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AHHOT auuna. NpefacTaBneHo KAMHUYECKOe HabntodeHe HOBOPOXKAEHHOTO pebeHKa ¢ Ype3BblYaiiHO peAKMM 3a60MeBaHu-
em — cuHgpom PURA. B M1poBOii Hay4HOI nTepaType CyLecTBYeT OrpaH1MyeHHOe KONMYeCTBO NybanKaLuii, NOCBALEHHbIX
[aHHOMY 3a60/1eBaHMI0, YTO AB/SETCA OCHOBHOM NPWUYMHONM, ONpeAensiowWeil CI0XHOCTb ANarHoCTUKKN. [aHHbIi cnyvaid ge-
MOHCTPUPYET HEOBX0AMMOCTb NPW CTOMKOM BbIP@XXEHHOM MWACTEHWYECKOM CUHAPOME Y HOBOPOXAEHHbLIX MOMUMO WCKIIHO-
YeHUA HacneCTBEHHbIX 60ne3Heli 06MeHa, NpoBefeHMe NOMHOFEHOMHOrO CekBeHupoBaHus AHK ans BbifsBNeHUS cMHApPOMa
PURA. KnuHunyeckuii cnyyain y pe6€Hka paHHero Bo3pacTa NpeAcTaB/ieH Kak npumep Tskenoro 3abonesaHuns ¢ Hebnaronpu-
ATHbIM TEYEHWEM Y BEPOATHOCTBIO YXYALLEHWUSA OTAENEHHOro NPOrHo3a.

Lienbto ABMNOCH OCBELLEHME KTMHWYECKNX MPOSABAEHWI, CNOXHOCTY Tepanuu AaHHON NaTtonorMm HeoHaTonoram, negva-
Tpam, HeBPO/IOraM C MO3ULMIA NOBbLILLEHNS KAYeCcTBa ANAarHOCTUKN AaHHOW NaTonoruu.
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A case of PURA syndrome in a newborn child (neurodevelopmental disorder
syndrome with neonatal respiratory failure, hypotension and feeding
difficulties; NEDRIHF(OMIM 616158))
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Abstract. A clinical observation ofanewborn child with an extremely rare disease - PURA syndrome is presented. In the world
scientific literature, there is a limited number of publications devoted to this pathology, which is the main reason that determines
the complexity of diagnosis. This case demonstrates the need for persistent severe myasthenic syndrome in newborns, in addition
to excluding hereditary metabolic diseases, to conduct whole genome DNA sequencing to detect PURA syndrome. A clinical
case in ayoung child is presented as an example of a severe illness with an unfavorable course and the likelihood of aworsening
separated prognosis.

The goal was to highlight the clinical manifestations, the complexity of the treatment of this pathology by neonatologists,
pediatricians, neurologists from the standpoint of improving the quality of diagnosis of this pathology.
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BBepfeHue

CuHpgpom PURA npeacTaBnseT cob0ii KpaiiHe pefKoe HO-
BOE€ BPOX/EHHOE reHeTMUYeCKoe 3aboneBaHve, nopaxaroLlee
HEPBHYIO CUCTEMY U XapaKTepusyloLeecs 3a4epXXKoi hpusu-
YecKoro pasBuTUA, B YaCTHOCTW, ABUraTe/IbHbIX HaBbIKOB,
TakuX Kak xofbba, YMCTBEHHOW OTCTanocTbio, 3afepXKKOl
pasBUTWSA peyun, HeoHaTalbHOW FMNOTOHWENR, Ype3MepHOit
COH/IMBOCTbIO, 3MuAencueid n gpyrumm aHomanuamu [1,2].
[aHHbIli cMHAPOM BbI3biBaeTCs MyTauusamu B reHe PURA, B
Xpomocome 5. Hacnegyetcs no ayTOCOMHO-AOMUHAHTHOMY
Tuny [3]. Benok Pura 0co6eHHO BaXKeH A1 HOPMasibHOro
pasBMTMA MO3ra, pocTa U feneHns HelipoHoB. BnepBsble 3a-
6onesaHune 6bINO ONMCAHO B MEAWMLMHCKOW nuTepaType B
2014 r. Ha cerogHsILIHWA feHb HacunTbiBaeTca 72 pebeHKa
C 3TUM fmnarHo3oMm. OfHako 0XujaeTcs, YTo BCé 6onee Wu-
pOKOe BHepeHWe HOBeliLLIEe TEXHONOMN «CEKBEHNPOBaHMA
reHOB» B TEYEHWE HECKONbKUX NeT NPUBEAET K YBENMYEHUIO
yucna 4UarHoCTUPOBaHHbIX ciydaes. M0 AaHHbIM NUTepaTy-
pbl, Ha ero JOM0 NPUXoANTCA MeHee 1% cny4vaeB 3afepXKu
passutua. [etn ¢ cuHapom PURA MOTyT Hay4MTbCA XO4UTb
Mo3)e CBOWX CBEPCTHMKOB, OfjHAKO MHOTMe HUKOrja He CMO-
ryT X04UTb. BbipasuTenbHble A3bIKOBbIE HaBblKW (CI0BAPHBbIA
3anac M BOCNPOW3BEfieHUe peyn), Kak npasuo, cTpajaloT
CUNbHEE, YeM peLenTUBHbIE A3bIKOBble HaBbIKM (CMOCO6-
HOCTb NOHMMaTb peyb). CuHapom PURA Yy HOBOPOXAEHHbIX
M feTeil NepBbIX MECsALEB XXW3HW MPOSABAAETCA OYeHb Cra-
ObIM MbILLEYHBLIM TOHYCOM U TPYLHOCTAMU NPU KOPMIEHUN
B BUJe 3aTpyAHeHns rnoTaHus (gucdarum), KoTopblie MOryT
COXPaHATbLCA Ha NPOTSHKEHNMN BCeld XXU3HU. Kpome TOro, HO-
BOPOX/EHHbIE WU IETU HA NEePBOM rOAY XU3HW MOTYT ObITb
Ype3smMepHO COHNIMBLIMU, UMETH HU3KYIO TeMnepaTtypy Tena,
Y HUX MOTYT OTMeYaTbCA NPUCTYMbI aMHO3 UAW 3NN30[4bl Y-
MOBEHTUAALNUW. DTN NPo6/IeMbl C AblIXaHMeM 06bI4YHO NPOXO-
aat nocne 1roga [2].

B paboTtax ipyrux aBTOpoB TaKXe YKa3blBaeTCs Ha TO, YTO
Yy HOBOPOXAEHHbIX U AeTell MepBOro roja >XW3HW CUHAPOM
PURA nposiBnsieTcs HapyLleHMeM pa3BUTUS HEPBHOM cuCTe-
Mbl, KOTOpas NPOABAAETCA 3aTPYLHEHUAMMN NPU KOPMIIEHUN
B COYETaHWMW C fblXaTeNbHON HeAOoCTAaTOYHOCTHIO, TSHKENON
FMNOTOHMWER NPU POXKAEHUN, KOTOPas U ABNAETCA MPUUNHON
[blXaTeNbHbIX PacCTPOMCTB, BK/OYAA armHO3 U FMNOBEHTU-
naymio (NEDRIHF). MHormm HOBOpPOXAEHHBLIM TpebyeTcs
MCKYCCTBEHHAasA BEHTUNALMSA NETKUX U NPOBeeHne Kopmie-
HWA Yepe3 30H[. MauneHTbl MMetoT 06LLYI0 3a4epXKy pa3sBu-
TWA, 4aCTO He Pa3BMBas CMOCOBHOCTb XOAUTb U FOBOPUTD,
X0TA TAXKeCTb 3a60/1eBaHNA MOXET ObITb PasnNyHOA. Busy-
anunsauma rosoBHOr0 Mo3ra 4acto nokasblBaeT rMnoMuenu-
HM3aLMI0 1 MapeHXMMaTO3HYI0 aTpoduio.

Mpu cnHgpome PURA TakXe pacnpocTpaHeHbl NoBTOpPSA-
owmecs npucTynsl anunencuun. Mpuctynsl 06bIYHO HaYW-
HaloTCA B BO3pacTe f0 5 NeT C HEKOHTPONMPYEMbIX NMOfep-
rmBaHuWili Mbiwy,. MoryT pasBMTbCA W TeHepann30BaHHble
TOHWKO-K/TIOHWYECKNe Cyfoporn, ComnpoBoXjatolnecs no-
Tepeli CO3HaHWS, MbILLIEYHON PUTUAHOCTLIO. Y NIOAENA C CUH-
apomom PURA cyaopory 4acto TPyAHO KOHTPO/MPOBATL.
[pyrve ocobeHHOCTM y ntofeid ¢ cuHgpomom PURA moryT
BKNIOYaTb aHoManuu cepfua, rnas, MOYenosioBOro TPakTa,
XenyaoyHO-KMLLIEeYHOro TpakTa u ckeneta [4,5].

Llenb uccnefosaHna — gnarHoctuka cuHgpoma PURA y
HOBOPOXAEHHOTO.
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OnucaHne KNMHNYeCKOro cny4vas

PebeHok, Hazap C. noctynun 8 HUMAM ®IrE0Y BO
PoctTTMY MwuH3gpasa Poccuu, (gupektop, A.M.H. JlebeaeH-
Ko A.A)) B OTfefleHne naTos0rMm HOBOPOXAEHHBIX U Hedo-
HOLWEHHbIX aeTet PHUWMATI (3aBegytowias OTAENEHUEM,
K.M.H. K.W. Na3zapeBa) B BO3pacTe 4 cyTOK A/id 06¢cefoBaHus
N NeYeHns U3 poANILHOIO foMa.

PebeHOK poawnca oT maTepu 29 neT, cTpagarolleli Xpo-
HUYECKUM MurenoHedpuTom (pemmuccusi), Muonuein cnaboi
cteneHn OU, CAOXHBLIM MUOMUYECKUM acTUrmatusmom OU,
XPOHWMYECKUM LUCTUTOM (CTafgus pemuccus). Y marepu Bbl-
ABMIEH Npofianc MUTPasbHOro KnanaHa 1 cteneHn. Pe6éHoK
pogunca OT BTOpPoi 6GepemeHHocTw. lMepBas 3aKkOH4MAaCh
posamu B 2008 r., npoTekana 6e3 0CobeHHOCTel, pebeHOK
300pO0B.

[aHHaa 6epemMeHHOCTb MpoTekana ¢ TPUXOMOHMA30M B
12 Hepenb, KAHAWAO03HBIM KOLNUTOM B 23 HefleNb, aHeMUEN
cpenHein cteneHn B 30 Hefenb. MNepBble LWeBeeHWs Naojaa, co
C/I0B MaMbl, 0TMevanunch ¢ 20 Heaesb.

Pofapl BTOpbIE, eCTECTBEHHbIE, B TO/IOBHOM MNpefneXxaHuu,
B CpOKe rectaumu 39 Hegenb 1 geHb. OTMeyanocb 4OpOL0BOe
N3NNTNE OKOJIOMNOAHLIX BoA. Macca npu poxaeHun — 2800 T,
AnnHa — 50 cM, OKPY>XXHOCTb r0/10Bbl — 32 CM, OKPY>XXHOCTb
rpyanm — 31 cm, oueHka no wkane Anrap — 8-9 6annios. Pe-
6eHOK poauncs B yA0BMETBOPUTENbHOM COCTOAHUU. C 3-X Cy-
TOK XXM3HU OTMevanacb Cy6UKTEPUYHOCTb KOXN.

B fileTCKOM OTfieNieHny pofnMbHOIO loMa COCTOsSIHME pe-
6eHKa pacLeHMBaNnoCb Kak CpefHeil TsHKecTn, 06ycnoBieH-
HOe MaHudecTaumeil HeBPONOrMYECKON CUMNTOMATMKA Ha
2-e CYTKM XW3HW B BUJE MbILLEYHON TMNOTOHWNM, MONOXMU-
TenbHOro pediekca babMHCKOro € fByX CTOPOH, CHUXXEHUA
(OM3MONOTrNYECKNX Peth/IeKCOB HOBOPOXAEHHOTO (Mon3aHuns,
X0AbObl, OMOpPbl), CUMMATOMAa «KOPOTKOW LUEU» N «MNOATAHY-
TbIX M/IeY», 1eBOCTOPOHHEN KpuBoLlen. OTmevancs nepuo-
[OMYECKN KPYMHOPa3MalnCTbli TPEMOP BEPXHUX U HUXKHUX
KOHe4HOCTell. Ha 4-e CyTKM XU3HU o06paliano BHUMaHue
HapacTaHWe HeBPO/IOrMYECKO CUMMNTOMATWKKM, MOSABNEHUE
rnasoABuraTe/ibHbIX HapylleHuii (nnasatroline LBUKEHUS
rnasHblX 670K, FOPM30HTaNbHbIA HUCTarm, cuMnTom [pe-
(e, CUMNTOM «3aXOAALLEr0 COMHLA»), yCUNeHNe TpeMopa Ko-
HeYHOCTeli M NOA60POLKa, CYA0POXHAA FOTOBHOCTb. [1poBO-
Aunacb MynbCOKCUMETPUSA, NoKasaTenu B npefenax HoOpMbl
(UCC — 132-136 B 1 MuHYTY; SpO2— 98-99%).

Pe6EHOK Haxoauncs Ha nevyebHO-OXPaHUTENbHOM PeXu-
Me, KOPMU/CA Yepe3 POXOK CLEXEHHbIM FPYAHbIM MOIOKOM
no 35,0 Mmn yepes Kaxaple 3,5 yaca, cocasn BANO, MeANEeHHO, He
cpbirmsan. Pe6EHOK 6bln OCMOTPEH AeXYPHbIM peaHMaTosnor
[N17 peLleHuns BOMpoca O fanbHeliluei TakTUKe BedeHUs pe-
6&HKa 1 C Y4ETOM TSHKECTU COCTOSHWUA U HapacTaHWUs HEBPO-
NOrNYecKoi CMMNTOMAaTUKK pebeHOK 6bin NepeBeaéH B OTAe-
NeHve NaToorMm HOBOPOXKAEHHbIX U HELOHOLLEHHbIX AeTei

Pe6eHOK MOCTYNUN B OTAENEHWE HA 4-e CYTKN XXU3HMW.
Mpu noctynneHmn obLiee cocTosHMe pebéHKa pacLeHuBa-
nocb Kak TsEénoe, 06ycnoB/ieHHOE BblpaXXeHHbIMU NPU3Ha-
KaMn HeBPONOrMYecKoin cumnTomatuku. MNepeBedéH Ha nu-
TaHve yepe3 30HA. KoXHble NOKpoBbl — 61eH0-PO30BbIE, C
CYOUKTEPUYHOCTBIO NMLA U BEPXHETO M/1e4eBOro nosca, ne-
propabHbIA 1 akpoLMaHo3 B NOKOE, yMeHbLUaoLWmecs npu
nofaye yBnaxHéHHoro kucnopoga. Cknepbl cBet/ble. ®Pu3mn-
0/10rMYecKoe HarpybaHme MonoYHbIX xxenes. OTEKOB HeT. [Ma-
CTO3HOCTMW HeT. TYprop MArkux TKaHei HecKONbKO CHUKEH,
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MOAKOXHO-XXMNPOBas K/eTyaTka UCTOHYeHa. MbllLeyHas cu-
cTema passuTa cnabo. Macca npu noctynineHun — 2565 r,
AnnHa Tena — 50 CM, OKPY>KHOCTb ro1oBbl — 32 CM, OKPYX-
HoCTb rpyau — 31 cm. Jetmuut mMaceol coctaBun 28%. JInum-
(haTUyecKne Yy3nbl He yBenuueHbl, 6e360Me3HeHHblE Mpu
nansnayuun. ®opma yepena nnarvoueanvs ¢ ByX CTOPOH,
60n1bLLIOW pogHNYoK 2,0x2,0 cM, Ha YPOBHE KOCTel Yepena.
Marnblii pOAHWMYOK LieneBUAHbIA. pyaHas KneTtka LuuH-
[PUYecKoil (hopMbl, KOHEYHOCTW He gedopMupoBaHbl. Ya-
CTOTa fAblXaHNA — 38 B 1 MUHYTY, pUTMUYHOE. [MepKyTOpHO-
NErOYHON 3BYK Haj BCE MOBEPXHOCTbIO NErkuX. [bixaHue
6e3 yyacTms BCnomoraTenbHOi MycKynaTypbl. [pu ayckynb-
Tauum BbiCNyWMBaeTCH (hM3NONOrnyeckn ocnabneHHoe apl-
XaHue B 0601X NETKNX, XpUMbl He BbiCNyLIMBalOTCA. YacToTa
cepheyHbIX COKpalleHnii — 144 B 1 MUHYTY, NynbC y40BET-
BOPUTE/NILHOTO HanpsXeHUs W HanonHeHus. Bepxylleu-
HbliA Tonuok B IV Mexpebepbe. TOHbI cepaua PUTMUYHbIE,
MPUTNYLLEHbI, HEXHbIA CUCTOMYECKNIA LUYM Ha BEPXYLLKE.
XKuBOT  MArkuin, 6e360Me3HEHHbLIA  NpWM  Nanbnauuu,
rMNOTOHMA MbILWL, NepeaHei GPIOLWHON cTeHKW. CocToAHMe
Nyno4yHON paHKM — B ckobe PoroBuHa. lMeyeHb Ha 1 cm
BbICTYMaeT 13-noj kpas pebepHoi Ayru, Kpain anacTUUHbINA.
CeneséHka He yBenuyeHa. CTyn npu OCMOTpe >KEnTo-
3eMeHbli, KawuueobpasHblil. MoyeucnyckaHne cBo60fHOE.
MouenonoBas cucTeMa CHOPMMPOBAHA MO MY>XXCKOMY TuMy,
ANYKN B MOLLOHKe.

HeBponorunyeckuii cTatyc: pebeHOK B CO3HaHMW, OAHAKO
BANbIA. CUMNTOMOKOMI/IEKC «BSANIOro» pebeHka. Ha ocmoTp
peakuus CHWKeHa, Npu 60MeBOM pasfpaXKeHWU FPOMKMIA
HENpPOAO/MKUTENbHBIA KPUK. [uameTp 3paykoB HOpMab-
Hblii, D=S, peakuusa Ha CBET «kuBas». [BWKEHUS TNasHbIX
A610K nnasatowne. OpU3OHTaNbHbIA HUcTarm. MeHuHre-
a/lbHbIX 3HaKOB HeT. PU3NONOrnyeckme pedekcobl opanbHo-
CMMHaNbHLIX aBTOMATU3MOB PE3KO CHUXXEHBbI, COCaTe/bHbIN
1 rnoTaTenbHbIA pediekcbl — BANble. BprolwHble pediekch
CHWXeHbl. [iBuratensHasa cepa: «nosa NArywkmy». O6bém
aKTUBHbIX ABWKEHWIA pe3Ko CHWKeH. ConpoTuBfeHWe nac-
CUBHbLIM [IBUXKEHUAM B KOHEYHOCTAX CHWXKEHO. CyX0XuWib-
Hble pednekcbl C HWKHUX KOHEYHOCTEA C paclumpeHvem
pedhieKCoreHHbIX 30H, C BEPXHUX KOHEYHOCTEN — CHUKEHDI,
D=S. MWOKIOHWK CTOM. MbILLEYHbIA TOHYC — BbipaXKeHHas
TMNOTOHUSA B NPOKCUMASbHBIX ANCTANbHBIX OTAENaX KoHey-
HOCTel, «NATOYHbIE CTOMbI». IMpy Tpakuymmn 3a pykn — 06-
Las runoToHuns. Pediekcbl Onopbl U LWaroBoro asTomarusma
YrHETeHbl, MPU aKCWINAPHOM MOJBELIMBAHUN OTMeYaeT-
€A BblpaXKeHHOe pasrubaHue Hor. Tpemop Menko pasmallu-
CTblA, CMOHTaHHbIE W KOHTaKTHble B3fparnBaHWUs BEPXHUX
M HUXKHUX KOHEYHOCTel. Bo CHe 0TMeyaloTcs yacTble roTa-
TeNbHble ABVKEHNS W 3NEMEHTbI NepeXKeBblBaHWUIA U «nNpuy-
MOKMBaHWii». [ofeprueaHne MUMUYECKOW MyCKynaTypbl v
BeK (OMepKynsapHble cyfoporu). JIEBOCTOPOHHAA KpUBOLLes.
«BbITAHYTasA» Lues.

PebeHOK Haxoguncs B oTgeneHumn 33 gHs, ¢ 24.01.21 no
26.02.22. 3a Bpems rocnutanusauuy 6bina npoBefeHa BCA
Heob6xo4nMas nabopaTopHas U UHCTPYMeHTanbHas anarHo-
CTWKa, NO3BOJIMBLLAS BbICTaBUTb OCHOBHOW W COMYTCTBYHO-
LMe AWMarHosbl, OMpefennTb TaKTUKY BefeHWUs U feYeHus
faHHoro pebeHka. Ha MOMEHT nocTynneHuns pebeHka (Ha 4-e
CYTKW XW3HU) B 00LLeM aHann3e KpoBu obpallana Ha cebs
BHUMaHue neiikonenms (6,8x109n), HeiTponeHus (29%)
TpomboumnToneHus (143x109n), B ob6Wem aHanuse Mouun

naTonorun He BbiABNeHO. Ha 5-e CyTKM XU3HW y pebeHka
MoOABU/INCL KPAaTKOBPEMEHHbIE anHo3, a TaK)Ke 0TMeyanochb
NposiB/IEHNE reMOpPParMyeckoro CMHAPoOMa B BUfe KULLIEYHO-
ro KpoBoTeYeHus, NOTPebOBaBLLEr0 BBEAEHWe OLHOrpynmn-
HOW 1 OHOPE3YCHOIi CBEXE3aMOPOXXEHHON Ma3mMbl C LeNbio
KOpPeKUUM NnasMeHHo-KoarynaumoHHoro 3seHa remocrasa.
Mpy MOHMTOPUPOBAHUW KUCNOTHO-LLEIOYHOr0 COCTOAHUA
KpOBW OTMeuasnca MeTabonnyecknin aungos, runepnakrare-
Mua (2,8 MMonb/n).

B o6Lem aHannse KPoBM COXpaHanacs TPOM60OLMTONEHUA
(112x109n), B (hopMyne KpOBY NOABMUICA CABUT O NANIOYKO-
AAepHbIX HeliTpodmnos (5%). Broxumuueckoe uccnefosa-
HWe KPOBW BbIABWUO rnnepbunmpybuHemmto (171 mkmons/n)
3a CYéT HenpsAMoi (pakymm (149 mkmonb/n), rMNonpoTeun-
Hemuto (42,3 r/n), runoansbymuHemuto (31,4 r/n), Hopma-
TUBHbI/ ypoBeHb TpaHcamuHa3z (ACT wu AJT). Wccnepo-
BaHWe KoarynorpamMMbl He BbISIBUIO CHUXKEHWE CUHTe3a
(haKTOpPOB CBEPTLIBAHUA KPoBM. Obpallano Ha cebs BHUMA-
HWe, YTO B AMHaMWKe 3a60neBaHMs B 6MOXMMUYECKOM aHa-
Nn3e KPOBU Ha (DOHE CHUXKEHWS YPOBHA 06Lero 6ununpy-
6uHa (171 mkmonb/n > 85,3 MKMOb/N), HapacTan ypoBeHb
NpsSMOIA (pakumm, MPOLEHT KOTOPOI OT 0bLiero 6unmpyoum-
Ha coctaBun (12,9% >19,2% ->27%), npn 3TOM OTMeYanochb
1 HapacTaHue yposHa ACT B 4 pa3sa (22,4 U/l > 90,7 U/l Ha
13-e CYTKM XW3HU. YPOBEHb KpeaTUH(OCOMKMHA3bI Ha 6-€
CYTKW XXW3HU MeN HopMaTuBHOe 3HauveHue (59 U/l), ogHako
B lMHaMuKe 3a60/1eBaHnsA Ha 13-e CYTKM XXNU3HU 0TMeYanoch
ero nosbiweHne B 3 pasa (187 U/l). YposeHb ITT 6bin
nosbiLlLeH 1 coctasun 391,7 U/I.

VccnefoBaHne KPOBWM Ha TOPMOHbI BbISIBUNO CHUMXKE-
HVe YPOBHS TMPeoTPOnHOro ropmoHa go 0,43 MKME/mMn n
TpuiiogTupoHnHa (1,1 Pg/ml), cHWXeHne ypOBHS KOPTK30-
na (11 Hmonb/n) NpuW NOBbILEHHOM YPOBHE aipeHOKOPTUKO-
TponHoro ropMmoHa (92,7 nr/mn).

B nabopaTopuyu MONeKynspHOA natonorun «leHomesy,
r. Mocksa, 6b1110 NpoBefieHa TaHAEMHas Macc-CrneKTpoMeTpus
(TMC) B BO3pacTe 16 CyTOK XWU3HW. BbIN0 BbIAABMEHO MOBbILLE-
HVe KOHLeHTpauum rnnumHa fo 1613,217 MmkM/n, KoTopoe Mo-
XKET HabnaaTbCA NPW HEKETOTUYECKOW TMMNeprinLuHEMIN.

PebeHKy Oblnv NPOBefeHbl CrefyroLwye NHCTPYMEHTaNb-
Hble 06CcnesoBaHue.

HelipocoHorpaMma nokasana, 4YTo GOKOBble >Xenygou-
kn — 1,0x1,0 mm, wenesngHsble, Il xenygoyek — 4,0 mMm,
nonocTb Npo3payvyHoii neperopogkn — 6,7 mMm. Auddys-
HOe MOBbILEHNE 3XOTEHHOCTWN MEPUBEHTPUKYNAPHOK 06-
nactu, obnactu MOAKOPKOBLIX Afep W Tanamyca. HeogHo-
POAHOCTb COCYAMUCTLIX CNMeTeHWA. BbipaXeHHble NpU3HaKu
He3peniocTn rofIoBHOro Mo3ra. AuddysHble rMnoKcnYecku-
MLweMnYecKne n3MeHeH s napeHXnmMbl rof0BHOrO Mo3ra, oT-
E4YHOCTb NEPUBEHTPUKYNAPHLIX 30H. YMepeHHaa funartauns
TpeTbero Xenyaoyka. Cnesa B 061acTv nepegHero pora 6o-
KOBOr0 XenyzAouka fouumpyetcsd cy6aneHaMmanbHoe ynnoT-
HeHue B cTagun nusmca 2,0x5,4 mm.

TpaHCcKpaHuanbHas fonnneporpaus nokasana Bbl-
paXXeHHyI0 LepebpanbHY0 apTepyvOBEHO3HYIO HejocTa-
TOYHOCTb. KOCBEHHble MPU3HAKW TPAH3UTOPHOW BHYTPU-
YepenHoi TFUMNepTeH3nnM C TFeMONNKBOPOSUHAMUYECKUMU
paccTpoiicTBamu.

Mpu nposegeHun MPT ronoBHoOro mosra MOpPOKOB He
BblfiBNEHO. BbifgBneHa MP-kapTuHa MeNkol KWUCTbl Mpo-
3payHOii  NeperopofkW,  He3HauWTenbHOW  gunatauum

MeanumHckunin BecTHUK KOra Poccun
2023; 14(2):84-89
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NMKBOPOCOAEPXKALLMX MNPOCTPAHCTB, WLLUEMUYECKOTO Mo-
paXKeHns KOPTUKOCMUHAMbHbLIX TPAKTOB rO/10BHOr0 MO3ra.
MP-Npy3HaKOB NaToNorMM MHTPaKpaHuanbHbIX apTepuin n
BEH He onpefensercs.

YnbTpa3ByKOBOe MCCNef0BaHNE OPraHOB GPIOLLHON Noo-
CTV BbISIBU/MO HEPE3KYIO AMnaTaumio YalleyHo-/10XaHOUYHOro
Komnekca 06enx noyek. Pasmep HafNnoOYe4YHMKOB — B Mpe-
[ienax BO3pacTHOW HOpMbl. 3XOKC — (yHKUMOHUpYIOLW e
(heTasibHble MPOTOKMN (OTKPLITOE 0BA/IbHOE OKHO), NPW 3TOM
COKpaTWUTe/IbHas CMNOCOBHOCTbL J/1IEBOFO >Kenyfouka Obina
COXpaHeHa.

Ha 33l peructpupoBanucb YMepeHHble 06LLLEMO3roBbIe
n3MeHeHus. CHWKeHne (QYHKUWOHANbHON NabunbHOCTH
KOPKOBbIX MPOLIECCOB. YCUIEHNE BOCXOAALMX aKTUBUPYIO-
WMX BANSHUIA PeTUKYNAPHOWA (opmMauun cTBoa rosI0BHOrO
Mo3ra. TUMUYHBIX 3NMUKOMMIEKCOB 1 NMapoKCU3ManbHOMN ak-
TUBHOCTM 3aperncTpupoBaHo He 6b10.

Ha peHTreHorpamme OpraHoB rpyAHON U GpOLLIHON No-
NOCTU 6bINO BbIAABMIEHO [IBYCTOPOHHEE CHUXKEHWE MHeBMa-
TU3aUMWN IEFrOYHOI TKaHW, TUMNEpnHeBMaTU3aumsa neTenb
KULLEYHUKA.

Takxe OblIM MPOBEAEHbl KOHCY/MbTaUWUM Y3KUX Creum-
anncToB. 3HAOKPWMHOMON: HWU3KMIA ypoBeHb kopTm3ona (11
HMO/Ib/N1) W NOBbILWEHNE afpPeHOKOPTUKOTPOMNHOro ropmMoHa
(92,7 nr/mn) B KPOBYW pacLeHNBaeTCA KaK TPaH3UTOPHbIA ru-
MoKopTMLUMN3M. OKYNUCT: aHrMonaTua ceTyaTkn NepBoi cTe-
neHun o6oux rnas. JeTckuii HeBPOOT: NOcNeaCcTBUe Lepebpo-
CMWHaNbHOW pOAOBOIM TpaBMbl Ha (HOHe BHYTPUYTPOOHON
runokcmu, LepebpanbHol uweMun. MepuBeHTPUKYNSAPHOE
KpoBom3nuaHue | cteneHn cnesa, CUHAPOM reMOSIMKBOPOAN-
HaMMYeCKUX PacCTPOCTB, CUMNTOMATUYeCKas anuaencus;
CUHAPOM MbILWEYHOW ANCTOHWMU. YUnTbiBas Hanmume cygo-
POXXHOTO CUHAPOMA, MUOKIOHUYECKMX CYfOpor, Heobxoau-
MO UCKNOYaTb Hac/neAcTBeHHble 60n1e3HM 06MeHa. MeHeTuK:
pes3ynbTaTt KapuoTtuna Hopma — 46 XY.

Ha ocHOBaHUWM KNMHWKO-N1abopaToOpHbIX U UHCTPYMEH-
TaNlbHbIX AaHHbIX pebeHKy NocTaB/lieH OCHOBHON KAWHUYe-
CKWiA amarHo3 «P05.2 HegocTaTOYHOCTL NMUTaHMA nnoda 6e3
YNOMUHAHUA 0 «MafIOBECHOM» WU ManeHbKOM A8 rectaum-
OHHOro BO3pacTa: pebeHOK, POXAEHHbIV MpW CPOKe recra-
uun 39 Hefenb 1 fieHb ¢ Maccol Tena npu poxgeHun 2800 T,
COOTBETCTBYIOLLENA CPOKY rectaummn.P52.0 BHyTpuKenygou-
KOBOE HeTpaBMaTW4eCKoe KPOBOWU3NUSHWE Y HOBOPOXAEH-
Horo | cTeneHu cnesa. Vwemuns mo3sra cpefiHeil CTeneHn T4-
XKeCcTu, OCTpbIA nepuog, cCMHAPOM yrHeTeHunsa LIHC, cuHapom
napoKcu3MasbHbIX COCTOSAHMWIA, CUHAPOM nceBAobynb6ap-
HbIX HapyLUEHW, CUHAPOM BereTo-BMCLEPanbHOM ANCHYHK-
Lnn, yCTaHOBOYHAA NEBOCTOPOHHAN KPUBOLLIES.

ConyTcTByloWMe KAMHUYECKNE AuarHosbl: «E72.5 Ha-
CefiCTBEHHOE reHeTnYeckoe 3ab6onesaHne 06MeHa BeLLecTB:
HeKeToTMYecKas runepramunHemmna? MUTOXOHAPUanbHas
60Me3Hb HeyTOYHEHHaa? TpPaH3UTOPHbIA TUMOKOPTULM3M.
P39.8 IHdekuma cneymngpmnyHaa 4ns nepmHaTasbHOro nepuo-
[ia HeyTOYHEHHOI BUpYCHOIi/6akTepuanbHoii (Staphylococcus
aureus, Streptococcus agalactiae) aTnonorum ¢ passuTmem ne-
pvHaTansHoro nopaxeHus LIHC, remopparvmyeckoro CuH-
[pOMa, aHeMWW NErkoW CcTemeHW THKECTW, TPaH3UTOPHOWA
TpomboumuToneHun. Q21.1 ®dyHKUMOHUPYIOLLaa heTanbHas
KOMMYHWKaLWSA: OTKPbITOE 0Ba/IbHOE OKHO».

PebeHky ObliM  MNpoOBefeHbl  cnegytoLlee
MeponpuATnS:

nevyebHble
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- WH{Qy3MoHHaa Tepanus — 10% rnOKo3a ¢ KOMMOHEHTa-
My, 10% amuHoBeH-UHMaHT, 20% NUNOPYHAUH:

- aHTureMopparvyeckas Tepanus — Bukacon, 12,5%
aTam3unarT;
- aHTMbakTepuanbHas Tepanua — Cy/bTacuH, LedoTak-

CUM, aMUKaLWH;

- CUenbio npounakTuky anHoa — 20% KodeunHa-6eH3oar;

- MeTtabonmyeckas Tepanua — UUTOMNABUH, aCKOPOGUHO-
Baa Kucnota, 30% anbKap;

- HOOTpOMHas Tepanns — KOPTEKCUH;

- BUTaMMHOTEpanua — MNUPUAOKCUH, Yepefya C TMaMuHa

XNOpUAOM;

- KOppeKums remMoctasa — CBeXe3aMOpPOXeHHas niasma

B(lIl) Rh (+) Nei;

- 6uonpenapaTbl — 6aKceT 636u;

- renatonpoTeKTopHasa Tepanus —ypcodanbk;

- CeNneKTWBHas [JeKoHTaMuHauus — KOJWNPOTEAHbI
6akTepuodar;

- MpounakTMKa oCTEONEeHNN — aKBaLeTPUM;

- WHTepdepoHoTepanusa — cBeumn reHdpepoH-J1ainT;

- TOpMOHOTepanus — KopTed;

- KucnopogoTepanus;

- opToneauyeckunii BOpoTHMK LLlaHua.

Ha coHe NpoBoAVMMOI Tepanuu 3a Bpems HaxoXgeHus
B cTaumoHape (33 CyTOK) y MasibyvKa yaydllunicsa anneTuT,
oTMeyasiacb NONOXWUTENbHAA AMHaMMKa B Macce Tena (npu-
6asun 893 1), NpW NacCUBHBIX ABMKEHNAX 0TMeYanocb Mbl-
LLIeYHOe COMPOTUB/IEHNE B KOHEYHOCTAX, aKTUBHblE [BU-
XXeHWs B MONHOM 06bEMe. [nameTp 3paykoB HOPMasbHbIN,
S=D. Peakuus Ha CBET COXpaHeHa. 3a UTPYLLKOI KpaTKoBpe-
MEHHO MbITaeTCA NPOCNEXMBATb, B3rNAL KPaTKOBPEMEHHO
nbiTaeTcs ukcmposaTb. COXpaHAOTCA NiaBaloLLme fBuxKe-
HWA rNa3HbIX A6M10K, 04HAKO B ANHAMUKE MEHEe BblPaXeHbI.
Cypgopor, Cy4OopOoXHOW roTOBHOCTM He OTMevaeTcs. Cyxo-
XUNbHbIE PedIEKCbl OXUBJIEHbI C HUXHUX U BEPXHUX KO-
HeyHocTell, D=S. MblIlWeUHbIi TOHYC AUCTOHUYEH C TEHAEH-
Lyei K TMNOTOHUW MblILLUL, BEPXHUX N HUXKHUX KOHEYHOCTEN,
«MATOYHbIE» CTOMbI. Mpy TPakuMy 3a PyKU XBaTaTe/bHbIA
pedhiiekc 6oniee BbIPaXEH, MblTaeTCA KPATKOBPEMEHHO Mof-
TarneaTtbcs. PassefieHne 6efep nosnHoe. PU3NONOrUYeCKue
pethnieKchbl OpasibHO-CMUHANIbHBIX aBTOMATU3MOB CHUXKEHBI,
OproLLHble pedneKchbl BbI3bIBAKOTCS, r10TaTe/bHbIA pediekc
1 cocaTenibHblii pethiekc BoccTaHOBUAMCH. Ha 601eBoit pas-
LpaxuTeNb peakuus Kpukom. Mpockinaetcs nepes Kopmie-
HUAMU, Bpems 604PCTBOBAHUA MEXAY KOPMIEHUSMM YBeu-
unnocb. CpbIrMBaHWii, PBOTLI HET. 3HTEPa/IbHOE KOpMJieHue
(cuexxeHHOe TpyAHOE MOJOKO), BbicacbiBaeT 90 M/ Kaxfble
3 yaca, COc&T akTMBHO. Bo Bpemsa kopmneHmit (1-2 pasa 3a
CYTKMN) OTMeYatoTCA NonepxmBaHus.

Pe6&HOK 6bin BbINWCAaH B YAOBNETBOPUTENBHOM COCTOA-
HAM NO MECTY XWTeNbCTBa Mo HabMofeHNe y4acTKOBOro
neguarpa ¢ peKoOMeHAaLNAMU.

lMoBTOpHOE MccnefoBaHNe TaHAEMHasA Macc-CrneKTpoOMeT-
pvs B nabopaTtopuv MONEKYNSPHON natonoruu 6bino mpo-
BefleHO B BO3pacTe 2 MecALeB XMW3HW. o pe3ynbTatam uc-
CrefloBaHWA JaHHbIX 38 HACNeCTBEHHbIe aMUHOaLMaoNnaTum,
opraHuyeckune aunaypum n gedexktbl MUTOXOHAPUATbHOTO
6eTa-0KNCNEHNS HE BbISB/EHO.

B TeyeHmne NepBoro roga Xun3Hu y pebeHka oTMeyanach 3a-
[lepXXKa NCMXOMOTOPHOTO pa3BuTusA. Pe6eHoK fBa pasa 6bi
rocnuTanu3npoBaH B [ETCKUe OTAeNeHusa N8 NpPoBefeHus
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HEeEpPBHOrIoO pa3unTtTmnsa c HeoHaTaNbHOW AblXaTe/IbHOW HEJOCTATOYHOCTbLIO,

runoTtoHuneii n TRYQHOCTAMWU MNPV KOPMNEHWWN; NEDRIHF(OMIM 616158))

peabunnTauMoHHOro neyeHus. B 5 mecsaues pebeHoK Haxo-
[OUNCA Ha CTaLMOHAPHOM NIeYeHUN NO NOBOAY NATEHTHOM Lu-
TOMEranoBUpyCcHOW WH(eKUNN, NpaBOCTOPOHHEN BepxHe-
[,0neBoin NHeBMOHWKW. B Bo3pacTe 10 mecsAueB (hM3nyeckoe
pasBuTue AMCrapMOHWYHOE 3a CYeT M36bblTKa maccbl. Mac-
ca 11 kr (nepueHTunb — 90-97%). NHAeKC mMacchl Tena —
19,04. Poct — 76 cm (nepueHTUNb — 75-90%). MaTonorum
CNyxa, 3PeHNs He BbIABNEHO. B HeBponoruyeckom craryce
006LLEMO3IOBbIX U MEHUHTeaNbHbIX CUMNTOMOB HET. PUKCK-
pyeT B3rnaf, cneaut 3a npegmetamu. CocaHve u rnoTaHue B
HOpMe. F3blK B MOJIOCTU PTa HECKOJIbKO AUCTOHWYEH. Mbl-
WEYHbIA TOHYC B KOHEYHOCTAX FMMOTOHMYEH. CyX0XuUib-
Hble peneKchbl BbI3bIBAOTCA, CHWXKeHbl. [MaTonornyeckmnx
pedhIeKCOB He BbIAB/IEHO. [0M10BY AEPXKMUT C 7 MecALEeB, ne-
peBOpayMBaeTCA CO CrWHbI Ha XXWUBOT C 9 MecALeB, B peyn
CKYHOCTb 3BYKOBOrO 3anaca, B OCHOBHOM TryfeHue. Pac-
CMaTpuBaeT CBOW PYKU, YAEPXUBAET BIOXKEHHbIE UTPYLLKN.
[McnxomMOTOpHOE pa3BuTUE COOTBETCTBYET 4-4,5 MecAuaM.

Ha 33 kopkoBas puTMukKa copmupoBaHa. dnwunen-
TU(POPMHOI M 04aroBOW MaTONOrMYECKON aKTUBHOCTM He
3aperncTpupoBaHo.

Ha anekTtpomuorpaMMe OTMEYaeTCA CHIMDKEHWE aM-
nanTys M-0TBETOB, CHWXEHWE aMNauTyf W AJUTeNbHO-
ctn MAE, yckopeHve pekpytuposaHua TAE, nokasatenu
TYPHO-aMNAUTYLHOTO aHann3a HWXe HOPMaTMBHbLIX rpa-
HUL. PebeHKy 6bin BbICTaBNeH OCHOBHOW KIMHUYECKUIA
aunarHos: «G71.1 MuOTOHUYECKUIA CUHAPOM Y pebeHKa ¢
CUHAPOMaNbHOM natonorveid. 3afepXkKa MNCMXOMOTPHOrO
pas3suTusA». CONyTCTBYIOWNA KANHUYECKNA [AMAarHO3 —
«K26.8 HapyweHne camoCTOATeNIbHON BepTUKanM3almm,
cuaeHna. Z299.8 3aBMCUMOCTb OT Kpecsia-KOoMACKW, Oropbl
LN5 CULEHNA, OMOPbI A5 CTOSAHUA».

C y4éToM AaHHbIX aHaMHe3a, COXpaHAoLLelica B BO3pacTe
1roga 5 MecALeB BbIPAXXEHHOW 3aLepXXKN MCUXOMOTOPHOIO
pasBuTUA, OTCYTCTBUSA MOMOXUTENBHOTO 3h(heKTa OT NPOBO-
OUMbIX KypCOB peabunmTalMoHHON Tepanuu, a Takxe Toro,
YTO LUMPOKUIA MeTaboNNYECKNIA CKPUHWHT, KOTOPbIA BKAIO-
Yan aMUHOKWUCNOTLI, Mefb, LiepynoniasmmnHd, Mo4YeBblie opra-
HUYeCKMe KUCMOTbl U MYKOMucaxapubl, fan HOpMasbHble
pesynbTathl, pe6éHKY B MefLuKo-reHeTMYecKoil naboparto-
pumn «Evogen» (r. Mocksa) 6b1n10 NpoBefeHO NOSHOreHOMHOe
cekBeHupoBaHve AHK ¢ Lenbio nomcka reHeTUYecKnX Bapu-
aHTOB, AB/AIOLLNXCA BEPOATHOW NPUYMHOI 3a60M1eBaHmA.

Bbln npoBeféH MOWCK MATOTEHHbIX MyTauMWii, accouu-
MPOBAaHHbLIX C KAWMHWYECKWM [MAarHo3oM W MNpPoYMMM Ha-
CneAcTBeHHbIMW 3aboneBaHUAMU CO CXOAHBIMK (DEHOTU-
NMAYECKUMU NPOSABNEHUAMMW, MO pe3ynbTaTaM KOToporo
BPayOM-reHeTUKOM ObIfo CAenaHo crnegytoLee 3aknoyeHme.

OG6Hapy>XeH paHee He OMWCaHHbIA B NMTepaType Ba-
puvaHT B TreTepo3nroTHOM COCTOSHUM B 3K30He 1 u3 1
reHa PURA, npuBoAAlWNiA K CABUTY pamKW CUYMUTbIBaHWA
p.Thrl01LeufsTer124. MatoreHHble BapuaHTbl B reHe PURA
NPUBOLAT K Pa3BUTUIO ayTOCOMHO-AOMUHAHTHOIO HapylLue-
HWS Pa3BUTMS HEPBHOIN CUCTEMbI C HEOHATA/IbHOM AbIXaTe/lb-
HOW HefOCTaTOYHOCTbIO, TUMOTOHMER U TPYAHOCTAMU NpU
KopmneHun (OMIM 616158).

BapuaHT He BCTpeyaeTcsa B 6a3e AaHHbIX NONYNALMOH-
HbiX yacToT gnomAD v.3.1.10., ¢ 60nbLION BEPOATHOCTLID

NPMBOAUT K MoTepe (YHKLUMW COOTBETCTBYIOLLEN KONUK
reHa. Jpyrux 3HauMMbIX W3MEHEHWIA, COOTBETCTBYHOLLNX
KpUTEPUSAM NOMUCKa, He 06HapYy»XeHO.

O6ceyxaeHune

OCO6GEHHOCTbIO [JaHHOTO Cflyyas fBNSEeTCA TPYAHOCTb
paHHero BbISBNEHWNA TaKOro PefKoro 3ab0/1eBaHUA Kak CUH-
apom PURA, OTHOCSALLErocs K HacfiefCTBEHHbLIM HEPBHO-
MblLLIEYHbIM 3260/71€BaHMAM, COMPOBOXAAKOLNXCA ANDDY3-
HOW MbILLIEYHOV rMnoToHueld. OnucaHo 6onee 80 pas3MYHbIX
3a60/1eBaHMiA, CONPOBOXAAOLMXCA B paHHEM BO3pacTe Ta-
KM CUMMNTOMOKOMMAEKCOM. [ns 0603HaqeHns anddysHoii
MbILLEYHON FTMMOTOHUU BHE 3aBUCUMOCTM OT €€ MpOoMCXo-
XAEHNA UCNOMb3yeTCA TEPMUH «BS/bIA pe6EHOK», He UMetD-
LKA HO30M0TMYECKON CaMOCTOATENLHOCTM [6].

B onucbiBaemMo KIWHWYECKOM Cly4yae anroputm Aud-
(hepeHUManbHON ANArHOCTUKM Hayancs UMEHHO ¢ o06Hapy-
XeHuns y pebeHka CMMNTOMOKOMMEKCA «BAMbIA pebeHOK».
YuntbiBas, YTo NpUUYNHaMU SUQPPY3HOA MbILLEYHOR Tuno-
TOHWUW MOTYT 6bITb MOMUMO MEPUHATANILHBIX TMMOKCUYECKM
- VLWEMUYECKMX U TpaBMaTUYeCKUX MOPaXKeHWN HepBHOM
CUCTEMBI U Hac/eICTBEHHbIE 60/1e3HN 0OMeHa BeLLLeCTB AU-
(hepeHUManbHas AWarHocTWKa NPOBOAWMNAChE MeXAY BHY-
TPUXKENYAOUYKOBLIM HETPaBMaTUYECKUM KPOBOU3/IUAHUEM
Yy HOBOPOX/EHHOTO | cTeneHu cnesa, UweMmneidi Mo3ra cpej-
Hel CTeneHn TAXKECTW N HacnefCTBEHHbIM FEHETUYECKUM 3a-
6onesaHvem o6MmeHa BelecTB. lMocnegHee 6bI0 UCKNKOYe-
Ho. VI nuwb B Bo3pacTe 1roga n 5 mecsues pebeHKy 6b110
NpoBefieHO NMOSIHOreHOMHOe cekBeHnpoBaHue HK, BbisBe-
Ha myTauus B reHe PURA u BbicTasnieH anarHo3 «CuHapom
PURA». [laHHble cny4ail NpogeMOoHCTMPOBas, Y4To 13-3a 06-
LWUMPHOW KNMHWYECKOl reTeporeHHocTM cuHgpoma PURA
MPOoLeCC ANAarHOCTUKN MOXET ObiTb OYEHb C/IOXHBIM faxe
[N ONbITHBINA KNUHWLWUCTOB.

Mpobnembl  AMArHOCTUKM  HACNeACTBEHHbLIX HEpPBHO-
MblLLEYHbIX 3a60/1eBaHN Y HOBOPOXAEHHbIX CBA3aHO C He-
CNeunpUYHOCTLI0 CMMNTOMOB, MAacKWpOBKOW nNof Apyrve
3abonesaHusa (3anunencus, HelMpoMHMEKLMA, nepuHaTanb-
Has NaTonorusa), HU3KOM YacTOTON BCTPeYaeMOCTW AaHHOW
naTonoruu.

3ak/oueHue

Takum o06pa3omM, Heo6X0AMMO YUMUTbIBaTb B ANArHOCTU-
YeCKOM MOWCKe, YTO HacnefCTBeHHble 3abonesaHus, Conpo-
BOX/AOLLMECA MbILLEYHON TMMOTOHMEN, BKIOYAOT fedek-
Tbl HA FTEHHOM WM XPOMOCOMHOM YpOBHe. HecMoTpsa Ha To,
4yto cuHapoM PURA fABNSETCA pPefKuUM reHeTuyecku 3a6o-
NneBaHWeM, K/IMHUYECKAs CUMNTOMATMKa KOTOPOro HOCUT
Hecreundunyueckuii xapaktep, He06XOAMMO MOMHMWTb, UTO
[aHHbIA CMHAPOM MMeeT 06LLMe YepTbl, COOTBETCTBYHOLLME
BPOXAEHHOMY MMWaCTEHMYECKOMY CUHApPOMY. HeoHaTtoso-
MM AOMKHbI UMETb HACTOPOXEHHOCTb B OTHOLLEHWUW AaHHOW
naTosiorMm N BO3MOXHOCTb MPY CBOEBPEMEHHOM Harnpas/ie-
HUM pebeHKa Ha KOHCYNbTaUMIo K Bpayy-reHeTuKy nposege-
HUA MOMHOreHOMHOro cekseHuposaHua AHK. PaHHaa gua-
rHocTuka cuHgpoma PURA Heo6xoauma Ans onpegeneHus
06bEMa KOoMM/eKca TepaneBTUYeCKNX BO3AENCTBIIA, MPOrHO-
31pOBaHMNA TeuyeHna 3a60neBaHNA 1 NPOPUNAKTUKN NOBTOP-
HbIX C/ly4aeB POXAEHUA AeTeli C 4aHHON NaToNorvei.

MeanumHckunin BecTHUK KOra Poccun
2023; 14(2):84-89
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