMN, MOSBIIINCH aKTHBHBIC JIBIKCHHUS
B KOHEYHOCTSX U IIee. BBINONHEHO ompeiesieHne YPOBHS aHTHUTEN K ale-
THIIXoiMHACcTepase: 7,02 uMomns/n, (HopMa mo 0,45 mamons/m). KoncynsTu-
pOBaHa HEBPOJOIOM, BBICTABICH AMArHO3: I€HEPATM30BaHHAS MHACTCHUS,
THUMYyC-accolMnupoBanasi opma ¢ OynbOapHBIMH HAPYIICHHUSIMH, TSDKEIOE
TEUCHUE, COCTOSIHUE MOCcIe MHACTeHHueckoro kpusa. Yepes 20 nHeil mo-
CJIe TIOCTYIUICHHSI Ha9aTa TOpMOHAIBHAS U aHTUXOIWHACTepa3Hasl Teparnusi:
MUPUAOCTUTMUHA OPOMHEL 25 MI/KI/CyTKH, MPESAHU30I0H 1,2 MI/KI/CyTKH.
B Bospacte 1 roga 5 mecsitieB BbIoNHEHA TUMAKTOMUS. [lombITKH OTIY-
yenus ot anmnapara MBJI He yBeHUanuCh ycrexoM BBUIY CIa0OCTH JbIXa-
TENFHBIX MBIIII, YCTaHOBJIEHA TpaxeocToma. [IpoBeneHo MONMHOIK30MHOE
CEKBEHHUPOBAHUE, 110 €r0 PE3YyNIbTaTaM BbISBICHBL: BPOXKICHHAs TUC(YHK-
ST KOPBI HAAMOYEIHUKOB, 00ycioBiIeHHas AeduiroM 2 1-THAPOKCHIA3bI
(OMIM 201910). CbBBJI ¢ myTtauwueii ¢.394C>T B sx30He 2 rena SLC52A43.
Ha nansbnii MmoMeHT pebeHKy 2 rona, momydaet Tepanuio Pb 12 mr/kr/cyT-
ku. Iluranue yepes ractpocTomy, neduuut mMaccsl Tena 25 %. Otmeuaer-
Csl TIOJIOKUTEIBHBIA 3(P(EKT B BHAEC BOCCTAHOBICHHUS MBIIICYHOH MAacChl
U CUJIbI B KOHEUHOCTSIX, YIyUIlleHUs (YHKIMU JbIXaHUS C BOSMOXHOCTBIO
nepexona Ha CIPAP.

IIpakTnyeckasi 3HaYMMoOcTh. IlepBrle mpusHaku Pb-acconmmpoBaHHON
MHACTCHUH MOTYT HAONIONAaThCs B TPYIHOM BO3pacTe B BHJIE HApacTaHHS
MBIIIEYHONH THUIMOTOHUM M YacThIX ACIUPALMOHHBIX MHEBMOHHUH, CIOXKHO
nojjaroluxcs jeueHuto. Pannee Havasno neuenus Pb ymyumiaer ucxons! u
aprymenTupyet BkiaroueHrue CbBBJI B tuarnocTuyeckuii HOMCK MpU HaJU-
g MC y peOeHka.
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KnuHuyeckun cnyyail HopoBupyc-
accoLMUPOBaAHHOI0 HEKPOTU3UPYIOLLLETO
3HTEPOKO/INTa Y HOBOPOXKAEHHOIO

Coxkonoe U.B., 3usiokuna K.C., Ywarxosa A.H.
Hayunwvie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
0.M.H., npogheccop Kupkosa FO.B.

DI'AOY BO Poccutickutl HAUUOHAIbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. Iupocosa Munzopasa Poccuu

AxTtyanabHocTh. HopoBupycHast uH(peKuus — ocTpoe BHpYycHoe 3abo-
JIeBaHWE, BBI3BIBAEMOE ITPEACTABUTEIIMH pomga Norovirus, MpOsBIISIOIIE-
ecs B BUJIE OCTPOr0 BUPYCHOI'O T'aCTPOIHTEPHUTA, PEXE — IHTEPOKOJIHTA.
Ha teppuropun Poccuiickoit ®denepanmu mokaszareib 3a00JIeBacMOCTH
HOpPOBUPYCHOU nHpeKuein — okoyno 516 cmydaeB Ha 100000 HaceneHusl.
HoBopokeHHBIC U IETH TIEPBOTO TOIYTO/Ia HHPHUIHUPYIOTCS PEIKO, UTO 00-
YCIIOBIIEHO HAJIMYMEM Y HUX MaTepUHCKUX aHTUTeN. OIHAKO TeYeHUE HOPO-
BUPYCHOU WH(EKINU B 3TOI BO3PACTHOH TPyIIIe MOXKET 3aIyCKaTh KacKal
BOCHAJIUTENBHBIX PEAKIUN, TPUBOIAIIMX K PA3BUTHIO HEKPOTU3UPYIOLIETO
SHTEPOKOJIUTA.

Heas nemoncTpauuu. [lpeacraienne 0COOEHHOCTEH NTUArHOCTHKH U Jie-
YEeHUST MOJTHUEHOCHOW ()OPMBI HEKPOTHU3HUPYIOMIETO YPHTCPOKOJINTA, Pa3BHUB-
mierocs Ha (pOHe HOPOBUPYCHOW MH(EKLUHU Yy JOHOIIEHHOTO HOBOPOXKAEH-
HOTO.

Onucanne KIMHAYECKOro ciaydast. Mansuuk I, 7 CyTOK %U3HU, TOCTYIINI
B CTaIlOHAp C ’Kato0aMH Ha MHOTOKpATHBIM, 710 10 pas, )KUJKHA CTyII, TI0-
cienHue 4 pasa — ¢ NpOKUIKaMH KpoBU. JIOHOIIEHHBII MaJIBYKK OT 2 Oepe-
MEHHOCTH, 2 OTIepaTUBHBIX poaoB. Macca nipu poxxaernn — 3340 1, annHa
Tena — 52 cM, OKPYKHOCTb TOJIOBBI — 35 CM, OKPYKHOCTb Ipyau — 32 cM,
YTO COOTBETCTBYET cpemHuM mokasaressim o mikaitam INTERGROWTH-
21st. HoBopokIeHHBIH HaXOAMJICS Ha TPyIHOM BckapmimBaHuH. CocTosi-
HHUE peOeHKa MPH ITOCTYIUICHUH TsDKeJIoe, 00yCIOBICHHOE TCUCHUEM DHTe-
POKOIUTA, TUAPEHHOr0 CHHAPOMA C Pa3BUTHEM SKCHKO3a (Macca MpH MOCTY-
reHnn — 3200 1, yosuts Maccel — 4,2 %). JAlmarHocTH4ecKuii MONCK M3-
HayaJIbHO OBIJ HAIIPABJIEH HA OIpeesIeHue BOZMOXKHBIX [eMOpPParu4eckux,
MH(EKINOHHBIX U XUPYPTUUECKUX MPUYNH Pa3BUTHS COCTOSHHMSA. Mckiro-
YeHa reMopparuyeckas 00j1e3Hb HOBOPOXKJIECHHOTO: MOKA3aTeId aKTUBUPO-
BAaHHOTO YaCTUYHOTO TPOMOOIUTACTHHOBOTO M MPOTPOMOMHOBOTO BPEMCHH
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ObUIN B IIpeenax BO3pacTHOM HOpMEL 1o TaHHBIM UMMYHO(EPMEHTHOIO
aHaM3a BBIABICH aHTUTEH Norovirus. JISHKOIMTO3, TOBBIIICHUS YPOBHS
C-peakTHBHOTO OeJka, IPOKaTbIIUTOHHHA MOATBEPAMIN TeUCHHE HH(EKIT-
OHHOTO TIporiecca. [Ipu mpoBeneHNH yABTPa3ByKOBOTO UCCICIOBAHNS Opra-
HOB OPIOIIHON MOJOCTH ONUCHIBAIOCH YTOJIIEHHE CTEHOK KUIIEUYHUKA, OT-
CYTCTBHE TIEPUCTAIBTUKH, HATMYUE )KUIKOCTH B MEKIICTEITHHOM MPOCTPaH-
cTBe. B cBSI3U ¢ OBICTPBIM YXY/LICHUEM COCTOSIHUSI peOeHKa, COXpaHEHHEM
TeMOPParnveckoro COICPKUMOTO B CTYJIEC M CTA30M COZIEPKIMOTO Ha BCEM
HPOTSKEHUHU KETyJOUHO-KUILIEUHOTO TPAKTA C LIEIbI0 UCKIIOUEHUS XUPYP-
THYCCKOM IMaToJIOrMy Oblla TMPOBENeHa JHATHOCTHYECKAs JIamapOCKOITHSL.
OOHapyXKeHO: yTOJILEHUE CTEHOK KHUIIEYHUKA, UX OTEYHOCTh U MHBELUPO-
BaHHOCTb COCYIaMH, & TAKXKE )KUAKOCTh B OPIOLTHOM ITOJIOCTH, BPOXKICHHEIE
MIOPOKH Pa3BUTHS U OCTPasi XUpypruueckas rnaToyiorusi UCKJIoYeHsl. B cBs-
37 C TEUCHHUEM HEKPOTHU3UPYIOIIETO YPHTCPOKOIHUTA 2A CTaIUH, PeaTH3aIii-
ell xKeTyJOUHO-KUILIEUHOTO KPOBOTEUEHUS, TOCTIeMOpparuueckoil anemuei
(remMoryI00MH Ha 2 JICHb rocruTanu3anua — 99 1/1), pebeHKy Ha JIBe HeleIn
ObLIa Ha3Ha4YeHa PHTEpajbHas Nay3a; MpeJIpUHUMaeMble TIOMBITKH BBE/C-
HUSI SHTEPAIFHOTO MUTAHMS B TEUCHHUE 3TOTO BPEMEHH MPHUBOIIIN K YXYI-
HIEHUIO COCTOSIHUSI peOeHKa. Taxike NMPOBOAUINCH MH(Y3HUOHHAS Tepanus
W TapeHTepalbHOC INUTAHUE, AHTHOMOTHKOTEpAmlHs, IBaKIBI IIPOBEACHA
remorpancdysus. Ha 34 cyTku sxu3HM peOeHOK ObLT BHITUCAH B YIOBIETBO-
PUTEITHLHOM COCTOSHUHM T10J] HAOIO/IEHUE yYacTKOBOTO meauarpa. [1pndas-
Ka B Macce +865 I. B cranuoHape peOeHOK HaXOQUJICS Ha BCKapMIIMBaHUU
THIPOIM30BAaHHBIMU CMECSMH, TIPH BBIMHICKE JAHBI PEKOMEH/IAINH O Tepe-
X0JIe Ha aJanTHPOBAaHHBIE MOJIOUHBIE CMECH B CBSI3U C HAPYLIEHUEM JIaKTa-
mu 'y Marepu. B 2,5 mecsima macca-pocToBBIC MTOKa3aTeNl peOeHKA COOT-
BETCTBYIOT CPEHEBO3PACTHBIM 3HAYEHUSIM MO Z-score, NpubaBka B Macce
YIAOBIICTBOPUTEIbHAS, 00BEM SHTEPAIEHON HATPY3KH JOCTATOUHBIH.
IIpakTHyeckasi 3HAUMMOCTb. 3HAUUTENBHBIN POCT 3a001€BaEMOCTH HOPO-
BHPYCOM, BBICOKasl YacTOTa OCIOKHEHHUH Yy JETeH paHHEro BO3pacTa, Tpe-
OyeT HaCTOPOXKEHHOCTH Bpaueil B OTHOIIEHUU JaHHOTO BO30OyauTeNs. Y HO-
BOPOKJICHHBIX JIeTCH HOPOBUPYCHAs] MHMEKIMSI MOXKET OBITh TPHUTTEPOM
Pa3sBUTUS HEKPOTH3HPYIOIIETO SHTEPOKOINTA C CEPbE3HBIMU TeMOpparuye-
CKUMH TIPOSIBIICHUSMH, TPEOYIOIIEro UCKIIOUCHUS U XUPYPTHUECKON 1MaTo-
noruu. CBOEBPEMEHHOE HA4ao JIeUeOHBIX MEPONPUSTUHN, AUHAMUYECKOE
HaOJTIOIEHNE — SIBIISIOTCSI 3aJI0rOM OIaroNpHATHOTO NCX0/1a 3a00IeBaHMS.
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OvddepeHumnanbHas gnarHocTmka
HeoHaTaJlbHbIX cyaopor

Cyxopyuko I1.A., Cemexo O.P.
Hayunvie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
K.M.H., doyenm Bopona J1/].

DI'AOY BO Poccuiickuil HAyUOHAIbHbII UCCAE008AMENbCKULL MEOUYUHCKUTL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AKTyaJIbHOCTB. PUCK pa3BUTHS CyIOpOT y AETEH MEepBOro Mecsla >KU3HU
BBIIIIE, YeM B JTFOOOM JPYTOM BO3pacTHOM neprone. OHM KOppenupyroT ¢ re-
CTAIlMOHHBIM BO3PACTOM, HU3KOM Maccoil Tena mpu poXKACHUH, MOCIEIHNE
CBSI3aHBI OOJBIIE BCETO C TEPHHATATIBHBIM THIOKCHYCCKHUM MOPaKEHHEM
LEHTpalbHOI HepBHOW cuctembl. Heonaransubie cygoporu (HC) BcTpe-
gatores y 3—5 u3 1000 HOBOPOKIEHHBIX, HO CPEOU JTOHOIIEHHBIX JETEH
y 2-3 na 1000, a Henonomennslx — y 10-15 na 1000. Ocoboe mecto 3a-
HUMAIOT Cy0pOTHU y JOHOIIEHHBIX JETEH, Yalle BCEro acCOLMMPOBAHHBIE C
TFeHETUYECKUMHU IPUYHMHAMHU.

Henp nemoncrpanuu. JeMoHcTpauus AByX KIMHUYECKHUX CIydaeB caMo-
Kynupymouieics (ceMeifHON) HeoHaTalIbHON SMUIICTICUM U paHHEeH MIlafeH-
YECKOW SBOIONMOHHON SMIICITHUECKON SHIIE(AONaTHH IS OTpesernie-
HUS 3HAYUMBIX pasnuuuii Ais auddepeHnrnanbHOi TUarHoCTUKH.
Onucanne KIMHUYECKOTO ciay4dasi. Mamsuuk A., JTOHONICHHBIH, BTOPOM
u3 1BOHMU. B Bo3pacTe 2-X CyTOK JKM3HU Ha €XKEIHEBHOM OCMOTpE AHa-
THOCTHPOBAH NapOKCU3MAaJIbHBINA ABUTATSIHHBIN (DEHOMEH, OTIMCAHHBIA KakK
SMU30/] FeHEePATM3UPOBAHHBIX CYTOK, B CBSI3U C YeM ObLJI IEPEBEJICH B OT/AE-
JICHWE peaHuMAaIli U MHTEHCUBHOW Teparmuu HoBOpokaAeHHBIX (OPUTH).
[To nanubiM D21 moaTBEpkAadUCh JaHHBIE NPUCTYIOB C MaJeHUEM caTy-
pamuu pa3 B 2—3 gaca, BoccraHoBienne B teuenne 20-30 cexkyna. beuta
Ha3HaueHa MPOTHUBOCYAOPOXKHAS Tepamnus JeBeTUpaleTaM, THUTPOBaHHE
Muzaasonama. [lo nanusiM D3I KOpKoOBasi pUTMHKA IPEACTaBICHA Yepeo-
BaHUEM BCIIBIIIEK ACHHXPOHHBIX MEJJICHHBIX BOJIH JeJbTa-TeTa-Auana3ona
C BKITIOUCHHEM 3a0CTPCHHBIX MMOTEHIHANOB W 0oJiee HU3KOAMIUTATYIHBIX
Y4acTKOB — T.H. trace alternant, ¢ BKIIlOUeHHEM KOMIUIEKCOB MUK-MEJICH-
Hasi BOJTHA B Pa3IHYHBIX OT/IeNaX, Kak OMaTepanbHo, TaK U YHHIIATEPaIbHO.
Kpome Toro, 6pu1H 3aperucTpipoBaHbl TOHUUECKHE MPUCTYTHI (0koso 10).
DOI" ObUIO TOBTOPHO MPOBEJICHO B 27 CYTOK M 3 MecsIa KU3HH, TIe 0TMe-
yasach MOJOKHUTENbHAS TMHAMHUKA M UCUE3HOBEHHUE KOMILJIEKCOB MUK-MEJI-
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JeHHas BonmHa. B Bo3pacrte 1,5 MecsieB ObUTH TPENCTaBICHBI PE3YJIBTAThI
TeHETHYECKOTO TECTUPOBAHUS METOJIOM MPSIMOTO CEKBEHUPOBAHMS: Yy Tia-
IIEHTAa U TPEX €ro POACTBCHHUKOB OOHapykeHa MyTanus B rene KCNQ2,
KOJMPYIOIIIEM BOJIbTaK-3aBUCHMbIE KallUeBbIe KaHalbl. JlaHHas Haxomka
MO3BOJIMJIA TOATBEPAUTHh JUArHO3 CaMOKyNHpylouleiics (cemMeiHoi) Heo-
HATAIIbHOW DIMJICTICHY W BBIMKACATH MAIUEHTA C ONArONPHUSTHBIM IPOTHO-
30M. Manbuuk b., JTOHOLIEHHBIH, B BO3pacTe 2-X CYTOK >KU3HU TOSBUIIUCH
CYIOPOXKHBIE MPHUCTYIIBI, OMMMCAHHBIE KAK KIIOHMYECKUE B BEPXHHUX M HIXK-
HUX KOHEYHOCTsX, nepeBeaéH B OPUTH. TsxecTb cocTosiHUS 00YCIOBHIN
CYIOPO’KHBIC TPHUCTYIHI C JecaTyparye, pa3BUTHE OT€Ka MO3Ta, TCUCHHE
HEYCTAaHOBJICHHON BHYTPUYTPOOHOH MH(MEKIUH, YTO MOTPEOOBAIIO MPOBE-
JICHHE WHTYOAllMd W Ha4yall0 MCKYCCTBCHHOW BEHTWIISIIMM JIETKWX. bbuia
Ha3HayeHa MPOTHUBOCYIOPOXKHASI Tepanus Jua3eraMoM, THOIEHTaJOM Ha-
TpHsl, KAPUOTOHUYECKAS, IPOTUBOOTEYHAsI, aHTHOAKTepUAIbHAS TePaIIus.
MHOrokparHo NpOBOAMJICS MOAO0P MPOTUBOCYIOPOKHBIX MPErnaparoB, Ha
(hone npuema seperupanerama 40 Mr/kr/cyTku, marmrodepana 5 Mr/kr/cyT-
KU COXPaHSJINCh MUOKIIOHWYECKUE MPUCTYIIBI M 3MU30/bI Jecarypanuu. Ha
(hone npuema nupupokcraa 100 MI/Kr/CyTKH OTMEYaach MOJIOKUTEIbHAS
nuHamuka. [To manaeiM D31 oTMeuarotces rpyObie nuddy3Hble U3MEHEHUS
OMOAIIEKTPUUYECKON aKTUBHOCTH TOJIOBHOTO MO3Ta, KOPKOBAsi pPUTMHKA IPEJI-
CTaBJIeHa NATTEPHOM MOIU(PUIIMPOBAHHON TUIICAPUTMHUH B BUJIE€ COUETAHUS
muddy3HOH 1enbTa-aKTHBHOCTH C AMMIENTH(OOPMHBIMA pa3psaaMu, Tpes-
CTaBJICHHBIMH KOMIUIEKCAMHU OCTpas-MeIUIeHHAas BOJIHA, MUK-MeJIeHHas
BOJIHA, PETUCTPUPOBAIUCH CYNIPECCHBHO-B3PBIBHOW MATTEPH: YepEIOBAHNE
TG Py3HBIX BCOBILIEK MEIJIEHHBIX BOJH B COYETaHHUH C OCTPBHIMHU BOJIHA-
MH, cnaiikamu. B Bo3pacTe 5 MecsiieB ObLT BBISIBIICH paHee HE OMMMCaHHBIN
BapHaHT MyTaluu reHa ARX, 4To mo3BojuiI0 YCTaHOBUThH AMArHO3 paHHEn
MJIaJICHYCCKOM IBOJFOIIMOHHON AMUJICIITHYESCKOH SHIIe(PaIOmaTHH.
IIpakTHyeckast 3HAYUMOCTh. | EHETUYECKH ONMOCPEJOBaHHBIE HEOHATAIb-
HBIE CyZIOPOTH MOTYT MaHU(ECTUPOBATh y)KEe Ha 2 CYTKH *KU3HU. J[nmurens-
HBII T0A00p MPOTUBOCYIOPOKHOM TEpaNuK U XapaKTEepHbIE MPOSBICHUS Ha
O0TI" «nMK-MeAIeHHas BOJIHA» apryMEHTUPYET B BKIFOUEHUE MYJIbTUIUCLIU-
MJIMHAPHOM TPYIIBI CIIELUATUCTOB T€HETUKOB U MPOBEICHUE MOJIEKYJISp-
HO— TCHETHYECKOTO MCCIICTOBAHUSL.
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KnuHnyeckuih cnyyan TpaHCUMMYHHOM
TpoM6oLMTONEeHNN B NpaKTUKe Bpaya-
HeoHaTonora

®@aorxuna /].Y1., 3uzioxuna K.C.
Hayunvie pykosooumenu. k.m.n., doyenm Capxucan E.A.,
K.M.H., doyenm Yepkacosa C.B.

DI'AOY BO Poccutickuil HAUUOHAIbHBIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. Iupocosa Munzopasa Poccuu

AkTyanbHocTh. HeoHaranbHas TpaHCUMMYHHash TPOMOOLMTONEHUS
(HTUT, MKB-10: P61.0) pazsuBaercs y 2040 % nereit, poxICHHBIX OT
Marepeil ¢ UMMyHHOH TpoMmOouuToneHue. KiroueBbIM 3BeHOM MaToreHes3a
CUMTAETCs TPAHCIUIALEHTapHas Nepejada MaTepUHCKUX ayTOAHTUTEN MPo-
TUB TMkonpoTenHoB Ib, IIb/IIla TpoMOOIMTOB IMJI0/1a C UX MOCIEAYIOIeH
JIECTPYKITHEH.

Hean nemoncrpanuu. IIpencrasienue knunnueckoro caydas HTUT y Ho-
BOPOXKJICHHOTO OT MaTepH C MMMYHHOH Tpombormronenneil. IIposexeHo
Habronenne Manpunka ¢ HTUT u perpocnexTuBblii aHAIU3 UCTOpUU 00-
ne3Hn. A Takke aHanu3 aktyanbHOU nureparypbl mo HTUT npu momomm
MOUCKOBBIX cucTeM U 6a3 nannbix Elibrary, PubMed, ResearshGate, Google
Scholar, Scopus.

Onucanne KINHIIECKOT0 HaO0MeHus. Manvuuk JI. ponuics Ha 39 Hene-
JIe TEeCTAIMK OT 2 CaMOIIPOU3BOJILHBIX POJIOB, 2 HEOCIOKHEHHOW OepeMeH-
HocTu. Macca tena npu poxkaeaud — 3970 1, anmuHa — 55 M, OKpYKHOCTH
roJIOBBI — 36 cM, Tpynu — 36 cMm, 1o 1mkane Anrap 8/9 6amio. Macco-po-
ctoBble okazarenu 1o Tabiauuam INTERGROWTH-21th coorBercTBOBanu
90-97 %o. ITocne poxxeHsI OTMEYAIHUCh HApacTAIOLIME B AMHAMUKE PECIIU-
paTropHbIe pacCTPOUCTBA, HE TPEOYIOIINE PECIUPATOPHON MOJAECPIKKH, U YT -
HETEHHE IEHTPATHLHOI HEPBHOM CHCTEMBI, 00YCIIOBHBIIINE IEPEBOT peOCHKA
B OTJIEJICHUE PeaHUMAIlK 1 UHTeHCUBHOU Tepanuu. JlaboparopHo Ha 1 cyT-
KM 5ku3HH (¢/k): remornoous (Hb) — 174 r/n (N: 170-220 1/1), nefKouTh
(JI) — 19,77 x 10%/1 (N: mo 20 x 10%/1), neiirpodust (Hdp) — 13,68 x 10°%/1
(N: 6,0-26 x 10°%/), mambouutsr (JIp) — 3,76 x 10%/m (N: 2,0-11 x 10%/m),
tpombouutel (Tp) — 185 x 10°%n (N: 150-300 x 10°/1), orpuiareabHbie
Mapkepsl BocnasieHns. Ha peHTreHorpauu opranoB rpyIHON KIETKH: CO-
CYIMCTOE MOJTHOKPOBHE, HE3HAYUTENbHBI HHTEPCTHLIMAIBHBIN OTEK, BU3ya-
JM3UPOBAJIaCh MEX10JI€Basl IJIEBPA, YTO COOTBETCTBOBAJIO IPU3HAKOM TPaH-
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3UTOpPHOTO TaxunHod HoBopoxaeHHoro (TTH). HaznaueHnnas B poauiabHOM
JIoMe, aHTHOaKTepralibHas Tepanus Oblia oTMeHeHa. K 4 ¢/ coxpaHsuich
MPU3HAKK CHHIPOMA YTHETEHHsI M JAbIXaTelbHble HapylleHHs, peOeHOK
OBUT MepeBe/icH Ha BTOPOW ATall BBIXQ)KMBAaHUSI B OTACICHHE IMATOJIOTHU
HOBOPOXKICHHBIX. JlabopaTopHO K 4-5 c/x ompenensumuck: Hb — 175 r/m,
JI— 8,6 x 10%/m (N: 9—15 x 10°/1), Hp — 3,86 x 10%/m (N: 1,5-10 x 10%/n),
T — 2,99 x 10%m (N: 2,0-11,5 x 10°/1m), Mmapkepbl BOCHAJICHUS HE MOBbI-
IIaJIMCh, YPOBEHD TPOMOOIIMTOB cHU3MIICS 70 106 x 10°/1. Huskuii ypoBeHb
TPOMOOIIUTOB TOTPeOOBaN MpoBeAeHUs AupPepeHINATEHO-THATHOCTHYC-
CKOTO TMOMCKa. MHCTpyMEHTabHbIE MCCIICJIOBAaHUS MATOJIOTHU HE BBISBU-
. HpEKIIMOHHBIE TPUYUHBI TPOMOOLUTOIICHUH ObLITH HCKIIOYeHBL. [Ipn
TIIATEIBHOM cOOpe aHaMHEe3a Y MaTepH MMEJI0 MECTO TCUCHHE UMMYHHON
TpomOonuTonieHuu. [Ipu mpoBeIeHUM HCCIIEAOBAaHHUS Ha HaJIM4YUe aHTH-
TPOMOOITUTAPHBIX ayTOAHTUTEN Yy MaTePH BBIIBIIIN IMOBEIIICHKE 110 260 %
(N — 1o 200 %), 4TO MO3BOJIWIIO AMATHOCTHUPOBATH y peOCHKAa TpaHCUM-
MYHHYIO TPOMOOIIMTOIICHUIO. PeleHneM MeIUIIMHCKOTO KOHCHIIMyMa pe-
OeHKy ObLJ1 pEeKOMEHI0BaH BPEMEHHBIH MepeBO/] Ha MCKYCCTBEHHOE BCKAapM-
muBanue (1B). Pebenok Obu1 BIMHcaH Ha 11 ¢/’ B yAOBICTBOPUTEIHHOM
COCTOSIHMH, YPOBEHHb TPOMOOILIMTOB BOCCTaHOBMIICA 10 165 % 10%/11. Macca
pebenka npu Beimucke — 4020 1 (¢ poxaenus +50 1). B xone nuHamuye-
CKOr0 HaOMIOZeHHs YPOBEHb TPOMOOLMTOB y peOeHKa K KOHIy MepBOro
mecsia — 200 % 10%/1, B 1Ba Mecsiiia — 220 x 10%/1, Gpusuyeckoe 1 HEPB-
HO-TICUXUYECKOE Pa3BUTHE COOTBETCTBYET BO3PACTY.

IIpaktnueckas 3Hauumoctb. HTUT nHepenko pasBuBaercs y Jerel,
POXKIEHHBIX OT MaTepel ¢ MMMyHHOU TpomOoumronenueil. Knunuuecku
HTUT moxer nposiBIATLCS CHHAPOMOM YTHETEHUS, pECIIUPATOPHBIMU pac-
CTPOICTBaMU U BBIABIATHCA 1a00PaTOpHO ¢ 3—4 cyTOK ku3HU. [Ipn HEBBI-
pakeHHOH TPOMOOIIUTOTIEHUH TaKUM JCTSM PEKOMEH/I0BaHa HAOIOIATEb-
Has TaKTHKa U He UCKJII0OYEeH BpeMEHHBII nepeBoy Ha MB.
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Cnyyau BpOXX€HHON KOCTHOMO3roBoOW
He[0CTAaTOYHOCTH Y pebeHKa ¢ BbICOKUM
YpOBHEM CTUrMaTU3aL UM

@Dedopenxo /[.C.
Hayunwii pyxogooumens. k.m.H., doyenm Jlapuna JLE.

@I'AOY BO Poccutickutl HAYUOHAIbHbIU UCCe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTyajdbHOCTb. KOCTHOMO3roBass HEZOCTATOYHOCTH MOXET OBITh Kak
BPOXKIEHHOH, TaK U MPUOOPETEHHOMN, UMETh pasHyto stuonoruto. dudde-
peHLManIbHAas IMarHOCTUKA €€ JOCTaTOYHO TPyAHA U HE BCerja Jaxe reHe-
TUYECKH BO3MOXKHO HAMTH TIPUUHHY.

Leanb nemoncTpanun. Onucarb peOEHKA C IIUTONCHUEH, BOSHUKIICH B I1e-
pHOJIE HOBOPOXKIEHHOCTH.

Onucanue KJIMHUYECKOIO ciay4yasi. Y JA€BOUKU C BICOKUM YPOBHEM CTHUI-
MaTu3aluu (THIePTeNIOpU3M, SMUKAHT, BBICOKOPACTIOIOKEHHAs KOJyMeJlia,
OTKPBITHIC KHAPYKU HO3/IPH, MUKPOTHATHS, KOPOTKas IIesi ¢ M30BITOYHON
KOXeW, HU3KOPACIIONIOKEHHbBIE YITHBIE PAKOBUHBI, OTEYHBIE CTOIBI), MHO-
JKECTBEHHBIMU MBIIICYHBIMA Je(HEKTaMH MEXOKETYIOIKOBOH Meperopoiku
Ha 2 JICHb XWU3HHM HaONIoJaach JieHKoHeUTporeHus, noseimenue NJI-6,
9TO OBIJIO pacIleHEeHO Kak WHQEKIUs, Hayarta aHTHOaKTepuanbHas Tepa-
nus. B 1 mec nocrynuna 8 OPUT HoBOpoxka€HHBIX (Tskemnast aHemus, Hb
67 r/m), Tae mpoBoAMiach TpaHC(hy3HUsl SPUTPOIUTAPHON B3BecH. Uepes
6 nHell mepeBe/ieHa B HEOHATOJIOTHYECKOE OT/AETICHHE C TSHKEIOH aHeMUeH,
neiikonenneil Ha GpoHe MH(EKINH MOUeBBIX IMyTel. Ha MexrocnuraasHOM
JTane orMeuanoch cHumxkenue Hb go 67 r/m, B 1 mec. 21 AcHb JKH3HA —
MOBTOpHAs TpaHC(Y3Usl IPUTPOLUTAPHON B3BECH, Uepe3 3 JHS BBHITHCAHA
u3 craunonapa ¢ Hb 106 r/n, uepe3 11 nueit — Hb 86 r/n. C 2 no 6 mec.
HEOJTHOKPATHO TOCMUTAIN3UpoBanack B otaeneHue remaroiorun M Kb
JUIsL TeMOTpaHcy3uid, ObUIM UCKITFOYEHBI BPOXKAEHHBIE U MTPUOOPETEHHBIE
TeMOJINTUYECKHE aHEeMUM, MapluajbHas KPaCHOKIJIETOYHAs arula3us Kpo-
BETBOpEHHUSI, CUHAPOM [IupcoHa, ocTphlil JeiK03 U MUENTOIUCTIIACTHYECKUI
CHHIPOM, Ae(DUIINT BUTAMHHOB TPYIIIHI B, MaToIorus IMTOBUIHON Kele-
3b1, napBoBUpycHas unpexuus, [INJIC. o pesyiasraraM MOJIHOTO TeHOMHO-
TO CeKBEHHPOBAHUS NaTOTeHHble MyTanuu He Haiaensl. C 6 mec. 1o 1 roma
9 mec. TpaHcy3nonHo HezaBucuMa. B 1 rog 7 mec. uccienoBaHa Mueno-
rpaMMa U3 2 TOUCK: BBISBICHO PACIIMpEHHE TUM(POIUTAPHOTO POCTKA J0
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61,4 %, o 3,8—8 % 01acTOB OT MUEJIOKAPUOIIUTOB C OYECHb BHICOKUM SIIEP-
HO-IIMTOIUIA3MATHYCCKUM OTHOIIEHHEM, CY)KEHHE HEUTPOPHUIBLHOTO POCTKA
10 16,6 % c 3aepxkKoil co3peBaHus Ha 3pelbiX (HopMax, pacIIupeHHe IPH-
TPOUIHOTO pocTKa 10 33,2 % ¢ mpu3HaKaMu AUCIPUTPOII0I3a U 33ICPKKON
CO3peBaHMs Ha MONUXPOMATOMMIBHBIX (hopMax, eAMHUYHbIE TPAHYJIbl BHE-
KJIETOYHOTO kene3a. [TyHkrar 6oraT MHEIIOKapHOIMTAMH, COACPKHUT Kile-
TOYHO-MaKpoQaraibHble CKOIUIEHHsI ¢ OCTaTKaMu (harolUTHPOBaHHOTO Ma-
Tepuaja, IpaHyJOLUTapHbIM POCTOK cyxeH 10 21,2 %, npucyTcTBYyIOT Me-
raKapHOLUTBl U CBOOOIHBIE CKOIUICHUSI TPOMOOIMTApHBIX MIacTHHOK. 1o
pe3yapraTaM IMMYHO(ESHOTHIINPOBAHMUS UCKITIOUEH OCTPHIH Neiko3. Lluto-
reseryuueckoe ucciegopanue KM: HCKII0YEHBI XPOMOCOMHBIE I1aTOJNIOIUH,
cHHApOM DMOeprepa. YUuTHIBast OTCYTCTBUE TPAHC(Yy3HOHHOH 3aBHCHMO-
CTH — HaOmoAaTeNbHas TAKTUKA JI0 MOJIyYeHHs Pe3ylbTaToB MepecMoTpa
TeHeTHYeCcKoro odciienoBanus. B remorpamme B 1 rogn 8 mec — nérkas
aHeMmusi, neiikonelirponenus. Ilpu koHTpone B ntuHamuke B 1 rox 9 mec —
TsKENas MakpoLUTapHas TUIepXxpoMHas aHemus, jaeilixonenus. C 1 roxa
10 Mec exeMecsIUHO HaXOAMWIACh Ha FOCIUTANIN3ANY B FEMATOJIOIHYECKOe
OTZEJICHHUE B CBSA3U C HAPACTAHWEM aHEMHUH JJIS TeMOTpaHCy3Hil, COXpaHs-
nack nelikoHeltponenus. Ilo pe3ynbTaramMm MOBTOPHOIO MEPECMOTpa IMOJ-
HOI'0 CEKBEHUPOBAaHMs F€HOMa MyTalluy, aCCOLIUUPOBAHHbIE C BPOXKIEHHON
KOCTHOMO3TOBOI HEOCTaTOUYHOCTBIO, HE BbISBIEHBI. KOHCYIbTHpOBaHA B
HMMUIL AT'OU um. /1. PorauéBa — mpomoiKeHO JMHAMHUYECKoe Haluoe-
HUe (B reMorpamMMme — CpefiHeTskEnast aneMusi). PekomenjoBaHa metabo-
JIYecKast Tepanusi, KOHTPOJIb TeMOTPaMMBI, HAOIIOICHHE TeMaToJIoTa.
IpakTuyeckas 3HAYUMOCTb. [ [poIeMOHCTPHUPOBaHBI TPYJIHOCTH AUATrHOC-
TUKH BPOXJIEHHOH KOCTHOMO3TOBOW HEOCTATOYHOCTH y TPaHC(Y3HMOHHO
3aBHCHUMOTO peOEHKa ¢ MPU3HAKAMK BBICOKOW CTUIMATH3aIMH IIPU YCIOBUU
MIOJTHOTO TEHOMHOTO CEKBEHHpOBaHMs. B0o3MOKHO, HEOOXOANMO TpoBere-
HUE MUKPOMAaTPUYHOTO aHAJIN3A.
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Pepkuit KnuHUYecku cnyyam cuHapoma Maipe
Y HOBOPOXXA€HHOro pebeHka

@ponosa E.A., Myweposa J{.M.
Hayunwiii pyxosooumensv: 0.m.H., npogeccop PAH Jleecmsapesa M.1T"

@I'AOY BO Poccutickutl HAyUOHAIbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Munsopasa Poccuu

AxryanabHocTh. Cunapom Maiipe (MKB-10: Q87.8, OMIM #139210) —
pelnkoe ayTOCOMHO-JIOMHHAHTHOE 3a00JIeBaHHE COCJUHMTEIbHON TKaHH,
MPOSIBIISIIONIEECS MHOTOCHCTEMHBIM TIOPKEHHEM U IIPOTPECCHUPYIONTHM
nposnupepatuBHbiM - GuoOpozoM. Ilatonorus oOyciioBlieHa MyTalUsAMU
B reHe SMAD4 (18q21.2), IpuBOASIIMMYI K HAPYIICHUIO Mepeladyl CUTHA-
JI0B TpaHcopmMupyrouiero hakropa pocta 0eTa 1 KOCTHOrO MOp(oreHeTH-
geckoro Oenka. K xapakTepHbIM CHMITTOMaM OTHOCSTCS: HU3KHH POCT, CTHT-
MBI TU39MOpHOTeHEe3a, TyTOyX0OCTb, 3a00JIeBaHHsI CEpACUHO-COCYIUCTON U
IBIXaTeIbHOW CHCTEM, TOJCTasl KOXa, PUTHIHOCTH CYCTAaBOB, 3allepiKKa
KOTHUTHUBHOTO Pa3BUTHA. BO3MOXKHBI MOPaKEHUS JKEITyAOUYHO-KUIIEYHOTO
tpakta (OKKT), "MMyHHOM, SHIOKPUHHOM W TOJOBOM cucteM. VcTuHHAS
pacnpocTpaHEHHOCTb OCTaéTCsA HEM3BECTHOM.

Hear nemoncTpamuu. OxapakTepu30BaTh OCOOCHHOCTH KIMHHYCCKON
KapTUHBI cuHApoMa Maiipe y HOBOPOXKJEHHOTO pebeHKa, MPOIEMOHCTPUPO-
BaTh MTOIXO/BI K AUATHOCTUKE M BEICHUIO MAIIMEHTOB C JAHHOH MaTOIOTHEH.
Onucanue KIMHH4Yeckoro ciayvasi. Mansuuk 1. or 4 GepemeHHOCTH
C MpeHaTabHO JUArHOCTUPOBAHHOM KOApKTaluen aopTel, 2 pomoB HA 36
Hezese recranuu. Macca tena npu poxiaeHun — 2030 1, nqiuHa Tena —
43 cmM, oneHka 1o mkane Anrap 6/7 6amios. [To mkane INTERGROWTH-
21st Macco-pocToBBIE MOKa3aTedy HU3KUE U cpoka recrauuu. [Ipu oc-
MOTpPE — MHOKECTBEHHBIE CTHTMBI AucaMOpuorenesa. Ha 8 cyTku xw3Hn
MIPOBE/ICHA PEe3eKIMs KOAPKTALMU a0pThl C HAJOKEHHEM aHacTOMO3a KO-
Hell-B-KOHeIl. [locieonepanoHHbIi TEPHO OCIOKHIIICS CHHIPOMOM CH-
CTEMHOH BOCHANUTENBHON peakiuy U TedeHueM sHTepokonuta. C 24 cyTok
KM3HU HapaCTaIlU TUCIICITHICCKUE SBJICHNUS, TOSBUIIACh PBOTA 3aCTOHHBIM
oTJenseMbIM. 3ar0J03peHa KUIIeYHask HeIPOXOAUMOCTb. 110 JaHHBIM UppHU-
rorpaduu ONpeessIcs CTEHO3 HUCXOIAIIeH 000109HOM KHITKU. B Xome 00-
CJICZIOBAHUS JMATHOCTUPOBAH JBYCTOPOHHUN KPHUITOPXH3M. bblia mpose-
JICHA JIATTAPOTOMUS C PA3ICICHUEM CIaeK, PE3EKIINeH yIacTKa HUCXOSIICH
000/10YHOH KUILIKH, HAJIOKEHUEM KOJIO-KOJI0AHACTOMO3a, a TAaK¥Ke Pe3eKLns
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CJIENON U 4acTH BOCXOsILEH 00004UHON KHUIIKU C BBIBEACHUEM Pa3/ieiib-
HOMW MJIEO- ¥ KOJIOCTOMBI. B nociieonepanioHHOM IEpUOAE COCTOSHUE CTa-
ounpHOe, maccax 1o KKT ¢ 1 cyrok. Hauaro kopmiieHe aMUHOKHUCIOTHOM
CMECBIO C ITIOCTENIEHHBIM [IEPEXOJIOM Ha I'pyAHOE BCKapMiuBaHue. IIpoBoau-
Jach aHTUOAKTepHabHAs, IPOTUBOTPUOKOBAs U CUMIITOMATHUYECKAs Tepa-
nust. [1o KOHTPOIBHBIM aHAJIM3aM MapKephl BOCHAJIEHUS B IIpeieaX HOPMBI.
B Bo3pacte 1 mecana 10 aHeil %U3HU B YJOBIETBOPUTEILHOM COCTOSHUU
peOeHOK BBIMUCAH U3 cTannoHapa. CycTs 2 HeAeH MOSBIIINCH IPH3HAKA
JUHAMHUYECKOHM KUILIEUHOH HENPOXOAUMOCTH, peOCHOK MOBTOPHO TOCIUTA-
nu3upoBaH. [IpoBoawuiIich cMMOTOMaTHYECKast TEPANHs U TOA00pP MUTAHUSL.
Ilocne crabunuzanuu COCTOSHUSI MIPOBEICHO 3aKPbITUE MIEOCTOMBI U Ha-
JIO)KEHHUE WIICOKOTI0aHACTOMO3a. B Xo/e onepannu BBISIBICHO OKpPYTJIOe 00-
pa3oBaHue, NIpUNasHHOE K CUrMOBHAHOM kumke. Ilo pesyinbraraMm rucro-
JIOTMYECKOTO MCCIIEOBaHUSI — HEKPOTU3UPOBAHHOE SIMUKO. BTOpoe sinuko
B MOILIOHKE U IIaXOBOM KaHaJle OTCyTCTBOBaIO. IlociieonepalnonHblil me-
puoxa mportekan 0e3 OCIOKHEHUH, Ha 2 CYTKH BOCCTAHOBMJICS TAacCax IO
KUIIEUHUKY, Ha 3 — Hauara ’HTepaibHas Harpy3ka. B xone obcnenoBanus
o0OHapy)keHa ANCIUIa3us Ta300CqPEHHBIX CyCTaBOB, OPTOIEIOM Ha3HAYEHO
KOHCEpPBATUBHOE JICUCHHE. YUUTHIBAsl HaJIM4YME CTUIM JU33MOpHOreHesa,
BPOXKACHHBIX TOPOKOB U (prOpompordepaTHBHON peakuy B X01e onepa-
THBHBIX BMEILIATENICTB, peOCHOK KOHCYJIBTHPOBAH T€HETHKOM, 110 pe3yJbTa-
TaM FeHOMHOI'0 CEKBEHMPOBAaHUS JUArHOCTUPOBaH CUHIpoM Maiipe. B Ha-
CTOsIIlIEE BpEMsl COCTOSIHME MTallMEHTa yIOBIeTBOpUTENbHOE. [lcuxuyeckoe,
IIPEPEUEBOE PA3BUTUE COOTBETCTBYIOT CKOPPEKTHMPOBAHHOMY BO3pacCTy,
OTMEYaeTCs 3a1epKKa MOTOPHOIO pa3BUTHSL.

IIpakTHueckas 3HAYUMOCTb. XUPYPrUUECKUE BMELIATEIbCTBA MIPU CHH-
apoMe Maiipe TpeOyloT OCTOPOKHOCTH M MHUHMMAJIbHONW HHBAa3MBHOCTHU.
HanGonpiee BIusHUE Ha MOBCEAHEBHYIO JKM3HB IMAIMEHTOB OKA3BIBAIOT
raCTpOMHTECTUHAIbHBIE PACCTPOMCTBA, HAPYLIEHHs CllyXa U PeCIUparop-
Has naronorud. CHHAPOM HMMEET IPOrPECCUPYIOLIEEe TEUEHHE U MOXKET
COIPOBOXKIATHCS PA3BUTUEM CEPHE3HBIX OCIIONKHEHHH (KapAuOMHOMATHS,
KOHCTPUKTUBHBIM IEPUKApPIUT, JIAPUHIOTpaxeasbHbl CTEHO3, JIErOuHas
HEJI0CTaTOYHOCTD), YTO 00YCIOBINBAET HEOOXOAUMOCTD ITOKU3HEHHOTO Ha-
OJIOIEHUS CIICTIMAINCTOB Pa3HbBIX MPOQHUIICH.
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Peakuit KnuHMYeCcKU cnyyan 3abonesaHus
U3 rpynnbl NePOKCUCOMHbBIX 6onesHeMn

Xapuenxo K.B., Agponuna FO.H., Ilepesazxkuna E.A.
Hayunwiii pyxosooumens. k.m.H., doyenm I ymenrox O.H.

Capamosckutl 20cy0apcmeenHblil MeOUYUHCKUL YHUSepCUmen
um. B.UA. Pazymoseckoeo

AKTyajabHocTh. [lepokcrcoMHble 0OJE3HM — TeTepOTeHHAs! TPyIIa Ha-
CJIC/ICTBCHHBIX METa0OINICCKHUX [TPOTPECCUPYIOLINX 3a00IeBaHUM, C BapH-
abenbHON KIMHWYECKOH KapTHHOW, BOSHHUKAIOIINX B PE3YyNIbTaTe HapyIle-
HUSI (DYHKIUH IEePOKCHCOM.

Leanr nemoncTpanuu. [IpencraBnenie KIMHAYECKOTO CITydasi MAIMEHTKA
10 MecsLeB ¢ cya0poraMu, MbILIIEYHON THIIOTOHUEH, 3aJIepKKON TICHXOMO-
TOPHOTO W PEYEBOTO pa3BUTH ¢ Oone3HbI0 LlenbpBerepa n3 rpynms! mepok-
CHUCOMHBIX 0OJIe3HEH.

Onucanue KJInHUYecKkoro ciayvas. [lanuentka, 10 mecsmes, poxkaeHHas
B HCKPOBHOPOJICTBEHHOM Opake, ¢ jkajo0aMu Ha CyJIOpPOTH, 3aJePIKKY ICH-
XOMOTOPHOTO M PEUeBOro pa3BUTHsA. Pomammack or 2 GepeMeHHOCTH, TIepBast
3aKOHYMJIACh BHYTPUYTPOOHOM THOENBIO 1102 yKeHckoro nona. C poxie-
HUSl OTMEYAKOTCS CYJIOPOXKHBIC MTPHUCTYIIBI, B TOM 4ucie heOprinbHble (s
KyMUPOBAHUS TUIEPTEPMUH HKCIONB30BAKCH IPEnaparsl Mapareramolia
u uOyrnpodeHa), MpIIIIedHasi TMIOTOHUS, ruopeduekcus. [Ipu ocmorpe 00-
pamaer Ha ceOs BHUMAaHUE HEOOBIUHBIN (PEHOTHIT: HU3KHI POCT BOJOC HA
TOJIOBE, TYCThIE OpOBH, CHHO(DPH3, INIUPOKUNA HOC, KOPOTKUN (PHIIBTP, JT00-
HBIE OyIpbl, 3aJIepiKKa (PU3HYECKOTO pa3BUTHs. PeOCHOK HE IEPIKUT TOJIOBY,
HE CaANTCs, HE TYIUT. B OMOXMMUUECKNX aHaIM3ax KPOBH B THHAMHUKE BEI-
sBneHo nosbitenue yposHs JIAI no 381-427 En/n, AJIT no 102 En/n, ACT
1o 303 En/n. Tlpu nposenennu D3I orMeveHa moauMop(Hast akTHBHOCTb,
npu MPT rojoBHOr0 M03ra — THIIOMUEITHHUA3AIMS OSJIOr0 BEIIeCTBA, BEH-
TPHUKOIOMETAJIHSI TI0 THITY KOJIBIOIS(aTTHH, ICTOHYCHNE MO30JIUCTOTO Tela,
0 pe3yJIbTaraM yJIbTPa3ByKOBOTO UCCIICIOBAHKS OPraHOB OPIOIIHOW MOJIO-
cTH — renaromeranus, Hedpomeranus. [lo maHHBEIM ocMoOTpa OQTaTbMO-
JIora TUarHOCTHPOBAHA YaCTUYHAs aTpO(Usl 3pUTEIBHBIX HEPBOB, MAKYJIO-
TIaTHs, HEBPOJIOT: OyJIbOApHBIA-TICEBIO0YILOAPHBIA CHHAPOM, Au(dy3Has
MBIIICYHAs TUIOTOHUS, Tuniopeduekcus. [IpoBonunacs nuddepeHmanpHas
IUAarHOCTHKA C OPTaHUYCCKUMHM AUy PUSMH, aMHHOAIIUINATHSIMA, HAPY-
HICHUSIMUA MUTOXOHIPUAIEHOTO O€Ta-OKHUCIICHUSI JKUPHBIX KHUCIIOT, CIIUHAITb-

99



HOU MBIIeYHOH arpodueit. [Ipu xpomarorpadur MOYH BBISIBICHO MOBBIIIC-
HUE KOHIIEHTPAIIUK OYCHB JITTMHHOIICTIOUEUHBIX KUPHBIX KUCIIOT, TPUCTAHO-
BOW, (uTaHOBOW KUCIOTHL. [10 JaHHBIM MMOJHOTO CEKBCHUPOBAHUS dK30Ma
BBISIBJICHBI ITATOTCHHBIC BapHaHTHI B TeHe PEX12 (NM-000286.2:¢.959C>T
u NM-000286.2:c.888 889del (xommayHI-reTepo3UrOTHOE COCTOSHHUE),
YHACIIeIOBaHHbIC OT poIauTelNieil (10 JaHHBIM CeKBeHHpOBaHUsS 1o CaHre-
PY) ¥ XapakTepHbIe JiIsl 3a001€BaHUs U3 TPYIIIBI IEPOKCUCOMHBIX OOJIe3HEH
(curmpom LenpBerepa OMIM 614859).

IIpakTHyeckas 3HAYUMOCTb. [ JaHHOTO KJIMHUYECKOTO Cllydas Xapak-
TEPHO HaJMYHE OTSITOIIEHHOTO aKyIIEPCKOTO aHaMHe3a, CYIOpPOI, MBIIIEY-
HOW THIIOTOHMH, 3aAEPXKKH (DU3MYECKOTO, MCUXOMOTOPHOTO M PEYEBOTIO
pa3BUTHS, TUIIOMHEIMHHM3AINNA OEJOr0 BEMIECTBA, BEHTPUKOJIOMETAJIVH,
aTpo(uM 3pUTEIHHBIX HEPBOB, I'elIaTOMETaINU, He(pOMETralun, MOBbIIIe-
HUE YpOBHS (DEPMEHTOB B CBIBOPOTKE KPOBH. J[aHHBIE CHMIITOMBI MOTYT
BCTpEUAThCs MPH IPYTHX HACICICTBEHHBIX 3a00JIEBAaHUAX OOMEHA BEILIECTB,
YTO 3aTPYAHSET CBOEBPEMEHHYIO JWAarHOCTHKY MEPOKCMCOMHOM I1aToJIO-
ruy. Perraromym 3TanoM B JUArHOCTUKE SIBIAETCS OIpeJesieHHe CIEeIH-
(duvecKkrx OMOXUMHUYECKHX MapKEpPOB MOYH M MOJICKYIISIPHO-TEHETHYECKOE
TecTupoBaHue. PaHHASA MACHTU(UKALMS TUarHo3a MO3BOJUT BbIpabOTaTh
MPABHIIBHYIO TAKTHKY JICYCHUS W PeaOdMINUTAIIMUA TAIMEHTOB, MCKIIOYNUTh
Ha3HAYEHHs psiia JIGKAPCTBEHHBIX IPENaparoB, MPOBECTH KaueCTBEHHOE
MEJIMKO-TEeHETHYECKOE KOHCYIETHPOBAHNE B OyIyIIeM.
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KnuHnyeckuit cnyyain TsHXKenon BpoXXAeHHOM
HeUTponeHuu

Xnmonuna A.A., Anubexzaoacuesa K.M.
Hayunwii pyxogooumens.: k.m.H., doyenm Camoxeanosa B.B.

@I'EOY BO «Boneoepadckuti 20cyo0apcmeeHHblil MeOUYUHCKUL
yHusepcumemy» Munzopasa Poccuu

AKTyaJbHOCTh. BpokaenHass HEUTPOIICHUSI — pa3HOPOIHAs TpyIa Ha-
CJIEJICTBEHHBIX HAPYIIEHUH reMoron3a, KOTOpbE XapaKTepu3yrTcs Hapy-
nieHreM U GepeHIupoBKH HEUTPODUIIBHBIX TpaHyIonUTOB. KiMHUYeCKn
OHA MPOSABIISETCS PaHHUM HA4YallOM M TKENbIM TeYeHHEM HH(EKIMOHHBIX
3a0oneBaHnii, OOYCIOBIEHHBIX CTOWKO HU3KUM WM IUKINYECKA MEHSIO-
HIUMCSl YPOBHEM HEHTPOouIoB. Arpanysonuto3 Meree 0,5 x 10°/1.

Hean nemoncrpauuu. [IpencTaBuTs TAKTUKY BEICHUS, THATHOCTHYECKOTO
MOKCKa U JIeYeHUs1 peOCHKaA C TSHKEION BPOXKACHHOW HeWTporeHueid. AHa-
JIM3 UCTOPUH OOJIE3HH, apXUBa MEIUIIMHCKONW TOKYMEHTAINH, 0030p 3apy-
OE)KHBIX UCCIEOBAaHUM.

Onucanue KJIMHUYECKOro ciay4yasi. Mamsuuk, 2 roga 10 mec., HaxoguTcst
Ha IMCIIAaHCEPHOM HaOIIOICHUH, KaJI0Obl Ha YaCThIe AMHU30/Ibl PECIIUPATOP-
HBIX HH()EKIIMOHHBIX 3a00JIeBaHUI.

Bunepsoie B Bozpacte 11 mec. (mekadpp 2023 ronma) mepeHec BETPSHYIO
OCIly C MPUCOEAWHEHHWEM BTOPHYHOHN OakTepHantbHOW WH(EKINH, B CTa-
LMOHApEe TOJy4Yal auKIoBUp U HedoTakcuM. B remorpamme B 3TOT me-
pHOA OTMedYanach TshKelas HedTpomneHus (B mpenenax 350 ThIic/MKI).
B siuBape 2024 roga — OPBU, nedminchk caMOCTOSITEIbHO CUMITOMATH-
geckd. 1 ¢eBpans 2024 rona rocnuTalM3UPOBaH B MH(EKIIMOHHOE OTIIe-
JeHue ¢ OPOHXUTOM, MOJTydas Tepanuio nedTpruakcoHoM (rocrnuTanu3anus
7 nueid). [To naHHBIM TeMoTrpaMMbl: HeUTpohMIbl 190 ThIC/MKIT, TSHKOIIMTHI
4770 xn/mxi. B ¢eBpane 2024 roga NoBTOpHAs TOCTUTAIA3AIIMS C KHUIIIEY-
HoW uH(pekuuel (Acinetobacter 10 7), Tepanus aMAKaIlMHOM U TeOTaK-
cuM. B ananmze kpoBu nevikoruthl oT 2120 Thic/MKI 110 4480 THIC/MKII,
HelTpoduiel 360—448 thic/MKII. C 24 deBpans no 13 mapra oTMedauch
snu301bI cyodedpunuteta 1 pas B 4 nusa. C MapTa NpOBOIUTCS PETYISAPHBINA
KOHTPOJIb a0COIFOTHOTO KoJIIYecTBa HelTpodminoB. [1o maHHBEIM reMorpam-
MBI B tuHaMuke HeiTpoduist ot 100 1o 400 ki/mki. Ceponoruyeckue map-
KephI K Tepriec Bupycam 1-5 tuna He oOHapyskeHbl. [1o qaHHbIM UMMyHO(De-
HOTUIIUPOBaHUA NepupepuyecKux TMM(OIUTOB 3HAYMMBIX OTKJIOHEHUH He
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BbIsiBIIeHO. [IpoBonmiu Kypc TumanuHa, 6e3 apdexra. Habmonenue y rema-
tonora ¢ mapta 2024 roxa. Jlanee nmpoBeneHo Tpu Kypca KurdepoHa, mocie
4ero JMxopajka Obuta KynuposaHa. O0mmii ananus kposu ot 13.03.2024 r.:
JeUKorUTHI 5970 ThIC/MKI, HEUTpOHITHI 59 THIC/MKIT; C-peaKTHBHBIN OETIOK
2,92 wmr/n, xene3o 4,3 mMons/n, Gpepputun 83,1 ur/m, IgA 0,46 t/n, IgG
7,86 1/11, IgM 0,74 r/n. O6umit ananu3 kpoBu oT 22.03.2024 1.: NEHKOIUTHI
6110 ThIc/MKI, HEUTpODUIBI 244 ThIc/MKI; C-peakTHBHBIH Oenok 0,66 M/,
1gA 0,38 r/m, 1gG 8,29 r/m, IgM 0,59 r/n. B nanpueimeM pedeHOK OBLT Te-
pPEBECH B OTAEIEHUE KIMHUYECKONH NMMYyHosorun 1 pesmaronoruu PIIKb
C TEJIBI0 KOHTPOJIBHOTO 00CIICIOBAHUS M JICUCHUS, TJIe B TepaIuio ObLT JI0-
0apieH ¢uirpacTuM Kypcamu B fo3e 10 mxr/kr/cyT. Ha done nedenus ot-
Meyanach CTa0MIIN3aINs TeMaTOJIOTMUECKUX 0TBeTOB. Ha MOMEHT BBITTUCKHU
U3 CTallMoHapa J1abopaTOpHO OTMEYaach MOJIOKUTEIbHAs TUHAMUKA.
IIpakTuyeckas 3HAYMMOCTb. PaHHSA quarHocThka, HaONIOJACHWE U Jie-
YEHUE JIeTEH ¢ BPOXKJIECHHON HEHTPOIIEHHEH SIBISIFOTCS OCHOBOM, OIpeje-
JSTIOIIEN JaIbHEWITUN TIPOTHO3 KauyecTBa YKMU3HU TManueHToB. [Ipu sTom,
BoisiBieHMe BH B panHem Bozpacte TpeOyeT BHUMaHHS K OIpPEIesICHUIO
JIOJITOCPOYHOTO MPOTHO3a, PUCKOB CMEPTENBHBIX OCIOXHEHUH W BBIOOpA
KOHCEPBATUBHOW MM KypaTHBHOH JIMHUU JI€YEHUS MALUEHTOB MJIaIIEro
BO3pacTa.
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ApTepI/IOBeHO3Ha$I MaJ'Ibd)OpMaU,Mﬂ BeHbl [aneHa
Y HOBOPOXXAEHHOro

Xoxpuna E.C.
Hayunvie pykosooumenu: k.m.u., doyenm Jlapuna JLE.

@I'AOY BO Poccutickuti HAYUOHAIbHbIU UCCTe008AMENbCKUNL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AKTyaabHOCTB. ApTreopuBeHO3Has Majbpopmanus (ABM) Bensr ['ase-
Ha — pelKas BPOXKIEHHAs COCYIUCTas aHOMAJMs, CBS3aHHAs C MPSIMbIM
IIYHTUPOBAHUEM KPOBU M3 apTepHii B OOJBIITYI0 MO3TOBYIO BEHY IO TIEp-
CUCTHUPYIOLIUM 3MOPHUOHATILHBIM cocyAaM. ToYHast 3THOJIOTHs HEU3BECTHA,
B HEKOTOPBIX CIIy4asX MaToIOTHUs BO3HUKAET N3-3a MyTannu B reHax RASA 1,
EPHB4. BecTpedaeTcsi y HOBOPOXKACHHBIX € 4acToToi 1:25-50 Teicsay xu-
BOpOKAEHUH. be3 cBoeBpeMEeHHOro jieueHus: cMepTHOCThL pocturaetr 90 %
B MIEPBBII MeCsALl )KU3HU.

Hens aemoncTpanumn. OnmcaTh HOBOPOXJICHHOTO C TSDKEIOH (opmoi
ABM Benbl ['anieHa ¢ mocineayomuM pa3BUTHEM MTOJIMOPTaHHOM HEJ0CTa-
TOYHOCTH.

Onucanue KJIMHUYECKOro ciaydasi. Manpuuk, 23 nusa. Ot 2-i 6epemen-
HOCTH, TIPOTEKABIIEH C MPEIKIAMIICUEH CPETHEN TSKECTH, TeCTAIMOHHBIM
caxapHbIM JMa0eTOM, IUJIALlEHTAPHOM HEJOCTaTOYHOCTBHIO C TeMOJMHA-
MUYECKMMM HapyLICHUSMHU B apTepUsAX IIyIIOBUHBI, MHOTOBOAUEM Yy Ma-
TEepU U BHYTPUYTPOOHOU rumokcuen miaoaa. [lo maHHBIM yIbTpa3ByKOBOM
JIMarHOCTUKM Ha 37-i Helene recTaluy BbIABICHbI IPU3HAKU aHEBPU3MBI
BeHbl ['aneHa muoga. Poauiicss OT BTOPBIX CPOYHBIX ONMEPATHUBHBIX POAOB
Ha 38-i1 Henene OepeMeHHOCTH. Macca nipu poxiaenuu 2990 1, [uinHa Tea
47 cm. Onenka no 1kane Anrap 5/6/6. B ponunbHoM O10ke Oblia mpoe-
JICHA peaHMManys M CTAaOWIM3aIs HOBOPOXKICHHOTO C ITOCIETYIOIIHM
MEPEeBOJIOM B OTAENEHHE peaHuMalu W UHTeHCUuBHOW Tepanuu (OPUT)
B TshkenoMm coctosand. Ha 13-it gens xu3am nepeBenaen B MIATI'KD mns
JanpHeiero jgedeHus. [lpW MOCTYMJIEHUU: COCTOSHUE OuYeHb TSAKEIOe,
00yCIIOBJIEHO HApACTAIOIICH MPaBOKEITYTOIKOBOH HEIOCTATOYHOCTHIO 32
cuet ABM Benbl ['anena, nposiBICHUSIME AbIXaTeIbHONH HEAOCTAaTOYHOCTH,
OTMEUaJIMCh AMU30/bI cyjopor. JlaboparopHo: azoremusi (MoueBuHa 9,86
MMornb/1n, kpeatuHuH 91,8 MMorb/it). YpoBeHb MO3TOBOTO HATpUilypeTHie-
ckoro nentuaa tana B (NT-proBNP) — 6osree 300000 rir/mit. Tlo maHHBIM
yABTPa3BYKoBOTO uccienoBanua nodek (Y3U): mapanedpanbHblil oOTek,
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nuenut, Auddy3Hpie U3MEHEHHUs] ¢ TeMOAMHAMUYECKUMH HapyIICHUSIMHU.
ITo mamnaemM HefipocoHorpaduu (HCI'): ameBpm3Ma BeHsl ['anena amame-
TpoM 19 MM, ckopocTh KpoBoTOKa 46 cm/c. [1o maHHBIM SX0KapaUOrpaduu
(BXO-KI'): mpu3HaKy meperpy3kn Majioro Kpyra KpoBooOpaIeHus 6e3 mpu-
3HAKOB MPABOXKETYIOYKOBOM HEOCTATOYHOCTH, (PpaKIUs BEIOpOCA JIEBOTO
xerynouka 71 %. Ilpomomkena nHY3HOHHAS U ANYPETHUECKAsT TEPAIHS,
napeHTepalbHOe MUTaHUEe, TOATOTOBKAa K ONEPaTMBHOMY BMELIATEIbCTBY.
BrimonHena mapriuanbHas smoonmzanus ABM Bensl ['aneHa Heare3uBHON
xoMno3uuuei. Ha 2-e cyTku mocine onepanuy — HapacTaHue HapyLIeHUH
TeMOJIMHAMUKY B TIOYKaX, CHIKCHUE JNype3a, HapacTaHue a30TeMHuH (Kpe-
atuHuH 710 91,8 MMmonb/n, modeBuHa 70 11,33 MMons/i). Ha 3-u cytku
MOCIIe ONEePAIUK COCTOSIHUE OCTABAIOCh TSKEIBIM 3a CUET MOJMOPraHHON
HEIOCTaTOYHOCTH, IPUCYTCTBOBAJIM I'eHEPaIN30BaHHbIe OTeKH. [10 TaHHBIM
OXO-KI': mpu3Haku BBIPAXKCHHOW OOBEMHOW IMEperpy3Kd Malloro Kpyra
KpoBooOpamienus, o ganHeiM HCI': ymepenHoe pacimmpeHre OOKOBBIX U
TpeThero xenyaouka. YpoeHb NT-proBNP camsmines mo 60400 nr/mi. Ha
4-e cyTKH IOCIIe ONepali — HapacTaHue MIPU3HAKOB MTPABOXKEITYJ0YKOBON
HEJIOCTaTOYHOCTH, YBEIIMYCHHUE ITOKa3aTelst KpeaTHHUHA 10 106,7 MKMOJIB/JI.
Ha 6-e cyTku nocie nepBoii onepanuu npoBeaeHa MoBTOpHas SMOOIU3aLNs
BeHbI [asnena Heaare3nBHOW kommosunuen. Ha 9-e cyTku mocne rocnura-
u3anuy o JaHHbeM Oxo-KI' B TnHamMuKe: yMEHbIIEHHE pa3MepOB MPaBbIX
OTJICJIOB CEep/Illa, BEPXHEH MOJION BEHBI, OTCYTCTBHE MPU3HAKOB HApACTaHU
HemoctarogHoCcTr KpoBoooOpamienus, NT-proBNP — 51300 mr/mut, cHibke-
HUE TOKa3areisi KpeaTHHUHA B JMHAMUKE JI0 76 MKMOIB/J, YPOBEHb MO-
4yeBHHBI B HOpMe. [Ipogomkena pecnimpaTopHast MOAepKKa, HH(Y3HOHHAS,
aHTHOAKTepUaIbHAS U INypeTHUECcKas Teparnus. B qanpHeiinem ObUT BBINTH-
CaH B YJOBJIETBOPUTEIBHOM COCTOSIHUU.

IIpakTnyeckas 3Ha4UMOCTb. [laniueHTs! ¢ paHHUMHU nposBaeHUsIMU ABM
BeHbl [aeHa M HainyueM OOJBIIOTO0 APTEPUOBEHO3HOTO HIYHTa HMEIOT
0oJiee BBICOKHE PUCKH TSDKEIOTO TEYCHHs 3a00JIEBaHUS C MPOTPECCUPYIO-
LIIMM Pa3BUTHEM MOJIMOPraHHON HemocTaTouyHocTd. [Ipu cBOeBpeMeHHOM
JICUCHUH BO3MOXKHO JIOCTHIKCHHE TIOJOKUTEIBHOW JTUHAMUKA, CHUXKAIOTCS
PHUCKHM HEBPOJIOTUYECKUX HApYLIEHU U cMepTHOCTH. [lng Gonee s dexTus-
HOW Teparvu >KeJaTeNIbHO THAarHOCTHPOBATh JaHHYIO MATOJIOTHIO aHTeHA-
TaJbHO.
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KnuHuyeckun cnyyamn X-cuenneHHoro
AOMUHaHTHOro runogocgareMmuyecKoro paxura
C retepo3urotHou myrtauuen reHa PHEX

Yezeanosa H.B., Muponosa M.A., Jlebeoesa FO.A.
Hayunwie pykosooumenu. k.m.u., doyenm Ycnenckas T.JI.; Hupxosa O.H.;
K.M.H. Jleonmbes U.A.

DI'BOY BO «Apocnasckuii 20cyoapcmeenHblil MeOUYUHCKULL
yHugepcumemy Munucmepcmea 30pagooxpanenusi Poccuiickotl
Dedepayuu

AKTyaabHOCTBb. X-CIETUICHHBIA JIOMUHAHTHBIH THIIOPOochareMuuecKuii
paxut (X-I'OP) — opdanHoe HacieAcTBeHHOE 3a00IeBaHNe, OTHOCSIIEECs
K Tpynre TyOyJIonaTuii, XxapakTepusyrolieecs XpoHruueckor runogdocdare-
Mmueil, runepdocdarypueil u HapyleHHeM MUHEPaJIN3alui KOCTHOM TKaHH.
OO0ycrnoBnieHO MyTausiMu B reHe PHEX Ha X-XpoMOcOMe, 4TO MPHBOIUT
K M30BITOUHOIN cekpeuuu ¢akropa pocta ¢pudpodnactos-23 (FGF23) —
KITIOUEBOro peryinstopa ¢ochopHoro ooMeHa. 3a0ojeBaHUE UMEET COIU-
aJbHYI0 3HAYMMOCTb. [lpu mo3aHel nuarnocTuke GopMHUPYIOTCS Mporpec-
CHPYIOIIHE OPTOTEANYCCKHE NehOopMaIuy, 3afepiKka POCTa, MBIIICYHAsS
TUIOTOHUS, TPUBOJAIIME K MHBaIUAN3auuu. COBpeMEHHbIE BO3MOKHOCTH
MaTOTeHETHYESCKON Tepanuy, B YaCTHOCTH HCIIOIB30BAaHHE MOHOKJIOHAJb-
Horo aHtutena k FGF23 — 6ypocymala, kapAnHaNbHO U3MEHSIOT IPOTHO3
TIPY CBOEBPEMEHHOHN THATHOCTHKE M MYJIBTHANCIUILTMHAPHOM TTOXO/IE.
ean nemoncTpanmu. [IpeacraButs penkuil knuaudeckuii ciayyait X-I'OP,
WLTIOCTPUPYIOIINH THITHYHYIO KIMHWYECKYI0 KapTHHY M 3()()EeKTHBHOCTH
MaTOreHeTUYECKOTO JICYeHUs, TIOBBICUTh BPaueOHYI0 OCBEJOMIICHHOCTb U
HACTOPO’KCHHOCTB /TSI PAHHETO BBISIBIICHHS ATOIOTHH.

Onucanue KJIMHNYecKoro ciaydas. Jlesouka K., or 2 GepemeHHOCTH Ha
(hoHe aHemMHHU C yTrpo30il mpepbiBaHus B 27 Henenb, 1 ponoB B 36 HEJeEb,
C OTATOLIEHHBIM CEMEHHBIM U COLIMAJIbHBIM aHAMHE30M: Y OTIa, 6a0yIlKu U
JISLTH TI0 JTMHUH 0TIa — (ocdar-auadet. C poxkaeHus JeGUInUT Macchl Ipu
HU3KOM pocTe. [lepBble Mpu3HaKu — 3aJepiKKa pocTa, MO3HEee MPOpe3bl-
BaHME 3yOOB M BapyCHBIC Ie(OpMaIy HIDKHUX KOHSYHOCTEH B KOHIIE TIep-
BOTro rojia »u3Hu. J{o 3 jer caMoCTOsTEeNbHO HE XOAUIA, a IPU NOAJIEPIKKE
«yTHHas» TIOXO/IKa. B moMMKIMHIKE peryaspHo He HaOIromamuch. JJuarnos
MIPETONOXKEH B 3 rofia Ha OCHOBAHUH XapaKTEePHOU KIIMHUKHU U Jaboparop-
HO-PEHTTCHOJIOTUIECKUX TaHHBIX: HU3KWH POCT, BBIpAKCHHAs BapycHas
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nedopmanmsi, ckadonedanus, rumodocdaremMus, CHIDKCHUE TyOyIsIpHON
peabcopoumu Gocdaros (TPD), mossinenune nenodnoit pocdarass (LLD),
peHTreHonornueckuii mupekc tsokect paxura RSS (Rickets Severity
Score) 6 OamnoB. Ha ¢one TpamummoHHON Tepanuu (anb(akaibIumol,
npenaparsl GocdaroB) mporpeccupoBaiu IepopMaluy, NOTpeOOBaBIIEe
XHPYPTHUECKOH KOppeKIy — Temmdnuduieones B 7 jgeT. OKoHUATENEHO
nuarao3 X-I'OP noaTBepkAEH B 8 JIET METOAOM MPSIMOTO CEKBEHUPOBAHUS
myTammeit ¢.2060 2063dup B rene PHEX B reTepo3uroTHOM COCTOSHHH, B
MI'HL] um. akagemuka H.I1. BoukoBa. C 9 net Havyara tepanus 6ypocyma-
00M C KOppeKIueid 103bl Ha poHe pocTa pebeHKa NPH CHIKCHHH WHICKCOB
TP®, nox muHAMUYECKUM J1a00PaTOPHBIM KOHTpoJieM, ¢ mo3bl 0,8 Mr/kr,
20 mr, 3arem ¢ noBbiierremM 710 30 Mr u uepe3 nonrona A0 40 mr, B HACTOS-
miee Bpemsa 50 mr noxnkoxHo 1 pa3 B 14 gueii. [Tocie Hayana naroreHeTuye-
CKOT'O JICUCHHSI OTMEUAETCsI TOCTETICHHASI TIOJIOKUTEIbHAS IMHAMHKKA, Yepe3
mojiTopa rofga croikas Hopmaimamus gocdopa (¢ 0,7 mo 1,19 Mmomns/m),
camkenue D (¢ 807 mo 359 En/n), Hopmanuzarmst TPD (¢ 32 % no 89 %),
cHwkeHnne RSS o 2 6aisioB, yMeHbIIEHHE MEKMBIILEIKOBOIO PACCTOSHUS
(c 10 mo 4,5 cm), yckopeHHe TeMIIOB pocTa OT 2 JI0 4 ¢M B TO/I, YIydIlIeHHE
MBILIEYHOTO TOHYca. PEOEHOK COCTOUT Ha TUCIIAHCEPHOM yUeTe y DHJIOKPHU-
HOJIOTa, He(POJIora, OPTONea, CTOMATOJIOTA.

IIpakTnyeckasi 3HAYUMOCTb. [IpuBEnEHHBIN Ciydail mOQUYEPKUBAET He-
00XOTUMOCTh CBOEBpeMEHHON muarHocTuku X-I'DP. JlemoncTpupyercs
BbICOKasi A(PPEeKTUBHOCTh Oypocymada Jaxxe MpH MO3JHEM Hayaje Tepa-
MTUU — PEerpecc paXxuTUICCKUX U3MEHEHUH U YITy4dIICHHE KaueCTBa )KU3HH.
ITonTBepxmaeTcss BaXHOCTh MYJIBTHAMCUUIUIMHAPHOTO BeneHus. Ciydai
MOJIYSPKUBAECT HEOOXOIMUMOCTh CO3JIaHMsI alTOPUTMOB DPAHHETO BBISBIIC-
HUSL: TIPH 33JIepKKe pocTa u/mwin AeopManusax ckeiaera — 00s3aTenbHOe
omnpenenenue ypoBHs docdopa, menouno pocdarassl, [ITI u, mpu mojo-
3penun Ha '®P, FGF23 u renernueckoe tectupoBanue. [Ipu otaromenHoM
TeHeaJorMueckoM aHaMHe3e NOKa3aHa TMpeHaranbHas quarHoctuka. [leme-
c000pa3Ho BKIIOUEHHUE 3a00JI€BaHNUs B PACIIMPEHHBIN HEOHATAIbHBINA CKPHU-
HUHT.
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HayuHo-uccnepoBaTtenbckue pabotbl

OnpepgeneHue pakTOpoOB pUCKa M 0CO6EHHOCTH
TeUeHUs1 HeoHaTaJIbHOro Nepuoa U peTMHonaTum
HeZlOHOLLEHHbIX Y MaJIbUUKOB U leBoYeK:
ONbIT OZHOIO YUYpeXXAeHUs

bonoapsanckasn JILA., 3uziokuna K.C., Basunosa A.H.
Hayunvie pyxosooumenu: x.m.H., ooyenm Caprucan E.A.;
xk.m.n. Tapanosa FO.B.;

0.M.H., npogheccop Jlesuenko JI.A.

DI'AOY BO Poccutickutl HAUUOHAAbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxTtyanabHocTh. Petunonartus HenonomeHnusix (MKb-10: H35.2; PH) —
MHOTO(akTOpHOE 3a00J7€BaHME, TSHKECTh KOTOPOTO OINpPEIEISIeTCs] CTEere-
HBIO HE3PENOCTH U OCOOCHHOCTSAMM PAHHETO0 HEOHATAJIbHOTO MEPHOAA.
B mayunoil nuTepaTtype ompcaHa TEHACHIUS K Ooiiee TSHKENOMY TECUCHHIO
PH y neteii My»cKOro 1oJia, YTO CBA3BIBAIOT C OOJIbIIEH YacTOTON pecrupa-
TOPHOTO JANUCTPECC-CHHAPOMA U TIOTPEOHOCTHIO B MHBA3HUBHOW PECIHPATOp-
HOIi oaaepxkKe. OIHAKO TaHHBIE O POJIM T0JIA KaK (aKTopa, BIUIIOIIEro Ha
TeueHue u ucxonbl PH, ocrarorcst HeoqHO3HAYHBIMH.

Heas. V3zyuenne nonoBsix 0COOEHHOCTEH KIMHUYECKOTO TEUEHUS PETUHO-
MIaTHUH HETOHOUICHHBIX U (PAKTOPOB PUCKA, ACCOIMHPOBAHHBIX C PAa3BUTHEM
e€ KIMHUYECKH 3HAYUMBIX ()OPM, Y HEJTOHOUIEHHBIX HOBOPOXKIEHHBIX.
Marepuanbl u mMetoabl. [IpoBeéH pPeTPOCNEKTUBHBIN aHANN3 JaHHBIX
100 HenoHomeHHbIX, HaxoauBITHXCs Ha tiedeHuH B JITKB Ne 9 um. I'H. Crie-
pauckoro. 100 meTsiM BBICTABIIEH IUAarHO3 «PETHHOMATHS HEJOHOIIICHHBIX)
I rpynna — 46 neBouek, Il rpynmna — 54 mansuuka. Mcrnons30Banu TOUHBIN
kputepuit @urepa, craructudeckas 3naanMocts p < 0,05. I'pynmer [ u 11
OBUIM COMOCTABUMBI [0 OCHOBHBIM IIepUHATAJIbHBIM XapaKTepPUCTUKAM: Te-
CTalMOHHBIN Bo3pacT 28 + 3,12 u 27 + 2,19 Hen; macca Tena 965 + 418,589
n 980 + 465,612 1; nnmunaa Tena 35+ 5,6 u 35+ 5,2 cM; OKPYKHOCTh TO-
noBel 26 £4,625 n 26,31 +3,32 cm; okpyxHOCTh Tpymu 24 £3,732 u
24 + 3,378 ¢cM COOTBETCTBCHHO.

Pesynbrarel. Marepuackne/akymepckne (BakTopsl XapaKTepPHU30BaJIICh
CIIEIYIOUIMMH TTOKa3aTesIMU: Bo3pacT Marepu — 32+ 6,5 B | rpynme u
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30 + 6,6 roxa Bo II rpymnne; Homep O6epemenHoctd — 2+ 1 u 3 £ 1; HOMep
pomoB — 2 £ 1. Anemus ormeuanachk y 11/46 (23,9 %) u 13/54 (24,1 %),
npesknamicus — y 9/46 (19,6 %) u 6/54 (11,1 %), mHOTOILTONHAST Oepe-
MeHHOoCcTh — Y 10/46 (21,7 %) u 5/54 (9,3 %) coorBercTBeHHO. Onieparus-
Hoe pomopaspemicaue — y 42/46 (91,3 %) u 42/54 (77,8 %), ecTecTBeH-
HbIe poabl — y 4/46 (8,7 %) u 12/54 (22,2 %), olleHKa 1o mKaie Amrap
Ha 1-it muayre — 5,0+ 1,0 u 4,0+ 1,0, va 5-if muayre — 6,0+ 1,0 u
6,0 £ 1,0 coorBerctBenHo. [IpodunakTnka aHTEHATaIBHBIMH CTEpOWIA-
Mu npoBogmiack 10/46 (21,7 %) u 16/54 (29,6 %). Ilokazarenu paHHero
HEOHATAIILHOTO TIEPHOoJia BKIIFOUAIN: BHYTPpUYTpOOHas Turokcus — 37/46
(80,4 %) m 43/54 (79,6 %), natybanus Tpaxeu nmpoBoamiack 38/46 (82,6 %)
u 42/54 (77,8 %). llpumenenne cypdaxkTanTa B IEpBBIC CyTKH JKU3HHU CO-
craBmwio 46/46 (100 %) u 54/54 (100 %). TpoMOOIUTONEHUS] PETHCTPUPO-
Banack y 15/46 (32,6 %) u 15/54 (27,8 %); remoTpancdy3us BEITOIHSIIACH
y 21/46 (45,7 %) u 26/54 (48,1 %); mnasmorpancdysust — y 14/46 (30,4 %)
n 10/54 (18,5 %). I'emopparuuecknii CHHIPOM 4aine BeIsBIswIcs Bo 11 rpyr-
ne — 1/46 (2,2 %) nporus 10/54 (18,5 %). Pacnpenenenue craauii PH:
I cragns — 9/46 (19,6 %) u 7/54 (13,0 %); I — 18/46 (39,1 %) u 18/54
(33,3 %); Il — 17/46 (37,0 %) n 26/54 (48,1 %); IV — 1/46 (2,2 %) u 2/54
(3,7 %); V—1/46 (2,2 %) n 1/54 (1,9 %) coorBercTBeHHO. CyMMapHas ya-
crota Tsokéneix ctaauii (I11-V) cocraBuna 19/46 (41,3 %) u 29/54 (53,7 %).
3anuss arpeccuBHas popma PH BrisiBistnace y 4/46 (8,7 %) n 6/54 (11,1 %).
JlazepHast koaryisius BeIonHEHa y 12/46 (26,1 %) u 17/54 (31,5 %), Te-
pamus “HTHOUTOpaMu cocyaucroro (akropa pocta— y 14/46 (30,4 %)
u 20/54 (37,0 %).

BriBoabl. ComocTaBUMO ¢ JaHHBIMH JIMTEpPaTyphl, HU3Kash Macca Tena,
HEIOHOIIEHHOCTh, HU3KHE OajUIbl M0 MHIKajie AIMrap, olnepaTuBHbIE POIbI,
BHYTPHYTPOOHAsI THUIIOKCHS, TTOTPEOHOCTh B MHTYOAIlMU Tpaxew SIBISIOT-
cs1 (paktopamu pucka PH. Pexxe B kauectBe (akropoB pucka PH BricTy-
MAr0T aHEMHs, TPOMOOIMTOIICHHS, TEMOTPAHC(Y3HUH, TLIa3MOTPAHC(Y3UH.
VY Manp4MKOB 4Yalle pa3BUBACTCA TsKeNas CTaAus M 3aIHss arpeccHBHas
¢dopma PH u Tpebyercs mpoBeieHue Ja3epHO KOPPEKITUH WK TePaITiy WH-
THOMTOpPaMU COCYIHCTOrO (hakTopa pocra.
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KapTtuHa ButamuH K-gepuumtHoro
remMopparu4yeckoro CUHgpomMa y peteu
B YC/NIOBUSIX BTOPOro 3Tana BbiXa)kuBaHusA

bypnarxosa U.M., Mamepuii B.H., Yuxosa E.A.
Hayunwvie pykosooumenu. k.m.u., doyenm Capxucan E.A.,
0.M.H., dooyenm JKupxoea 1O.B.

DI'AOY BO Poccutickutl HAUUOHAIbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxTtyanabHocTh. [lo3auas popma Buramun K-geduuurHoro remopparuye-
ckoro cunnpoma (BKI'C) BozHukaeT y neteid ¢ 8 AHs 10 6 MecsIeB KU3HU
u3-3a nepunura BUTaMuH K-3aBUCHMBIX (paKTOpOB CBEPTHIBAHUS U MPOSB-
JSeTCS JKU3HEYTPOYKAIOIIIMH TeMOpparnideckuMu cumnroMamu. Yactora
BcTpeyaemoct — 0,4-3,2 ciyyast Ha 100000 >KUBOPOXKIEHHBIX JETEH.
Heab. OueHuTh HakTOphl pUCKa, 0COOCHHOCTH KIMHUKH W Ja00paTOPHBIX
nokasaresnei no3aueit popmsr BKI'C.

Marepuajbl 4 MeTOAbL. PeTpOCIIeKTHBHBIN aHATTN3 HCTOPHH Ooie3HH 15 10-
HOIIEHHBIX JieTel ¢ nuarno3oM «Ilo3nHss remopparuyeckasi 60j1e3Hb HOBO-
poxnénaubix» (MKbB P53), rociiuranmsupoansbix B JII’Kb Ne 9 ¢ 01.01.2020
no 12.12.2025 r. Cpenuuii recraimonnsiii Bospact — 39,5 + 1,1 Heneny,
Macca Tena npu poxaeHun — 3382 =451 1, ymHa tena — 51,8 £ 2.5 cwm,
oleHka 1o Anrap Ha 1-if u 5-if Mmunyrax — 8 [8;9] u 9 [8;9] 6annoB coot-
BETCTBEHHO.

Pesyabrarsl. Cpennuii Bo3pact npu nocrymienud — 60,6 + 42,4 cyTok.
VY Marepeii 8 neteil TedeHne OEpEMEHHOCTH OBLIO OCIIOXKHEHO. B 9 ciyya-
SIX POJIbI €CTECTBEHHbIE, B 6 — OlepaTHBHbIE. BakKIIMHUPOBaHbBI 1O BO3pa-
cty 13 merelt, B 2 ciydasx — otka3. [Ipodunakruka Buramunom K (BK)
mpoBezieHa y 2 neteil. Ha uckirountensHo rpygHom BeckapmiuBanuu (I'B)
Haxonuiochk 13 merei, Ha cmemranHoM — 2. [lpu moctymiennu B 4 ciyda-
SIX HKaJloOBl HA BSJIOCTh, OTKa3 OT IPYAHU, PBOTY, MOBBILIEHUE TEMIIEPATyPHI,
B | ciydae — Ha MosIBJIEHUE TTy3bIpeii Ha KoXe, y 9 1eTeil — Ha reMopparu-
YEeCKUE TPOSBICHHS JKaI00bI: y 3 — KOXKHBIE CUMITOMBI, Y 3 — MpPU3HAKU
KenmynouHo-kuniedHoro kpopotedeHus (JKKK), y 3 — koxHbIe TpOsIBIICHUS
n XXKK. B crammonape y 9 nereil nosBUIMCh MPU3HAKK KOKHOTO T'€MOpP-
parnueckoro cuaapoma, y 10 — KKK, y 1 — nerounoro kpoBoTeueHUsI.
Y 9 nereit mpu HelpoBU3yaTU3alMM UMENNM MECTO MPHU3HAKU BHYTpUYE-
pensbix kpoBomsnusHuid (BUK): 5/9 cyOnypanbHbIX, 4/9 cybapaxHOU1aTb-
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HBIX, 6/9 BHYTPHMO3TOBBIX, 3/9 BHYTPUIKEITYIOUKOBBIX. Y 7 MAIlMEHTOB —
MH(EKINOHHAS TTAaTOJIOTHs (HeOHaTalbHAs WH(EKINS KOXKHBIX MOKPOBOB,
UH(EKIUS BEPXHUX JbIXaTCNbHBIX ITyTeH, BHEOONbHUYHAS ITHEBMOHHUS,
MH(EKINS MOYEBBIBOAAIMNX MyTeH). ¥ 1 peOeHKa — KOapKTaIus aopThl
U cepeyHas HEAOCTaTOYHOCTh. B peaHnMalMoHHON MOMOUIM HYKIAJIUCh
11/15 nmereit. ¥ 9/11 nerelt TsxecTh coctosiHus oOycnorinena BUK (6/9 ne-
Tl yrHeTEeHO CO3HaHuE, y 3/9 — CYIOPOXKHBII CHHIPOM), y 2/8 — MHOXKe-
CTBEHHBIM KPOBOM3JIMSHUSAM B KOXY, KPOBOTCUCHUSIMH M3 MECT WHBCKITHA.
B uckyccTBEHHOH BEHTWIALUH JIETKUX HYXKAamuch 5/11 mereid, B Kapauo-
ToHWYecKol momaepxkke — 1/11 nereii. TloctremMopparudeckas aHeMus,
noTpeboBaBIIas reMoTpaHc(y3un auarnoctuposana y 9/11 mereit. [Ipodu-
naxtuka BKI'C mposenena tonpko 1 pedenky n3 11. Ha rpymHOoM Bckapm-
JUBAaHUK Haxoaujaoch 7/11 gerell. Y Bcex JeTel OTMEUEHBI yBEIUYCHHBIC
3HaUeHHs MPOTPOMOMHOBOTO BpeMenu ot 27,1 ¢ mo 232,2 ¢, MHO ot 1,3
10 22,69, yiMHEeHHe aKTUBUPOBAHHOTO YaCTUYHOTO TPOMOOILUIACTHHOBOTO
BpeMeHH oT 35,9 1o 99,3, mpu 3TOM BO BCEX ClydasiX ypoBHH (PUOPUHOTECHA
u TpomOouuToB B HOopMe. ITocne BBenenuss BK nokasarenu koarymorpam-
MBI HOPMaJIM30BAJIMCh Y BCEX MAIMEHTOB. 3apErucTpupoBaH | JeTanbHbBIN
ucxoxg — y pebenka 0e3 mpodumiakruueckoro Beefenus BK (maccuBHoe
BUK). OcranbHbIC IETH BBIIHCAHBI B YAOBICTBOPUTCIBHOM COCTOSHHH.
Bce netn Ha MOMEHT BBITMCKH MPUOABIISUIA B BECE COOTBETCTBEHHO BO3pa-
cty. Y 4-x jmereil B uicxo/ie HaOIto1aIach HEBPOJIOTHYECKask CHMIITOMATHKA,
MIPOSIBJIABILIASICS] MBIILIEUHOM TMIIOTOHUEH M yrHeTeHHEeM pedIieKCOB HOBO-
pOXIEeHHBIX. B cBA3M ¢ coxpaHsroleiics dMWIENTUYECKOH aKTUBHOCTBIO
1 peGeHky mociie BBIIUCKH Obla MPOAOJIKEHA MPOTUBOCYIOPOAOPOXKHAS
Tepanusl.

BoiBoawl. [lo3musst popma BKI'C gacto mporekaer Tsokxeno (11/15 me-
TeH), 4TO B OCHOBHOM O0YCIIOBIIEHO BbicOKoi yactotoit BUK (9/11 nmerei).
NmenHo xu3Heyrpoxatonrie BHK MoryT npuBecTH K JIETATBHOMY HCXOIY
(1/15 caydaeB), a TakKe CTaTh MPUINHON PE3UAYaTHHON HEBPOJIOTHICCKON
cumrnromaruku (5/15 nmereit). TpeOyeTcs MOBBIMICHHE OCBEIOMIICHHOCTH
0 HEOOXOJMMOCTH TPOPHIAKTHUECKOTO BBeACHUs BUTamMuHa K cpemn po-
IUTENEH ¥ MEIUIIMHCKOTO MEPCOHAIA: TOIBKO 2/15 meTsM Oblia nmpoBeneHa
npodmiraktika. OCOOCHHO BakKHA MPODUIAKTHKA Y JISTeH Ha HCKITFOYNTEIb-
HO TPYIHOM BcKapmumBanuu: 13/15 mereil BCKapMITUBAINCh TOJNBKO TPYI-
HBIM MOJIOKOM.
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0co06eHHOCTU TeYeHUs POTaBUPYCHOWN UHGEKLIUK
Y HOBOPOXXI€HHbIX C NpeHaTasibHbIM NepuoaoM
B 30He NpoBeAieHUs1 BOEHHbIX AeNCTBUM

I'peuxo B.A.
Hayunwiii pyxosooumens. [ iywxo FO.B.

@I'bOY BO «Jlyeanckuii 20cy0apcmeenmbiti MeOUYUHCKUL YHUBEPCUMEN
umenu Cesmumens JIykuy Munucmepcemea 30pasooxpanenusi Poccuiickotl
Dedepayuu

AxkTyanabHocTh. PoraBupycHast uHpekuus octaéres akTyaabHOW Mpooie-
MOH Y HOBOPOJKIAEHHBIX, TIOCKOJIBKY y HUX BBICOKHH PHCK OBICTPOTO pa3BH-
TUS JeTUApaTaldi U OCIOKHEHUH Ha (hOHE (PYHKIMOHAIBHON HE3penocTu
UMMYHHTETa. 3a00IeBaHNe YacTO NMPUBOINUT K TOCTITATU3AINN U TpeOyeT
CBOEBPEMEHHOT'O BBISBJICHUS U aJ€KBATHOW TEparuu sl IPEIOTBPAILCHUS
TSKEJIbIX MTOCIIEACTBUH.

Heas. [Ipoananu3upoBaTh 0COOCHHOCTH TEYEHHS POTaBUPYCHOU HH(eEK-
LMY Y HOBOPOXKAEHHBIX C MPEHATaJbHBIM IIEPUOJOM B 30HE BOESHHBIX AEH-
CTBUH C LeNbI0 JalbHEHIIel ONTUMU3aUK OKa3aHHUs CIEeLUATU3UPOBaH-
HOW MEIUIIMHCKOMN ITOMOIIIH.

Marepuanbl u MeToibl. [log Haum HaOm0AEHUEM HaXoAuI0Ch 128 HOBO-
POXIEHHBIX, KOTOPBIC MPOXOAMIN JIEUEHHE B MH()EKIIMOHHO-OOKCHPOBaH-
HoM otaenenun JITMZIB Ne3 JIHP B mepuon ¢ 1 uronst 2025 no 1 okrs-
Opst 2025. KputepussiMu BKITFOUEHHS B MCCIISIOBaHUE OBLIO HaJMUYUE TTOJI-
TBEPXKAEHHON poTaBUPYCHOM HMH(EKIMH (KIMHUYECKH U J1abOopaTOpHO).
Bce nccnemyeMbie HOBOPOXKICHHBIE OBUTH pacIipefeieHbl Ha JABE TPYIIIHL
OcHoBHy10 Tpynny coctaBuiu 79 mauueHToB (61,72 %), ¢ OTATOIIEHHBIM
AQHaMHE30M, [IPEHATaIbHbIM epUOl KOTOPBIX IIPOTEKAI B 30HE IIPOBEACHUS
AKTUBHBIX 0O0EBBIX JeHCTBHIA. B KOHTpONbHYIO rpynmy Bouwin 49 HOBOpO-
XKIeHHBIX (38,28 %), MaTepn KOTOPHIX B MEPHOJ TeCTAINH, TPOXKIBATIH Ha
MUPHBIX TeppuTopusax. Becem netam merogom [P npoBonunacek sTuonoru-
Yeckasl Bepu(UKanus AUarHo3a Ui BRIABICHUS POTAaBUPYCHON MH(EKIINH,
a TaKXKe MCCIeIOBAIUCh CIIEAYIONIME JOKYMEHThl: OOMEeHHas KapTa Oepe-
MEHHBIX, UCTOPHUS POIOB, aMOyJIaTOpHEIC KapThl HOBOPOXKIACHHBIXK. CTaTu-
CcTHUecKas 00padoTKa JaHHBIX MPOBOJIMIIACEH B MporpaMMme «Statisticay.
Pesyabrarel  ucciaenoBanusi. Hame wuccinenoBaHue Iokasajlo, 4TO
y 116 gmereit (90,62 %), Mo AaHHBIM SIUAEMHUOJIOTHMYECKOTO aHAMHE3a,
ObLT 3a(KCHPOBAaH KOHTAKT ¢ WH(MEKIMOHHBIMH OONBHBIMH. B OCHOB-
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Hoii Tpynmne y 67 (84,81 %) mereit Obla AMAarHOCTUPOBaHA CPEAHETSIKE-
nasi ¢popma Gomnesnu, y 12 (15,19 %) HOBOPOXKIECHHBIX JIETKOE TCUCHHE.
B rpymnmne KOHTposd ciiyyaeB CPEIHETSIKEJIOro TeUeHUs] MH(PEKIMH BbISAB-
neHo He Obito. [lmapeiinsiit cuHapoM BeTpedancs y 125 HOBOPOXKAEHHBIX
(97,65 %). B ocHOBHO# rpyIIme 4YacTtoTa CTyjla Ha BTOPOW JCHBb IOCIE
TOCTINTAJIM3AIMKA B OTIEJICHHE cocTaBmia 12 pa3 B CyTKH, B I'pyIIe KOH-
Tpoist — B 2 pasza pexxke. CuMITOM pBOTHL ObUT Y 121 HOBOPOXKAEHHOTO
(94,53 %). Ha BTOpOI1 IeHb HaXOXKICHUS B OONBHUIIC Y MMAIUCHTOB OCHOB-
HOM TPYIIBI 4acTOTa SMHU30A0B PBOTHI ONpenesiachk B 3,3 pa3 yaie, 4yeM
y ZIeTeil KOHTPOJIbHOM IpyHIbl. [ UepTepMUUECKUIl CHHIPOM ONIpEeAessuICs
y 108 nereii (84,38 %): y HOBOPOXKIIEHHBIX U3 OCHOBHOHM TPYIIIBI TEMIIE-
parypa Tena umena GeOpHIbHBIN XapakTep JUTeNbHOCTRI0 6 + 0,15 nHeid,
a y JeTeil U3 KOHTPOJIbHON — cyOdeOpribHas B Teuenue 4 = 0,23 nus.
bonesoii cuaapoM y HabmromaeMsx aereil omenmBaics mo lllkamxe NIPS
(Neonatal Infant Pain Scale). Y nereit oCHOBHO# rpyIITbl BEIPAXKCHHBIN Xa-
pakrep abmoMHUHANBHOM OG0 HaOronacs B 3,24 pasa yaiie, 4em y JeTei
KOHTPOJIBHOW TpyHIbl. Bo Bcex citydasx mcxomoM 3a0oiieBaHUs ObLIO BbI-
3popoBieHne. CpemHss MPOIOIDKUTEIFHOCTD TOCTINTAIN3AIMY B OCHOBHON
rpymnre coctaBuia 10 + 0,22 nus, B rpynmne kouTposst — 5 + 0,34 nus.
BreiBoabl. TakuM 00pa3oM, NMPOBEICHHOE HCCICIOBAHHME ITOKAa3aJlo, YTO
Yy HOBOPOXKAEHHBIX, MPEHATaJbHO MOJABEPIILNXCS BO3ACHCTBUIO YCIOBHUN
BOCHHOTO KOH(JIHMKTA, poTaBupycHash MH(EKIMs MpoTeKala 3HAYMTEIHHO
TsDKeJIee: 4acToTa CTyJia ObLIa BhILIE B 2 pa3a, 130,16l pBOTH — B 3,3 pasa,
a BBIPAKEHHOCTH 0OJICBOTO CHHpOoMa — B 3,24 pa3a cuiibHee, 4eM y jJeTeit
KOHTPOJIBHOM Ipymibl. YKa3aHHbIE paziuuus B KIMHUYECKOH KapTHHE CO-
MIPOBOXKIAJIMCH TIOYTH JIBYKPATHBIM YBEITMYEHUEM CPOKOB rOCIUTAIU3AIINH,
YTO MONYEPKUBAET BAXKHOCThH MPOOIEMBI M HEOOXOAUMOCTD MOBBIIIEHHOTO
KIIMHAYECKOTO BHUMAHUS, CBOCBPEMEHHOW JTUArHOCTUKH W TINATEIHLHOTO
MOHUTOPHUHTA COCTOSIHUSA HOBOPOXAECHHBIX C MPU3HAKAMU BUPYCHBIX racT-
POSHTEPHTOB.
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HeoHaTanbHble npodB/ieHUA CUHAPOMaAJIbHbIX
KPaHUOCUHOCTO30B

Heproeuna I1.P., Myweposa J{.M.
Hayunwie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
K.M.H., doyenm Bopona J1./].

DI'AOY BO Poccutickuil HAUUOHAIbHbLU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxTtyanabHocTh. CHHIpOManbHbie kKpaHuocuHOCTO3bI (CKC) — reteporen-
Hasl TpymIa 3a00JeBaHU C TSHKEIBIM COUYETaHHBIM (PCHOTUIIOM, BKITIOUAFO-
MM YePEerHO-JIMIIEBbIe aHOMAJIMU U CUCTEMHBIE MOPOKHU pa3BuTHs. Ha ux
JIOJTFO TIPUXOJUTCS OKOJIO 14 % OT BceX KpaHUOCHHOCTO30B, Ubsi 00IIIast ya-
ctota coctasiseT 5,9 Ha 10000 HoBopokaeHHbIX. M3BecTHO Oonee 180 Bu-
1o CKC, B 50 % ciyuaeB Bo3HHKaOIMX de novo.

Leab. YCTaHOBUTH KOPPEIALMIO MEXY (PEHOTUITNYECKUMHU MPOSBICHUAMU
B HEOHATaJBHOM IEPUOJC W TEHETHYCCKUM IPOQIIEM TPH CHHAPOMAIIb-
HBIX KPAaHUOCHHOCTO3aX.

Marepuansl u MeToabl. [IpoBeen perpocnekTuBHBIN aHamn3 20 manueH-
toB ¢ CKC, Brmrouast cunapomsl Anepa (n=7), Kpysona (n =4), Ildaii-
bdepa (n=3), Cmura-Jlemmu-Onuria (SLOS) (n=2) u o ogHOMY CIIy-
yaro octeonoponnyeckoit aucmiasuu (OI'D), cunapomoB Mionke, JleBu—
[llancke u kpannocuHocro3a 3 tuma (KC 3 Ttuma). B BeIOOpKe mpeobia-
nganu aesouku (11 mporus 9). CpeaHuii recTallMOHHBIA BO3PACT COCTaBHII
38,65 = 1,42 nenenu. AHTPONMOMETPUYECKHE TTOKA3aTEIN TPHU POKICHUU
ObuM crepyrommMu: macca tena — 3478,85 + 553,23 1, nqnuHa Tena —
52,35 £3,31 cm, okpykHOCTB ToNoBBI — 34,13 £ 1,02 cMm. Otienka mo mika-
ne Anrap B cpegHeM paBHsutachk 7,2 + 1,4 6amia Ha 1-i munyTe u 8,0 + 1,0
Oasuta Ha 5-F MUHYTE JKU3HU.

Pe3yabrarsl. AHAMHECTUYECKHUE MTOKA3aTEIN XapaKTePU30BaJIlCh BEICOKOM
4acTOTOH OTATOMIEHHOTO aKyIIepcKo-THHEKoIornaeckoro (60 %) u comaru-
gyeckoro (30 %) marepunckoro anamuesa. [Ipenaransno CKC Obu1 3amozo-
3peH B 35 % ciydaeB. HeonaranbsHbI epros 6611 oTsromieH B 60 % ciry-
4aeB, B 7 U3 KOTOPBIX — BPOXKJIEHHON MTHEBMOHMEN. Bece manueHTs! nMenu
TSOKENBIA COUCTAHHBIN (DEHOTHUI C BBICOKOW YaCTOTOW UYEpPEerHO-JIHUIEBOTO
JU30CTO3a U CUCTEMHBIX TIOPOKOB PAa3BUTHA. YHUBEPCAIbHBIMU MPH3HAKA-
MU BBICTYIAJIN aKpoIe(ars, SK30pOUTH3M U THITOIIIA3Hs CPeIHEeH JacTh
nua, Berpeuasiuecs ¢ 4actotoit 70 %. V 85 % nanueHToB ObLUTH THarHoc-
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TUpoBaHbl CTpykTypHble anomanuu LUTHC, a B 70—75 % nopoku pa3BUTHs
koHeuHocTel. J{ns cunapoma Amnepa B 100 % cirydaeB maTorHOMOHUYHBIM
OBUIO coueTaHue MOJIMCUHIAKTUIINY, MOJIMCHHOCTO3a U PaclleInHbl HEDA.
Cunnpom Kpy3oHa oTingancs oTCyTCTBHEM IMOPOKOB KOHEUYHOCTEH, BhIpa-
JKEHHBIM 3K30(DTaJIbMOM U THIIEPTEIOPU3MOM. Y BCeX AeTell ¢ CHHAPOMOM
[Naiihepa oTmMedannch KOMOMHHPOBAHHBIA TSKETBIH KPAaHNOCHHOCTO3,
KJIIFOBOBUJIHBIN HOC, 3K30()TalIbM H paclIupeHue OOJIBIIHX IaJIbIIEB ¢ Opaxu-
pakruinueil. SLOS omnyancs U301MpoBaHHBIM [TOPAKEHUEM METOINYECKO-
TO IIBa U HEHPOCEHCOPHOU TyroyXocThio B oboux ciydasx. OI'J] mporekan
kak cunapom Ildaiiddepa, 3a cuet TsKETOro MOTUCHHOCTO3a U TUITUYHBIX
pactmpenuit 6onpirux naneies. KC 3 Tuma xapakrepu3oBajcs cTepToi ¢e-
HOTHUITUYECKON KapTUHOW, HO NMEJ CUCTEMHbIE TIOPAKEHHUSI, BKITIOYAs ayTO-
COMHO-JIOMUHAHTHYIO MOJMKUCTO3HYIO OOJIE3Hb MOYEK, ETHaKUI0 U spina
bifida. Cuanpom MroHKe TIPOSIBHIICS HCKITFOYUTEIBHO YePEITHO-JIUIIEBBIMU
m3MopusiME (TIOJIMCHHOCTO3 M aHOMAJIMH YIIHBIX PAaKOBUH) 0€3 COmyT-
CTBYIOIIMX NTOpoKOB paszsutusi. Cunapom Jlesu-Illancke otnuyancs crienu-
(hnuHOI KOMOMHALIMEH KIIMHOAAKTUIINH, YIJIMHEHUS KUCTEH 1 OJJHOCTOPOH-
HEell aHOMaJIMH MOYeK (MMMETOAKTAa3us TIPU arecHe3uM KOHTpasiaTepaibHOM ).
B xone renetnueckoro uccienoanus B 100 % Obuid BBISIBIEHBI IATOTECH-
HbIe BapwaHThI ¢ npeobnananueM FGFR-acconmupoBaHHBIX CHHIPOMOB.
Bonbmas yacte Oblia cBA3aHa ¢ MyTauusMu B reHax cemeiictBa FGFR:
cuaapomsl Aniepra, Kpysona u Ildaiipdepa ¢ myrammsavu FGFR2, OI'[l —
FGFRI, cunnpom Mionke — FGFR3. Octanbhble ciyyan Bkitodanu SLOS
¢ mytamueit DHCR?7, KC 3 tuna — B TCF 12, cunapowm Jlesu-1llancke, 00y-
CJIOBJICHHBIN TETPACOMHUEH JUIMHHOTO miieya 15-i XpoMOCOMBI.
3akroueHue. HecMoTpst Ha XapaKkTepHBIH TSDKENBIN COUueTaHHBIN (heHOTHIT
npu CKC, npeHaraibHas JUarHOCTUKA OCTAETCs HENOCTAaTOYHOH. Moseky-
JSIpHO-TeHeTHYecKoe uccienopanne nokazano 100 % BwIsBIsIEMOCTH MaTO-
TeHHBIX BapUaHTOB, C IIpeolyialaHieM MyTaluil B reHax cemeiicrsa FGFR.
YacTeMK TIpHU3HAKaMHU BBICTYIAIOT KpaHUO(AalUanbHbIC aHOMAaJIHH B CO-
yetaHnuu ¢ nopokamu pazButus UHC u xoHeuHocreit. Kaxaplii cunapoM
MIPOIEMOHCTPHUPOBAI YHUKAILHBIA KIMHUKO-MOJICKYIISPHBIH MPoduib, OT
pacnpoctpanennbix FGFR-accounnpoBaHHbIX (OpPM J0 pENKHUX CIIydaes,
00YCJIOBJIICHHBIX XPOMOCOMHOW aHoManuel. [lomydeHHbIe JaHHBIC IOJ-
TBEP)KIAIOT HEOOXOIUMOCTh 0053aTEIbHOIO TeHETUYECKOTO TECTUPOBAHNUS
1 MEXIUCUUTITMHAPHOTO TOAX0AA JITsl BEIEHUSI TAKUX MAIeHTOB.
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PaHHue pakTOpbI pUcKa GPOHX0NEroyHom
AUCNNA3UK: ONbIT OJHOIO YYpeXXaeHus

Suztoxkuna K.C., @aowxuna /.1, Muponoea B.A., /[oncononosa A.C.,
bypuncras A.A.
Hayunvie pyxosooumenu: x.m.xH., doyenm Caprucan E.A.;
0.m.H., npogheccop Kupkosa FO.B.

@I'AOY BO Poccutickuti HAYUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AxTyanabHocTh. bponxosnerounas aucrutazus (MKB-10:P27.16 BJI) —
XpOHHYECKOe 3a00JIeBaHUE JIETKUX, DPa3BHBAIOIIEECS Y HEIOHOLISCHHBIX
HOBOPOXXJICHHBIX B MICXOZE PECIMPATOPHOTO TUCTPECC-CHHAPOMA WM He-
nopas3sutus abixarensHbix myteit (C.C. Mexunckuit u ap, 2024, Margaret
Gilfillan et al, 2023). Yactota BJIJ] nocturaer 60 % cpemu B TpyIIe SKCTpe-
MaJIbHO HEJIOHOIICHHBIX HOBOPOXKIIEHHBIX. B MUPOBOIi 1uTeparype BCTpe-
gaeTcst OOJBIIOE KOINIECTBO UCCICOBAHNH, TOCBSIIICHHBIX OTPEICICHHUIO
¢dakTopoB pucka pazsurtus bJI/I, oqHako, Mano paboOT MOCBSIIEHO UCCIIEN0-
BaHUIO B3aUMOCBSI3H OTIPEICICHHBIX (akTopoB prcka bJIJI ¢ monosoii mpu-
HaanexxHocThio (J.X. Sotiropoulos et al., 2023, Angela Kribs et al., 2023).
Hean. Onpenenenue 3apucuMocTr (pakropos pucka bJI/I ot nona u recra-
LIMOHHOTO BO3pacTa.

Marepuannl u MmeToasl. [IpoBenen perpocnexktuBHbIN ananu3 140 sxctpe-
MaJIbHO U TITYOOKOHEIOHOMICHHBIX JIeTel B MOCTKOHLICTITYaIbHOM BO3pacTe
JI0 2-X JIET C peaM30BaHHON OPOHXOJIETOUYHON JHCIUIa3neil 0e3 3HaYNMBIX
MIOPOKOB pa3BUTHsI, HAOMIOMAEMbIX B JIETCKOW TOPOACKON KIMHUYECKON
oonpauiie No9 nmmenu I.H. Cnepanckoro B nepuon ¢ 2020 o 2025 ronpl.
Craructuueckuii ananu3 BeinoiaHer B MS Excel 2016. [luaruos 6ponxoiie-
rouHasi nucruiasus Obut BeicTaBlieH 140 netsm (n = 140), u3 Hux [ — maib-
quku, n =79 (56,4 %): la — akcTpeManbHO HEJIOHOLIECHHBIC /IO 28 HE/Ieb,
n =52 (65,8 %), Ib — m1yOokoHeI0HOIIIEHHBIE — TI0Ccie 28 Henenb, n = 27
(34,2 %). Il — neBouku — n =61 (43,6 %): Ila — sKcTpeManbHO HEOHO-
meHHsle, n = 47 (77 %), 1Ib — mybokonenonommenusle, n = 14 (23 %).
Pe3yabrarbl. AHTeHaTalnbHas NpodUIAKTHKA CTepouzamMu Oblia mpo-
Bemena la— 10 (19,2 %), Ib— 4 (14,8 %), 1la— 7 (14,9 %), 1Ib— 3
(21,4 %). Cpennuii cpok recraumu cocraBui la— 26,2 + 1,44 wen, Ib —
30,1 + 1,25 wen, lla —26,5 + 1,47 uen, [Ib — 30,7 £ 1,63 Hex, cpenHsis mac-
ca tema— la— 976 +£582,7 1, Ib — 1341,6 +£392,3, Ila— 873,9 + 248,
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IIb — 1500,1 £561,2 . Onenka no mkane Anrap Ha 1 mMuHyTe — la —
405+19, Ib— 54+14, la— 4,7+1,7, lIb— 4,8+24, na 5 muny-
Te— la— 55+1,7, Ib— 64+1,6, lla— 59+1,8, IIb— 58+2,52.
Peanumarnonneie Meponpusitus morpedopamnuck: la — 48 nersm (92,3 %),
Ib — 21(77,8 %), 1la — 45 (95,7 %), 1Ib — 9 (64,3 %), cypbakranT BBO-
mancst la— 43(82,7 %), Ib— 13 (48,1 %), lla— 41 (87,2 %), 1Ib —
7 (50 %). PecriuparopHast mojjiepkKa ¢ pOXKICHHSI TIPOBOMIIACH METOAOM
TIOJIJICPYKAHUS TTOJIOKHUTEIBHOTO JIBIXaHUsl B JbIxarenbHbix myTsx (CPAP):
la— 5 (50 %), Ib — 13 (48,1 %), lla— 17 (36,1 %), 1lIb — 10 (71,4 %);
WCKYCCTBEHHAsi BeHTHIISIS Jerkux: la— 47 (90,4 %), Ib — 21 (77,7 %),
a— 42 (89,3 %), lIb— 10 (71,4 %). PecruparopHasi maTonorus BKIIIO-
qaja BpOXXJICHHYIO mHeBMoHUIO la — 33 (63,5 %), Ib — 8 (29,6 %), Ila —
22 (46,8 %), IIb — 4 (28,6 %), pecniuparopHblii quctpece cuHapom la —
11 (21,1 %), Ib — 1 (3,7 %), lla— 9 (19,4 %), 1Ib — 4 (28,6 %). Jleiikorm-
T03 BbIsIBIEH la — 21 (40,3 %), Ib— 5 (18,5 %), Ila — 14 (29,8 %), 1Ib —
4 (28,6 %), netikonienust la— 5 (9,6 %), Ib — 2 (7,4 %), lla— 4 (8,5 %),
b — 2 (14,3 %). IloBbIlIeHHEe MapKepOB BOCIHAJICHUS BBISBICHO: la —
23 (44,2 %), Ib — 7 (25,9 %), 1la— 14 (29,8 %) 1Ib — 7 (50 %). B wuc-
XOZIe TOCTOSTHHASI KHUCJIOPOI03aBUCHMOCTh K ONHOJNICTHEMY (DAaKTHYECKOMY
BO3pacTy coxpansutack y la— 17 nmereit (32,7 %), Ib — 5 (18,5 %), 1la—
7 (14,9 %), IIb — 5 (35,7 %), mamnuaTuBHAs MOMOIIh OKa3biBaJiach la —
2 (3,85 %), Ib — 2 (7,4 %), lla— 1 (2,2 %), lIb — 2 (14,3 %), neTanbHbIi
ucxon y: la— 7 mereit (13,5 %), Ib— 1 (3,7 %), la— 2 (4,3 %), 1Ib —
3 (21,4 %).

BriBoabl. B mpoBeneHHOM HCCIENOBAaHUM 4YacToTa BcTpedaeMocTu BJIJ]
cpear ManpuaukoB (56,4 %) ObUTa BBINIE, YEM y JICBOYEK COMOCTAaBUMOTO
recTallMoOHHOTo Bo3pacTta (43,6 %), HecMoTps Ha Gonbiuyio yactoty PJC
B BBIOOpKE Y JICBOUCK. 3HAUMMBIMH (akTopamu pucka pa3sutust bJI/] BeI-
CTYNWIN HU3KUH CPOK recrauuu, Oojiee HU3Kas OLIEHKa MO IKaje Arrap,
peaHUMaIus ¢ UHTYOAlMed B POAMIBLHOM 3ajie, BPOXKJICHHAS ITHEBMOHMUSI,
MOBBIIIEHNE MAapPKEPOB BOCHAJICHHS], Yallle B IPyIIe MaJIBYUKOB 000UX Te-
CTallMOHHBIX TPyNI. Majsuuku TpeboBamm Oojiee YacToro mepexona OT
CPAP-tepanuu x UBJI, uyTo Tak)ke BBICTYNUJIO 3HAYUMBIM (PaKTOPOM pe-
ammzanuu BJIJI. 3nauntensho xymmme ucxoasl y aeteit ¢ bJIJ] ¢ nepenxoit
WHBAJIMAU3AIMEH, JUIMTEIbHON KHCIOPOA03aBUCUMOCTBIO, MOIYEPKUBAIOT
HEOOXOIMMOCTh MHTEHCHMBHOTO MOHHUTOPHHTA W TMOCIIEAYIONIETO yXoaa 3a
TaKHUMHU HOBOPOXKJAEHHBIMHU.
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XpoMOCOMHbIe 3aboneBaHusa HOBOPOXAEHHbIX

Kynux A.B.", Apucosa A.E.’
Hayunvie pykosooumenu. k.m.u., doyenm lemvsinosa T.17;
Knrouenxosa A.B.?

!DIA0Y BO Poccutickuil HAUUOHANbHBLIL UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. [Tupocosa Munzopasa Poccuu,
2[lemckas 2opoockas kaunudeckas 6onvruya Nel3 umenu H.@. Quramosa

AKTyaJIbHOCTh. XpOMOCOMHBIE 3a00J€BaHMS — HACIECICTBCHHBIE 3a00-
JieBaHusi, OOYCIIOBJICHHbIE M3MEHEHHEM YHCIa WIH CTPYKTYPhl XPOMOCOM.
Jo 15 % BpoxeHHbIX IOPOKOB Pa3BUTHUS OPIaHOB U CUCTEM, HapyLIECHUH
MICUXOMOTOPHOTO, HHTEIUIEKTYaIbHOIO Pa3BUTHUS Y JIETe MOTYT OBbITh CBf-
3aHbl C UMemLIelica XxpoMocoMHol narosorueid. Okono 25 % moryT mnpo-
SABJISITbCS B BUJE HapylIeHUH (DyHKUMH LIEHTPajIbHON HEPBHOM CHUCTEMBI.
B mocnennme mecsaTmieTHs YITyOICHHO H3YYalOTCS DPA3IMYHBIC METOIBI
HaunOoJee paHHeH JUarHOCTUKH, B TOM YHCIIE MPEHATAIbHON. DTO MO3BOMIAET
CBOEBPEMEHHO BBISIBUTH I1aTOJIOTHYECKOE COCTOSHUE U101 U AMarHOCTUPO-
BaTh XPOMOCOMHBIE 3a00JI€BaHUsI BHYTPUYTPOOHO. AKTHUBHO MPOJIBUTACTCS
BHEJIPCHNE CHCTEMBI MMPOQHIAKTUKH, KOTOpasi 00eCIednBaeT CHIDKCHUE Ja-
CTOTBI POKJIEHHS JieTel ¢ HacleaCTBeHHbIMU Oojie3Hs MU 10 60—70 %.
Heab. M3yunTh CTPYKTypy MATOJIOTMH NEPHUHATAIBHOTO IMEpUONA JETEH
C XpPOMOCOMHO# NaToJ0rHel, TOCIUTAIM3UPOBAHHBIX B OT/ACICHUE NaTOJI0-
TUU HOBOPOXKJIEHHBIX U nereit rpynnoro Bo3pacrta J[I'Kb nm. H.®. ®unaro-
Ba, CPABHUTH IMOJYUYEHHbIE PE3YJbTaThl UCCIIEOBAHUS C JaHHBIMU JIUTEpa-
TYpBHIL.

Marepuanbl U MeToabl. [IpoBeseH aHanu3 U CTaTUCTHYECKas 00paboTka
JaHHBIX 12 ucTopuii 00JIE3HU JeTel ¢ XPOMOCOMHOM MATOJIOTUEH 3a IepHoJT
¢ nekadps 2024 no deBpanb 2025 rona, Haxonumuxcs Ha geueHuu B JII'Kb
uMm. H.®. ®dunarosa. JletanbHO MpoaHAIM3UPOBAHBI IEPUOBI (AHTCHATAITb-
HBIW, UHTpaHaTaJbHbIN, HEOHATAJIbHBIN), U3yUeH aKylIepCKO-THHEKOIOTH-
YeCKHH aHaMHe3 MaTeped, (PeHOTHIMHUYECKHEe OCOOCHHOCTH M CTPYKTypa
MIOPOKOB Pa3BUTHS Y JaHHOW TPYIIIIbI MAIIUEHTOB.

Pesyasrarsl. [lpn n3ydeHnn aHTEHATaIBHOTO TEPHOAA OBUIO BBISBICHO:
BO3pacT Bcex Matepeil crapiue 28 ner (28—40 net). YuuTsiBas JaHHbBIE JIU-
TepaTypbl, BCE JKEHIIMHBI BXOAAT B IPYIILy HMOBBILIEHHOIO PUCKA 110 BO3-
HUKHOBEHHUIO XPOMOCOMHBIX 3a00eBaHui. Y 66 % 1100B UMeIach 1arTo-
JIOTHS, KOTOPYIO BBISIBIIIM BHYTPHUYTPOOHO: CHHIPOM 3aJEPKKH Pa3BUTHS
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10212, BPOXKIEHHBIE TIOPOKHU cepAua. [Ipu npoBeeHUK aHTeHATaIbHOU A1~
arHocTUKH y 33 % T1070B OBUIH YCTAHOBJIEHBI Pa3IUYHBIC XPOMOCOMHBIE
abeppauun. [lpy U3ydeHnn aKkylIepcKO-rHHEKOJIOTHYeCKOro aHaMHe3a Bbl-
siBJICHO: 7 marepelt (58 %) mepeHecan 0CTpyo peCupaTopHyr0 BUPYCHYIO
uHpeknuio B 1 u 2 Tpumectpax 6epeMeHHOCTH, 33 % JKCHIIWH UMENN OTsI-
TONICHHBI TMHEKOJIOTHYECKHUI aHamHe3 (Oecruroue, Moy SHIIOMETPHS,
9po3us eHKN MaTKH). M3 comaTnyeckux 3a00IeBaHuil MENIN MeCTO JKeJje-
3oneUINTHAS aHEeMHs, apTepHaIbHAs THIICPTCH3HS, TPOMOODIIHS, Xpo-
Hudeckuii renarut C. [lomyueHHas mHQpOpPMaLUs COOTBETCTBYET JIUTEpPa-
TYpHBIM JTaHHBIM (PAKTOpaM, MOBBIIIAFOIINM PUCK BOSHUKHOBEHHS XPOMO-
coMHoOIi maronoru. UaTpanaransHo 9 HOBOpOkIeHHBIX (75 %) ABISIIUCH
MOp}O-PyHKINOHANEHO HE3penbIMH, 4 peOEHKAa POAMINCH OTNEPATHBHBIM
MyTeM IO MOBOJY HENPaBUIILHOIO Npeaiiekanus. Y 4-X neTel mpu poxie-
HHUM UMEJHCH JBIXaTeIbHbBIC HapyIIeHNs, MoTpeboBasmie nepeson Ha MBJI
U BBeJIEHHE KOPTUKOCTEPOUI0B. BBISBIECHBI ClIeAYIOLINE TATOJIOTMH CHCTEM
OpPraHOB Yy HAIIUX MAIMEHTOB ¢ XPOMOCOMHBIMH 3a00JICBAHUSMHU:

* xoctHas cucreMa (91 %) — nedopmanus rpyIHON KIETKH, CTUOATEIb-
HBIC KOHTPAKTYPBI AJIBIIEB BEPXHUX KOHEYHOCTEH, CHHIAKTHIIUS, MU-
Kporedanust, oOpaxunedanus, MUKPOTHATHUS, TPUTOHOLIE(hAITHS;

* CEepACYHO-COCYNUCTON chucTeMbl (83 %) — JedeKT MeXIpeacepIHON
U MEXOKETYIOYKOBOH Meperopoiku, 100aBoyHasi BEpXHsis Moj1as BeHa,
JICKCTPATIO3UIIUST AOPTHI, OTKPBITHIA aTPUOBEHTPUKYJSIPHBIM KaHaJ,
CTEHO3 JIETOUHO apTepuu;

* CIlyXoBOro aHanmzaropa (67 %) — arpesus CIIyXOBOTO POX0Jia, HEl-
pOCEeHCOpHasi TYroyxocTb, AedopMalus YUIHBIX PaKOBHH, JU3O0THS,
MUKPOTHS;

* Mouenojosas cucrema (58 %) — cpamenue nouex, CAKUT-cunnpom,
KPUIITOPXU3M, MUKPOIIEHUC, HEBO3MOKHOCTD YCTaHOBIICHHSI 110J1a;

e 3puTenbHBIN ananu3arop (41 %): cTEeHO3 HOCOCIE3HOTO KaHaja, dIu-
KaHT, KOCOTTIa3He, HUCTArM;

* neHTpainbHas HepBHas cucrema (41 %) — runpouedanus, neiikoMa-
TSNS, areHEe3Hs MO3OJIMCTOTO Tella, THIOIUIA3US MO3KeUKa, CyOdTH-
JeMalibHbIe KUCTBI, CHHAPOM Jlenau—Yokepa.

BoiBoabl. [IpoBeneHHOE MCCIIeOBAHUE BBISBUIO OCIIOKHEHHS B TCYCHUU
AQHTEHATAJILHOTO MEePHO/Ia, OCIIOKHEHHUS B MHTPaHATaJIbHOM NEPUOJIe U MHO-
KECTBEHHBIC TIOPOKH PA3BUTHS Y JIETSH ¢ XPOMOCOMHBIMH 3200JICBAHUSIMHU.
JlaHHbIe HalIMX MCCIIEOBAaHUI COOTBETCTBYIOT JaHHBIM M3yYEHHOH JIUTe-

paTypsl.
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Oco6eHHOCTHU TeueHUs aeneuum 22 XxpoMoCOMbl
B HEOHaTaJIbHOM nepuoae

Mamsw M.A., I paznosa A.A., 3usokuna K.C., Muponosa B.A.
Hayunwiii pyxosooumens. k.m.H., doyenm Caprucsan E.A.

@I'AOY BO Poccutickuti HAyUOHAIbHbIU UCCTe008AMENbCKULL MEOUYUHCKULL
yuusepcumem umenu H.U. Ilupoeosa Murnsopasa Poccuu

AxryanabHocTh. CuHiapom Jlu JIxopmku (nmenenuu 22 XpOMOCOMBI,
22ql11.2, MKB-10 D82.1, MIM#188400, CI/]) — MukpoaeneruoHHbII
CHHJPOM, XapaKTEePHU3YIONIHICS TPHAI0H IPH3HAKOB: KJICTOYHBIM HMMYHO-
nedunurom (M/I), KOHOTpYHKaIbHBIMU BPOXACHHBIMU MOPOKAMH CepAla
(BIIC) u runonaparupeosom. C 2023 rona HeoHaTanbHbIi ckpuHUHT TREC
(T=cell receptor excision circle) sBnsiercss 3hHEKTUBHBIM HHCTPYMEHTOM
paHHEeH TUAarHOCTHKA WMMYHOIC(HIINTOB, OHAKO €TO TEKyIIas YyBCTBH-
tenbHOCTH ipu CJ1/] ocraercst uuzkoni (3—15 %).

Heab. Onpenenenne auarnoctuaeckux npeaukropoB CIJ[ B HeoHaranmsb-
HOM TIepHOJIe.

Marepuanbl U MeTOAbl. PETPOCIIEKTUBHO MPOAHATMU3UPOBAHBI 65 /eTeH,
HaOoaeMbIX B JleTCKol ropojickol KauHu4eckoi OosbHuIle Ne 9 umeHu
I'H. Cnepanckoro B mepuon 2020-2025 rr. HeonaranbHble TpOSBICHUS
CIJ1 BeisBienst: n =40 (61,54 %): I — nenonomennsie (n = 13; 32,5 %),
Il — nonomrennsie netu (n = 27; 67,5 %). CraTuCTUYECKUI aHAIN3 BBIMOJI-
HeH B MS Excel 2016.

Pesyasratel. Y n=40 (100 %) npnmarHo3 3amomo3peH B HEOHATAJIb-
HoM mepuoje. CpenHuil recranMoHHbli Bospact: | — 34,92 + 1,32 He-
nenb; 11— 38,91 +£1,04 wemenb. OcJOXKHEHHOE TeYeHUE OEPEeMEHHO-
ct: I — 6 (46,15 %), I — 10 (37,04 %). Ouenka no mkane Anrap: [ —
6,33 +2,16/7,57+0,79, 11— 7,44 +0,53/8,3 +£0,48. Cpeanuii BO3pact
Iered Ha MOMeEHT ucciaemoBanus: | — 8,6 +£3,8 mer, I — 7,9 +4.2 ner.
C 2023 ronma poxaensr n=3 (11,11 %), MOTOKUTETBHBIH HEOHATATHHBIN
ckpuauHr (cHwkeHune TREC) n=2 (66,67 %). Cpeanuii Bo3pact MoOJeKy-
JISIPHO-TEHETUYECKOTO TOATBEepXkAeHMs auarno3a: [ — 3,54+ 4,17 wmec,
IT— 5,22+ 13,16 mec. Ilokazarenu TREC mnpu mocraHoBKe amarHosa
camkensl | — n=7 (53,85 %), I — n=9 (33,34 %). AHnTeHaTaIbHO 1TH-
arHoctuposan BIIC: I — 4 (30,77 %), I — 7 (25,96 %), nopoku pa3Bu-
Tt MouenonoBoit cuctemsl (MIIC): 11 — 2 (7,41 %). Tspxenmoe cocTosiHIe
nipu poxxaenuun: [ — 11 (84,62 %), I — 17 (62,96 %). Ilarosiorust panHero
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HEOHATAJILHOTO MEPHO/ia: peCUpaToOpHble HapylIeHHus, TpeOboBaBIIne KOp-
pexmmu [ — 9 (69,24 %), 10 (37,04 %), THIOKAIBIIIEMHUYECKUE CYIOPOTH
I—1 (7,69 %), mpiieunas runotonus [ — 2 (15,38 %), II — 4 (14,81 %),
MaJIOBECHBIN K cpoky recranuu [ — 7 (53,85 %), I — 2 (7,41 %), nndex-
uuonHas narosiorus I — 5 (38,46 %), I1 — 4 (14,81 %). JIuuesoii qucmop-
(u3m paznuaHOi crenienu BeipakeHHOCTH [ — 13 (100 %) I —27 (100 %).
[Mopaxxenue cepaedno-cocyauctoi cuctembr: BIIC IT— 13 (100 %), 11 —
27 (100 %): Terpaga dammo [ — 5 (38,46 %), 11 — 9 (33,33 %), oOmmit
aprepuanbubiil ctBoa [ — 5 (38,46 %), I — 3 (11,11 %), nedexr mexxe-
nynoukoBoit eperoponku [ — 4 (30,77 %), 11— 11 (40,74 %), mexnpen-
cepaHoit neperopoaku I — 2 (15,38 %), II — 7 (25,93 %), oTkpbITOE OBaJIb-
Hoe okHO I — 5 (38,46 %), I — 10 (37,04 %), mepepsiB ayru aopThl | —
2 (15,38 %), I1 — 4 (14,81 %). UMMyHOIIOrH4YeCcKre HapyIIEHUs: KIIETOY-
ueiit U] ipu poxxmernn [ — 10 (76,92 %), 11— 21 (77,78 %), cHwkeHne
CD3'CD4' I — 10 (76,92 %), I1 — 20 (74,07 %), cumxenue CD3*CD8*
I— 10 (76,92 %), I — 19 (70,07 %), camxenne CD19" I — 7 (53,85 %),
II— 6 (22,22 %). I'ymopansubiii U1: I— 2 (15,38 %), 1 — 2 (7,41 %).
OupokpunHble HapymeHwus: | — 4 (30,77 %), I — 11 (40,74 %), runona-
parupeo3 [ — 3 (23,08 %), I — 7 (25,93 %), runotupeo3 I — 2 (15,38 %),
II— 4 (14,81 %). BIIP MIIC: I — 4 (30,77 %), Il — 10 (37,04 %). BIIP
npixaresnbHoi cucremsl: 11— 4 (14,81 %). BITP LHHC: 1 — 5 (38,47 %),
II—9 (33,34 %). Bpoxxnénnsie rpeoku [ — 2 (15,38 %), II — 5 (18,52 %).
BIIP onopHo-aBurarensHoro anmnapara [ — 9 (69,23 %), II — 13 (48,15 %).
I'masznsie Hapymenus | — 6 (46,15 %), I — 9 (33,33 %). [Tatomormm JKKT:
I— 6 (46,15 %), 1 — 10 (37,04 %). Tepanust BHyTPUBEHHBIMH UMMYHO-
rnooymuaamu: [ — 13 (100 %), IT— 26 (96,30 %).

BeiBonsbl. Heonaransnas manudecranus CIJ] xapakTepusyercss KOHOTpYH-
kanbpHbIME BIIC, BeipaxennsiM ]I n mEOXKecTBeHHBIME BIIP, uTo 00ycia-
BJIMBAET KPUTUUECKOE COCTOSHHE OOJBIIMHCTBA HOBOpPOXKAEHHBIX. BIIC
SIBIISTEOTCS KJTFOYEBBIM MapKEPOM, CIIOCOOCTBYIOIIUM paHHEH TUArHOCTHKE
CHJ. Ipu nmono3penuun Ha CJIJ] HEOOXOAMM KOMIUICKCHBIN JUAarHOCTHYE-
CKOM TIOJTXO/T, BKJTFOUaronnii HeoHatasbHbIi ckpuauar TREC, kapanockpu-
HUHI, OLIEHKY UMMYHHOT'O M JIEKTPOJIUTHOTO CTaTyca.
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d)aKTOpbl PUCKa HeOHaTaJibHbIX rMNornuKeMmumn

Myweposa /.M., leprocuna I1.P.
Hayunvie pykosooumenu. k.m.u., doyenm Capxucan E.A.,
0.M.H., npogheccop Kupkosa FO.B.

DI'AOY BO Poccutickuil HAUUOHAIbHbLU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AkTyaiabHocTh. Heonaranbnas runormukemust (MKb-10: P70) — uacrtoe
U KIIMHAYECKH 3HAYNMOE MeTaboIMYecKoe HapyIIeHHe, aCCOIMIPOBAHHOE
C HEONaronpusATHBIMH HEBPOJIOTMYECKUMH HCXOAaMU. |eTeporeHHOCTh
(hakTOpOB pHCKA B 3aBHCHMOCTH OT CPOKOB MaHH(eCTany THITOTITHKEMIH
o0yciaBnuBaeT HEOOXOIUMOCTh MX AU(PQPEepeHIIMPOBAHHOTO aHalu3a s
COBEpIIEHCTBOBAHUSI TAKTUKM MOHHUTOPMHIA U BEIECHUS HOBOPOKIECHHBIX
U3 TPYIIIBI PUCKA.

Heab. M3yunTs KIMHUKO-aHAMHECTHUECKUE U TICpPHHATAIBEHBIE 0COOCHHO-
CTH HOBOPOXJIEHHBIX C HEOHATAJIbHOW TMIIOMIUKEMHEH B 3aBUCUMOCTH OT
CPOKOB €€ Pa3BUTHS U ONPENEIUTH (DAaKTOPHI, CBSI3aHHBIE C 0COOCHHOCTSIMU
TedeHus 3a00sieBaHMsL.

Marepuaiasl 1 MeToabl. [IpoBeeH pETPOCIIEKTUBHBIN aHAIN3 MEIULIMH-
ckoii gokymeHTanuu 100 HOBOPOXAEGHHBIX JETEH ¢ JUarHOCTUPOBAHHON
HEOHATAIILHOW runoruKeMuei. [ pynmupyrommid pakTop — Cpok pa3BUTHUS
runonukemun: I — 1 cytku xu3uu (n =30, 30 %); Il — panHuii HeoHa-
TanpHeIi mepuon (n =153, 53 %); 1l — mo3nHui HeoHATANBHBIN MEPUO
(n=17, 17 %). BbiOOpKYy coCTaBWIM JIETH C TECTALIMOHHBIM BO3PACTOM
37 [36; 39] venenb. AMUTENBPHOCTS TOCTIATANIM3AIINN cOoCTaBisa 9 [7; 13]
nHeil. [ToBogoM K HCCIeIOBaHUIO YPOBHS IIFOKO3BI CTAJI0 HAJIMYUE OJIHO-
TO WJIM HECKONBKUX (pakTopoB pucka. CTaTUCTHUECKUIT aHAIN3 MTPOBECH B
nmporpamme «Jamovi» ¢ npuMeHeHHeM HelapaMeTpUueCcKUX MEeTOA0B (Kpu-
tepuii ¥2 [Tupcona), craTucTuveckas 3HAYUMMOCTb pazmauid pu p < 0,05.
Pesyabrarnl. Bo3pact marepeli cocrasisut 34 [28,5; 38] roga. I'ecranuon-
HBIH CaxapHbI IHa0eT He UMeJ CTaTUCTUIECKON B3aMMOCBSI3H CO CPOKaMHU
Pa3BUTHS TUIONIMKEMHUHN Y HOBOPOXKJIEHHBIX, HO OB BbIsiBIIEH B | rpymme
y 13 (43,3 %) sxenmun, Bo 11 — 17 (32,1 %), B IIl — 4 (23,5 %). PazBuTHe
TUIONIUKEMUH ObLIIO CTATUCTUYECKH 3HAYMMO B3aMMOCBS3aHO C BUIOM PO-
nopaszpemenus (y2 = 7,44, df =2, p = 0,024). Onepanus kecapeBa ce4cHHUs
nposeneHa: | — n =24, 80 %; I — n=27, 50,9 %; Il — n= 12, 70,6 %.
CraTicTHYeCKM 3HAYUMMO Yallle TMIONIMKEMHUS JUarHOCTUPOBalIach y J0-

121



HOILIEHHBIX HOBOPOXKJIEHHBIX B PaHHEM HeoHaTajbHOM nepuoze (¥2 = 6,46,
df=2, p=0,039). Macca Tena npu poxjaeHun coctaBisiia 2864 + 706 T,
quHa Tena — 50 [47; 52]. CraTucTUYecKy 3Ha4MMO Yallle y JIeTel ¢ TUIo-
IIMKEMHEH OICHKA IT0 mKajie Anrap Ha | MUHyTe COOTBETCTBOBaja 7 Oaj-
nam (y2 =32, df =16, p=0,010). Acukcus umena mecto y 22 (73,3 %)
HOBOpOXICHHBIX B | Tpymme, 28 (53,8 %) Bo Il u 12 (70,6 %) B 1II, HO
TaK)Ke HEe MMella CTATUCTUYECKON B3aUMOCBSI3M CO CPOKAMHU PA3BUTHUA T'H-
HNOTIMKEMHH. [ HrepOmmnpyOnHeMHsT Pa3HOH CTEIEHH BBIPAXEHHOCTH OT-
Meyasach y Bcex jaereil. BpojkaeHHbIe MOpOKH pa3BUTHS ObUIM JUArHOCTHU-
poBanbl: [ — n=11 (36,7 %), [ — n=26 (49,1 %), | — n=28 (47,1 %).
B ux crpykrype npeobnagany MOPOKU Pa3BUTHsI CEPAEUHO-COCYAUCTOH U
MOYENOoNoBOH cucteM. Hapymienust neixanust otmedanuch y 20 (66,7 %)
nereid u3 I rpynmel, 31 (58,5 %) pebenka uz Il u 7 (41,2 %) nereit u3 III,
9TO 00yCIOBMIIO HEOOXOIUMOCT TPOBEICHHS PECTIMPATOPHON MOAICPIKKH
10 (50 %), 15 (48,4 %), 7 (100 %) nersim B KaXX01 U3 TPYIII COOTBETCTBEH-
Ho. [lapeHTepanbHOE MUTaHUE MOTHOE W/HMIIH YaCTHYHOE TpeOoBaIoCh: | —
n=1033,3%), I—n=9 (16,9 %), | —n=15 (29,4 %). Craructuuecku
3HAYUMO Yallle TOBTOPHBIC SMTU30bI TUIIOTIMKEMUH OBIIIH THATHOCTHPOBA-
Hbl y nauuenToB [ rpynmst (32 = 12,5, df = 2, p = 0,002). Koncynprauus 3H-
JokpuHoJora Tpedosanack 6 (20 %) nersm u3 [ rpymnmst, 10 (18,9 %) us 11,
1 (5,9 %) pebenky u3 III. ITpu 3TOM TpaH3UTOPHBINA THIIEPUHCYTUHU3M OBLIT
BeIsIBICH y 2 (33,4 %) nereii u3 | rpymmst u 4 (40 %) nereit us 11, a Bpoxnen-
HBIW TUIIEPUHCYIMHU3M ToATBepkAeH y 2 (20 %) nereit u3 I rpymnmnbl. Tak-
xe'y 5 (9,4 %) nereit u3 1l rpymnmsl oTMedanach MOTHIIUTEMHUSL.

BoiBoabl. Cpoku pa3BUTHS HEOHATAIBHOM THIIOIIMKEMUH CTaTUCTHYECKU
3HAYMMO aCCOLMHMPOBAHBI C BHJOM POAOPA3PEIICHHUS W YaCTOTOI MOBTOP-
HBIX SMHU30I0B TMIOMIMKeMUHU. [ eCTallMOHHbIN caxapHbli Auaber marepu
1 acUKCHs ITPH POKICHUN HE UMEIH TOCTOBEPHOM B3aMMOCBSI3H CO CPOKa-
MU MaHH(ECTAINU THITOTTMKEMHUH, HECMOTPSI Ha UX BBICOKYIO pacrpocTpa-
HEHHOCTh. Hambomee 9acTo TMNOTMMKEMHS BBIIBISUIACH Y JOHOIIEHHBIX
HOBOPOX/ICHHBIX B paHHEM HEOHATaJIbHOM nepuoje. Jletu ¢ manudecranu-
el THITOTTIMKEMHUH B TIEPBBIC CYTKH XH3HN XapaKTePH30BAINCH OoJiee TsKe-
JIBIM TEYEHUEM, UTO MPOSIBISIIOCH OOJbIIEH YaCTOTOM MOBTOPHBIX SMHU30/10B
U TIOTPEOHOCTHIO B CTIICIHATH3UPOBAHHOM ITOMOIITH.
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CneuuanbHble MeToAbl UCCNeA0BaHUSA
cucTeMbl reMocTasa y geTeil ¢ nocneacTBUAMU
LiepebpanbHOM ULLEMUN OT XKEHLLLUH
¢ Tpom6odunuen

Pozosa A.C.", Mapmuwinos A.A.°, Epmoxuna J[.A.°, bondapsmnckas JIL.A.!
Hayunvie pyxosooumenu: 0.m.1., npogheccop Hvuna A.A.';
0.M.H., npogheccop Muwenro A.J1.*

{DIA0Y BO Poccutickuil HAUUOHANbHBLI UCCAEO08AMENbCKULL
meduyunckuil ynusepcumem umenu H.U. [Tupocosa Munzopasa Poccuu,
’I'BY3 copooa Mockewi «/lemckas 20po0ckas KiuHu4eckas 6o1bHuYya
umenu 3.4. Bawnsiesoiiy, @IA0Y BO «Poccuiickuil ynueepcumem
Opyarcovl Hapooos umenu [lampuca Jlymymoory,; *@IAOY BO Ilepsutit
MIMY um. U.M. Ceuenosa Munzopasa Poccuu (Ceuenosckuii
Yuueepcumem)

AKTyaJbHOCTb. lI3BeCTHO, YTO y HOBOPOXKIEHHBIX JIeTEil TPOMOO3BI
PErUCTpUpPYIOTCS ¢ YacToToi 2,6-25 ciyuaeB Ha 100 000 nereid B rom,
a BHYTpUYCPEITHBIC KPOBOUBNUSHUS OMPENENIOTcS ¥ 25 % JOHOIIEHHBIX
ny 60-90 % HeqoHOIIEHHBIX HOBOPOXKACHHBIX. [1py 3TOM npuunHOU pasz-
BuTHA 110 78 % TpoM0030B U 10 86,5 % HMHCYIBTOB y AETCH pa3IHIHOTO
BO3pacTa SBJISETCS TPOMOODUIHSL.

Lean. M3yunTs MOKa3aTeIN CHCTEMBI CBEPTHIBAHISI KPOBH Yy IETCH IIEPBOTO
rojia >KU3HHU C MOCIEJCTBUAMHU LIepeOpanbHON NIIEMUH OT JKEHILUH C TPOM-
oodumei.

MarepuaJibl 1 MeTOABI. J[eTH nepBoro roja *us3Hu (n = 53) ¢ MOCIEACTBH-
smu nepedpansHoit nmemun (L) (100 %) ot keHImMH ¢ TpoMOo el
paszesieHbl Ha rpynmnsl: | — et ¢ 700poKayecTBEeHHOW BHYTpHUYEPETHON
runeprensuei (JIBUI) (n = 34), [l — netu ¢ pa3nudHbIMA CHHIAPOMAaMHU I10-
cnencreuii LIU npu orcyrctBuu JIBUIL (n = 19). NccnenoBanue cocTostHUS
CBEPTHIBAIONICH CHCTEMbI KPOBHU IPOBEICHO C TOMOIIBIO METOA CTaHIapT-
HOM Tpombosnacrorpammbl (TOI) u ompenenenus: GuOPHUH-MOHOMEPOB,
npoaykToB jgerpaganuu pudpuna ([1JP) u JI-numepoB; MeTOmIOB HcCie-
JIOBaHUSI TPOMOOLIMTAPHOTO 3BEHA I'eMOCTa3a: KoaryJasHTHas aKTUBHOCTb
tpomboruToB (KAT), arperanmonHas W (yHKIMOHAJIbHAS AKTHBHOCTH
TPOMOOIIUTOB; a TaK)Ke METOAa OMNpeAeiCHUs PUCTOMHUIMH-KO(aKTOpHOU
aktuBHOCTH (FVIII:RCo) nmst orieHKH QyHKITUK SHTOTEIHSI.
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Pesyabrarsl. [Ipu nccrnenoBanuu o01ieid CBEpTHIBAEMOCTH Y JI€Tel IIEpBOro
rona xu3Hu kak ¢ JIBUI, Tak u 6e3 JIBUI" onpenensiics MOBBIICHHBIN T10-
TEHIIMaJl CBEPThIBaHUS KPOBHU 10 TII™ B OOJIBIIOM NPOLIEHTE CIIy4aeB B BUIE
XpoHOMeTpHdecKoi rumnepkoarymsmn (79,4 % u 84,2 % cCOOTBETCTBEHHO) U
nosbIeHus yria anbda (31,4 % u 27,8 % COOTBETCTBEHHO), a PU OLIEHKE
MapkepoB (pudpruHOOOpazoBanus — J-mumepst (29,4 % u 47,4 % cooTBeT-
ctBenHo) u [AD (14,7 % u 21,1 % coorBercTBeHHO). [Ipu 3TOM y nereit
¢ JIBUI' no cpaBuennto ¢ gerpMu Oe3 [IBUIT wame BBIIBISIIACE CTPYKTYp-
Has runepkoarysuus (32,4 % u 15,8 % cOOTBETCTBEHHO), U TOJBKO Y JAe-
teit ¢ JIBUI" B HEOOMBIIOM TPOIIEHTE CITydaeB ONpeAessuinch GuoOpruH-Mo-
HOMephI (2,9 %), cBUAETENBCTBYIONIME 00 OTCYTCTBUM OCTPOTO TEUSHUS
JBC-cunapoma. IIpu oreHke TPOMOOIIMTAPHOTO 3BEHA TeMOCTas3a y JeTei
I u II rpynn orMeuanock noBbilieHue arperaiuonHoit (41,2 % u 31,6 %
COOTBETCTBEHHO) M (QyHKIMOHAIBHOH (20,6 % 1 21,1 % cOOTBETCTBEHHO)
aKTUBHOCTH TpomOouuToB. [Ipu stom y nereir 6e3 JABUI' mo cpaBHeHuUIo
¢ aerbMmu ¢ JIBUI" noBbllieHNE OTEHIMAa CBEPTHIBAHUS KPOBU JOCTOBEP-
HO IIPOSIBISLTOCH BhicokuMu nokaszaressimu KAT (73,7 % u 47,1 %, p <0,05).
Ay nereii ¢ JIBUI" BEIABIAINCH MPU3HAKA TPOMOOIIUTONIATHH B BUAE CHU-
sxenust KAT (29,4 % u 10,5 % cooTtBercTBeHHO). Hamu Takxke ycTaHOBIEHO,
410 KaK y aereit ¢ JIBUI, tak u y nereit 6e3 /IBUI" B kaxk1oM BTOpoM citydae
ormevanock camxkenne FVIII:RCo (52,6 % u 55,6 % cOOTBETCTBEHHO), OT-
pa’karoIiero CHIKCHUE (DYHKIIMOHAIEHON aKTHBHOCTH YHIOTEIIHS COCY/IOB.
BobiBoabl. Takum 06pa3oM, OCHOBHBIMH MTOKa3aTeIsIMU CUCTEMBI CBEPThIBA-
HUS KPOBU y J€TeH IIepBOro roja *xKU3HU HezaBucuMo ot Haiauuus [IBUI no
TOI ObLI0: XpOHOMETPUYECKAsk TUIIEPKOATYIISLMS U MOBBILICHHUE YITIa allb-
(a; mpu BCCIIeTOBAHUH TPOMOOIIUTAPHOTO 3B€HA — TUIIEparperamus TpoM-
ooruroB u noseineHne KAT na ¢one nHammums [-muvepor u [11d mpu
CHIDKCHHON PHUCTOMHUITMH-KO(AKTOpHOI akTuBHOCTH. [Ipm »TOM y mereit
¢ JIBUI" noBeIIEHHBIA OTEHIIUAN CBEPTHIBAHUS KPOBU XapaKTEPU30BAJICs
0osiee BBICOKUMH TOKA3aTENISIMUA CTPYKTYPHOW THIIEPKOATYISIIUN, HECMO-
Tps Ha OoJiee yacToe BhIABICHUE CHUKEeHHOTO roka3aress KAT. Jlanubie pe-
3yJBTaThl KOMIUIEKCHOTO HCCIICIOBAHIS CHCTEMBI TEMOCTa3a y IeTeH MepBo-
TO TOJa JKU3HH, POTUBIIUXCS Y )KESHIIUH ¢ TPOMOODMIHeH, HE3aBUCHMO OT
BBIPKCHHOCTH CHHAPOMOB MocieAcTBhi 1M1 BBI3BIBAIOT HEOOXOAMMOCTD
YCOBEPIICHCTBOBAHUSI aJrOpUTMa OOCIEIOBAHMS U Pa3padOTKH ILTaHA Jie-
YEHHSI C YYETOM BBISBICHHBIX HApPYIICHUH B Pa3IMUHBIX 3BEHBSX CHCTEMbI
remMocTasa ¢ 1eJbl0 NPOPUIAKTHUKH Pa3BUTHS TPOMOOreMOpparunieckux oc-
JIO)KHEHUH B TalIbHEHIIIEM.
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CpaBHUTeNbHasA XapaKTepPUCTUKA KIIMHUYECKOro
TeueHus pa3HbiX pOpM KaHAUAO03a
Y HOBOPOXXAEHHbIX AeTei

Cemexo O.P., Myweposa /.M., 3uzioxuna K.C., Muponosa B.A.
Hayunwvie pykosooumenu: k.m.u., doyenm Capxucsan E.A.;
0.m.H, npogheccop Kupkosa FO.B.

DI'AOY BO Poccutickuil HAUUOHAIbHbIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxTyanbHocTh. KaHI1103 HOBOPOXKAEHHBIX MPEACTABISAET cO00N MH(pEK-
IMOHHOE 3a0o0JieBaHKe, BhI3bIBacMoe Tpubamu pona Candida n mopaxato-
IIee KaK KOXKHbIC TIOKPOBBI, TAaK U BHYTPCHHHUE OpraHbl. JIOKamnM30BaHHbIC
(HenHBa3UBHBIE) (POPMBI OTMEUArOTCsl IPUMEPHO y 20 % HOBOPOXKIAEHHBIX,
B TO BpeMs KaK reHepaln30BaHHbIe (MHBA3UBHBIE) MOPAXKAIOT OKoIo 3 % je-
Teit. Oco00 peKol siBsieTcsl BpoxkaEHHas (hopMa HHBA3WBHOTO KaH/IN/I034,
BCTpeyaeMocThb Kotopoit coctasnsieT 0,1 %. [lo manHbIM 0OCepBallMOHHO-
ro Mccie0BaHusl HeoHatanbHOTo cernicuca (Neonatal Sepsis Observational
Study — NEOobs), ypoBeHb CMEPTHOCTH OT KaH1103a BapbupyeT oT 12 %
1o 75 %.

Hean. CpaBHUTH KIMHAYECKYIO KAPTUHY BPOXKIEHHOTO HHBA3UBHOTO, TIPH-
00peTEHHOTO WHBA3WBHOTO M HEWHBA3WBHOTO KAHAMI03a Y HOBOPOXKIEH-
HBIX JIeTeH, a TAKXKe BBIABUTH OCOOEHHOCTH TeUeHHS 3a00JIeBaHU B KAXKIOH
U3 TPYIIL

Marepuanbl u MeToabl. [IpoBenen perpocnexkTuBHbIN ananu3 150 ucro-
puii 0ONe3HW HOBOPOXKICHHBIX JETEH C TEUCHHWEM KaHIWIO03HOH HH(pEek-
un: | rpynmna — nanueHThl ¢ IPUOOPETEHHBIM WHBA3HBHBIM KaHIHI030M
(n=152, 34,7 %), 1l rpynma — meTu ¢ BpPOXXACHHBIM MHBA3WBHBIM KaH[IH-
no3oM (n =48, 34,7 %), 11l rpynmna — HOBOPOXXJIEHHbIE C HEMHBAa3UBHBIM
kauauo3oM (n = 50, 33,3 %). BeiOopKy cocTaBuiIM JIETH C TeCTallMOHHBIM
Bo3pactoM (I'B) 38 [36;39] nenens. JAnuTenbHOCTh TOCIMTATIM3AMU CO-
crapmsna 12 [7;21,5] aaet. CrarucTuyecKuii aHaIu3 IPOBECH B TIPOTpaM-
Me «Jamovi» ¢ IPUMEHEHUEM HEApaMETPUUECKUX METO/IOB (KPUTEPHIA ),
[Mupcona), crarucTudeckas 3Ha4UMOCTh paznuauii mpu p<0,05. I'pynmupy-
fouuii hakrop — opma KaHIUA03HOM HHPEKITUH.

Pesyabrarel. Kanaumos Obut quarsoctupoBat y 24 (16 %) keHIuH, Jarie
y marepeit nauueHToB Il rpynnel — n=18, 37,5% (B [— n=4 (7,7 %),
B IIl —n =2 (4 %)), mpu 3TOM JIeueHHe oMy IriIH ik 15 (62,5 %). [pe-
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o0najaroIiuM BUAOM POJOpa3pelieHuss B KaKJOW M3 Ipymn ObLIM ecTe-
cTBeHHbIe ponbl (n =91, 60,7 %). Macca Tena npu poXJICHUH COCTaBIIS-
na B I rpynne — 2840 [2290;3343] 1, Bo II rpynime — 3010 [2243;3500] 1,
B III rpymme — 3380 [2940;3600] 1. Ouenka mo mkane Anrap Ha 5 MUHYTE
ObLIa CTATHCTHYCCKH 3HAYUMO CBs3aHa ¢ (hOPMOH KaHANAO03HON HHDEKIIH
(x, = 31,0, df = 14, p = 0,005) 1 Ob11a BBIIE y naumenTos II1 rpynmer. B cBs-
31 ¢ TsKecThio cocTosiHu 80 (53,3 %) nmauueHTam, NPEUMYIIECTBEHHO U3
II rpynmer n =38 (79,2 %), TpeboBaoCch MPOBEJCHUE JICUCHUS B YCIOBH-
X OTHeNIeHUs] peaHnMaluu ¥ uHTeHcuBHOU Teparnuu (OPUT) B Teuenun
2 [1;6] nueii. B nmpoBeneHnn McKyccTBeHHOW BeHTHIsUM Jierkux (MIBJI)
nyxnaamuch 11 (21,2 %) nereit u3 1 rpynnsl, 17 (35,4 %) — u3 11 rpynmsl,
11 (22 %) — u3 Il rpymmsl. CTaTHCTHYECKN 3HAUUMO Yalie Y HOBOPOXKICH-
HBIX C KaHAM030M ObLI ycTanosieH Karerep (x, = 41,0, df =2, p <0,001):
B | rpynme — n=47 (90,4 %), Bo I — n=48 (100 %), B Il — n=26
(52 %). A B kauectBe B030yaurens Obina BoisiBieHa Candida albicans
(32 =15,7,df =6,p=10,015): B  rpynme —n = 46 (88,5 %), Bo Il —n =37
(77,1 %), B Il — n =50 (100 %). Cnexyoumm Mo BCTPEYaEMOCTH Cpeau
Bcex manmeHToB Obuta Candida parapsilosis — n=11 (7,3 %). B xpoBu
B030yauTenb Obl1 BeisiBiieH Y 10 (19,2 %) mauuentoB u3 [ rpynmst u 8 (17 %)
u3 Il rpynmsl. Mopdosoruueckne nposiBJICHUS Jalie 0TMEUaINCh Y Talu-
entoB III rpynmer: kananmo3 xkoxu (n =23, 46 %), KaHIAUA03 CIUIUCTHIX
(n =34, 68 %). TeueHre THEBMOHHUH C Pa3BUTHEM JIbIXaTeIHLHON HEJO0CTa-
TOYHOCTH CTATHMCTUYECKH 3HAYMMO Yallle PErHCTPUPOBAIOCH Y MAallUEHTOB
C MHBAa3UBHBIMH (opMamu KaHaua03a (}2 = 8,28, df =2, p = 0,016). Hexpo-
TU3UPYIOUIMH SHTEPOKOIUT OBUT AMATHOCTUPOBAH y 12 manueHtoB (25 %)
n3 2 rpynnsl ¥ 6 (11,5 %) — n3 1 rpynmsl. [ToBTopHas rocnuTamu3anus
norpeboBanack 12 mamuentam (23,1 %) u3 I rpynnsr u 1 (2 %) pebenky
n3 III rpynmsl.

BbiBoabl. HeoHaTtanbHbl KaHIUA03 NPOJOIDKAET NPEACTaBIATh CephEs-
HYIO KIIMHWYECKYIO ¥ COIMAIbHO 3HAYNMYIO Ipobnemy. MiHBasnBHBIE (op-
MBI KaHIW03a, KaK BpOXKIEHHbIE, TaK U MIPUOOPETEHHBIE, aCCOLMUPOBAHBI
¢ Oonee TSKETBIM COCTOSHUEM JIETCH, YTO TPOSIBISETCS 0ojiee HU3KUMHU
OIIEHKaMU TI0 1IKajie Anrap, BBICOKOM MOTPEOHOCTHIO B JICYEHUH B yCIOBU-
ax OPUT, nposenenun MBJI, a Takxke pasBUTHEM TSDKENBIX OCIIOKHEHUH.
HeunBasusHbie hopMbl KaHI11032, HATPOTHUB, Yalle MPOTEKAIOT C JIOKaJIb-
HBIMHU TTPOSIBJIICHUSIMH M XapaKTEPU3YOTCS MEHBIIIEH YacTOTOW KU3HEYTPO-
HKAIOIIUX OCJIOKHEHHI U IOBTOPHBIX TOCIUTAIU3AIMHA.
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HeoHaTanbHble NposiBIeHUs CUHAPOMaA
AeHan—-Yokepa

Cyxopyuko I1.4., Cuecypenxo M.A., Mamepuu B. 1., Tapacos U.C.
Hayunwie pykosooumenu. k.m.u., doyenm Capxucan E.A.,
K.M.H., doyenm Bopona J1./].

DI'AOY BO Poccutickuil HAUUOHAIbHBIU UCCAe008AMENbCKULL MEOUYUHCKULL
yuugepcumem umenu H.U. ITupocosa Munzopasa Poccuu

AxryanabHocts. Cungpom Jenaun—Yokepa (MKB-10 QO03.1, OMIM
220200) — penkast BpoXKAEHHAS MATOJIOTHS, IPU KOTOPOH HapymieHo (hop-
MUPOBaHHE MOPKEUKA, OTBEYAIOLIETO 32 KOOPAMWHAIIMIO U paBHOBecue. J{is
ATOW aHOMAaJHHU 3aJHEH YepermHON SMKM XapaKTepPHBI HEIOPa3BUTHE WIIH
OTCYTCTBHE MO3KEYKOBOTO YEPBS M KHCTO3HOE pACIIMpEeHHE YeTBEPTO-
TO JKEIyI0YKa, YTO NMPHUBOIHUT K MOIBEMY HaMETa MO3KEUKA U CMEIICHHIO
BEPXHHUX BEHO3HBIX CTPYKTYyp. [Ipu mocraHoBke quarHo3a y OOJIBLIMHCTBA
OONBHBIX BBIABISIIOT THApouedannio; cuaapoM Jlennn—Yokepa sBiseTcs
HauboJiee YacThIM MMOPOKOM 33 HEH YeperHON SMKH U 4allle BCEro BO3HH-
KaeT croHTaHHO. KiimHuYeckast kKapTHHA BapbUPYET OT JETKUX A0 TKETBIX
HEBPOJIOTMYECKUX U MICUXOMOTOPHBIX HApyLIEHHH U BO MHOTOM OTpEesi-
€TCs CTETICHBIO THAPOIC(HATHH U COITYTCTBYIOMINX MOPOKOB.

Heab. AHann3 0COOEHHOCTEH TeUeHUs1 HEOHATAIBHOTO MepHoja y JAeTei ¢
cuapomoM [lennn—Yokepa.

MarepuaJibl 4 MeTOAbI. [IpoBeieH peTPOCIEKTUBHBIN aHaIN3 UCTOPUiA 00-
ne3nn 14 neteil ¢ yCTaHOBIEHHBIM JAMarHo3oM cuHipoMma Jlenan—Yoxkepa
B niepuox ¢ 2020 mo 2025 rox Ha 6a3e otnenenuit JJI'Kb Ne9 um. I['H. Crne-
pauckoro u HIIL cnenranbHo# MeaUITMHCKOH momoty eTsim uM. B.®. Bo-
nHo-Scenenkoro. Cpenuuii cpok recranuu — 37,9 venens [32;40] cpennsis
Macca npu poxkaeHun — 3025 1 [1680;3770], cpennsist [muHA IPA pOXKIIE-
HuM — 49,5 cM [42;55], cpenHsis OKpyKHOCTb rosioBsl — 37 cM [34,5;48,5].
CraTrcTHYeCcKHid aHaIn3 TpoBouIIcs B mporpamme MS Excel 2016.
Pesyabrarel. Cpennue Oamibl mo mkane Amnrap — 7,4/8,6[4-8;7-9].
Y 9 nmereit (64,3 %) anarHo3 OBIT 3arMOO3PEH MPEHATANBHO, Y OCTaJb-
HBIX MMALUEHTOB He ObLJI0 MHPOpPMALUU O TeyeHuH OepemeHHocTH. Cpenu
MIOPOKOB IeHTpaibHON HepBHOH cucteMsl (LIHC) y 13 (92,9 %) HOBOpO-
JKACHHBIX BCTPEUYAIUCH aHOMAJIMU Mo3oiucToro Tena; y 12 (85,7 %) nuna-
TaIWs KETyJ0UYKoB Mo3ra; 9 (64,3 %) — ruaporiedanus, KUCTH YePEITHBIX
amok; 7 (50 %) — runoruiazus MUHJAIUH MOxkeuka; 5 (35,7 %) — nuna-
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Talus Hapy>KHBIX JIMKBOPHBIX MpocTpaHcTs; 2 (14,2 %) — arpes3ust orBep-
ctuii Maxkannu u Jlromka, Mukporiedanus, tucoHnedanis. B ennHIYHBIX
(7,1 %) ciydasx BCTPEUAIOTCS — MYJIBTHKHCTO3HAS DHIECHATOMAISIIHS,
nopaHIIeQans, MCHUHTOMHEJIOIENIC, CUPUHTOMUEIHS, TICPUBEHTPUKYJISP-
Has reTepoTonus, arpodus BelecTBa MO3ra, cyO3IeHAUMalbHbIe KUCTHI,
nonocth Bepre, y3mosas rereporonusi, Mega Cisterna Magna, aHOMaluu
aprepuii BumnmsueBa kpyra, rurpoma. IIoMUMO MHOpPOKOB LEHTPaJIbHOMN
HEpBHOW CHCTEMBI AWATHOCTHUpPOBaHB: y 8-mm mereit (57,1 %) — anoma-
muu muna; y 4-x (28,6 %) — nopakeHus 11a3, OpraHoB ClIyXa, BPOXKICH-
HBIW TIOPOK cepina, Makponedans; y 3-x (21,4 %) — BpOXJICHHBII MOPOK
BEPXHUX KOHEUHOCTeH; y 2-x (14,2 %) — BpOXKICHHBIN MOPOK HIXKHUX KO-
HeuHocTed. B ennananoM ciydvae (7,1 %) BecTpeTuiiach rphika MHIICBOJA.
3-m gersam (21,4 %) noTpeboBagoch MPOBEACHUE XUPYPrHUECKOH KOppeK-
1y ruppornedanun. [Ipu onenke ucxonoB y 6-tu gereit (42,8 %) orMeveHa
3aJiepKKa HEPBHO-TICUXUYECKOro pa3BuTus; y 5-tu (35,7 %) — cynoporu
wnn srmnencust; y 2-x (14,2 %) — HapymeHus IBUratenbHONH (QyHKINH,
BKITf04ast paznuaabie Gopmbl J1T1, MBIIIEYHYIO TUCTOHUIO.

BeiBoaml. Y nerelt ¢ cunapomoM [lenan—Yokepa, Hapsly ¢ areHe3nen uiu
aruiazueit uepBst Mo3xkeuka, cpeau nopokoB LIHC naunbonee yacto BcTpeya-
FOTCSl aHOMAJIMHM MO30JIUCTOTO Tella, JUJIATaIUs KeIyIT0uKOB MO3Ta, KUCTHI
YepenHbIX SIMOK, Tuaponedanus. Takxke, cpenn NarojJoruil Ipyrux CUCTeM
YaIe BCETO BCTPEUAIOTCSI aHOMAJIMH JIUIIA, TOPAsKCHHNS IV1a3 U OPTaHOB CITy-
Xa, BPOXKJIEHHBIE TOPOKH BEPXHUX KOHEUHOCTEH, MOPOKH CepAlia U MaKpo-
nedanus. Cpeny UCXOI0B y TUArHOCTUPOBAHHBIX JICTESH Yallle BCETO BBISB-
JISUTACH: 3a/Iep’KKa HEPBHO-TICUXUYECKOTO Pa3BUTHS, CYIOPOTH, HIIETICUS
W HapyIIeHHs JBUTaTeNIbHON (yHKIWU. [lomydeHHbIe TaHHBIC TIOYepKHUBa-
0T CJIOKHBIM XapaKkTep NaToJI0rHMH 1 HEOOXOAUMOCTh MYJIbTUAUCHUIUINHAD-
HOTO BEJICHUS TAKKX TAIMECHTOB.
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HapyLwueHue npoueccoe genonspusauum

U penonsapusauum MMoKapaa y HOBOPOXAEHHbIX
AeTel, POXKAEeHHbIX NPU NOMOLLLY MeToaa
3KCTPaKOpnopanbHOro onyog4o0TBOPEHuUs

Tacywesa E.H.
Hayunwuii pykosooumenw: un.-xopp. PAH, 0.m.1., npogeccop
banvixosa JI.A.

DI'bOY BO «Hayuonanvmwiil ucciedosamenvcxuil Mopooscxuil
eocyoapcmeennulil ynugepcumem um. H.I1. Ozapesay

AKTyaabHOCTBh. B mocnennue aecsaTuiaeTus OTME4YaeTcs TeHACHIUS yBe-
JIMYEHUs 4Yuclla JeTed, POXKIEHHBIX NP IOMOIIM BCIOMOTraTeIbHbIX pe-
nponyKkTuBHbIX TexHonoruii (BPT). TexHonoruu cunrarorcs 6e30MacHbIMH,
OJJHAKO HAKAaIUIMBAIOTCS JaHHbIE O NOTEHLMAJbHBIX IHocieacTBusax. Oco-
00e BHHMaHHE MPEACTABIAET COCTOSIHUE CEPlIeUHO-COCYIUCTON CHCTEMBI,
BKJIIOYasl IIOBBIILIEHHBIN PUCK peaju3alMyd HapylleHui purtMma cepaua. Pe-
3yJBTAThl U3yYEHUs DIEKTPOPU3NOTIOTHUECKUX CBOWCTB MUOKAp/AA Y 3TOTO
KOHTUHI€HTa HEMHOIOYMCJIEHHBI, B TO BPeMs KaK OLIEHKA JIEKTPUUYECKON
HECTaOUJIBHOCTH MHOKap/a SBJISIETCS KIIFOYEBBIM MPOTHOCTUYECKUM (hak-
TOPOM Pa3BUTHS KapIHOBACKYIISIPHBIX COOBITHIA.

Heas. [IpoBectu aHanu3 3neKTpoGU3HOIOrHYECKUX MOKa3aTeIeid MUoKap-
Jla 'y HOBOPOXIEHHBIX JIeTeH, POJKIEHHBIX IPU IIOMOLIM METO/A IKCTPAKOP-
MOPaJILHOTO OMJIOAOTBOPEHUSI.

Marepuansl u MeToabl. [IpoBe€HO OAHOLIEHTPOBOE KOI'OPTHOE PETPO-
CHEKTHBHOE MCCIIEJOBAHUE TUIIA «CITy4all-KOHTPOJIb». B 0CHOBHYIO rpynimy
(I rp.) ObuH BKITFOUEHBI 110 HOBOPOXKJICHHBIX, POXKIICHHBIX IPU TTOMOIIU
TEXHOJIOTUH JKCTpakopropaisHoro ortonorsopenus (9KO). B koHTpoib-
Hyto rpyry (II rp.) Bonumwm 110 HOBOPOXKIESHHBIX, POKICHHBIX €CTECTBEH-
HBIM ITyT€M, COIIOCTAaBUMBIX 110 TECTALIMOHHOMY BO3PacTy.

Pesyabrarsl. [lo manneiv cranmaptHoit DKI' B HeoHarambHOM Iepuoje
CHUHYCOBBII pUTM y Aereil | rp. perucrpupoBaics B 88,2 % ciryuaes, mpo-
tuB Il rp. 96,4 % (p < 0,05). ¥V nereii | Tp. cuHycoBass TaxXUKapIus perH-
ctpupoBaiack y 47 % (p <0,001), a Opagukapaus y 15 % nerei. Torna xax
BO Il Tp. 3TH MapameTpr! HaOMIOMAMHCE Y 5 % 1 2 % neTeit COOTBETCTBEHHO
(p <0,001). YV 8 % nereii | rp. HaOmoganach MUrpanus BOAUTEIST PUTMA.
[TapameTpsl AemoNsIpU3aMy HAXOAWMIIHCE B TIpeeiax pehepeHCHBIX 3HaUe-
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Huil, 0e3 nocroBepHbIX paznuuuii. Cpeanee 3Hadenue QTc B I rp. cocra-
Bui0 423,7 + 7,19 mc nporus 399,28 + 1,94 (p = 0,0012). ITaTonornyeckoe
yuimHenue QTc (> 460 mc) BoisiBiieHO Y 14,5 % HOBOPOXIEHHBIX TPYIIIBI
OKO u 2,7 % Bo Il tp. (p < 0,005). B I rp. BEIBICHO yBETHMUCHNE ANUCTIEP-
cun unrtepsaia QT Ha 84,3 % (52 mc mpotus 28 mc Bo Il rp., p < 0,01), uto
CBUJICTEIBCTBYET O HAIMYHME IPOCTPAHCTBEHHON HEOTHOPOIHOCTH PETIOJIsi-
puzanuu MHokKapaa. BeisaBneHo yBenuuenue uHtepBasna Tp-Te B 1,15 pa3
(55 mc nporus 48 mc) u gucnepcun Tp-Te Ha 39,8 % (30,75 Mc npoTuB
22,0 mc). IIpu atom Tp-¢/QT u Tp-¢/QTc He mokazanu TOCTOBEPHBIX pa3-
muunii: B [ 1p.-0,2 mc mpotus 0,22 mc, B | 1p.-0,13 Mc npotus 0,12 mc,
cooTBeTcTBeHHO. CraxkuBanue 3youa T BwisiBieHbl Y 32 % HOBOPOXKAEH-
HeIX Tpynmsl OKO npotus 4 % (p < 0,001). MaBepcus 3youa T ormedanach
y 14 % nereii ocHoBHO# rpynmsl, p < 0,001.

BoiBoabl. TakuM 00pa3oM, BBISBJICHHBIC HAPYIICHUS PETIOSIPU3AIIAHN TPe-
OyIOT NajJbHEUIIEero M3yueHUs AJIsl ONpelesIeHUs] UX KIMHUYECKOW 3Hadu-
MOCTH W CO3/[aHHUs CTCIHAIM3UPOBAHHBIX MPOTPAMM 10 TIOAXOMY K BBISB-
JICHUIO TPYTII PUCKA.
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