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AHHOTaums. B ctatbe npeacTaBneHbl 0COGEHHOCTM TedeHns 3abonesaHns y pebeHka ¢ cuHapomom Bonbda —
XupLixopHa (C XapakTepHbIMU KIMHUYECKMMMW MPOSBNEHNSMU N MOMNEKYNAPHO-TEHETUYECKUM MOATBEPKOEHMEM),
POXAEHHOro NyTeM 3KCTPEHHOW onepaummn Kecapesa ceyeHns npu cpoke rectaumm 30 Hep, oT 6epemeHHOCTH, Npo-
TekaBLUen Ha POHEe OTArOLLEHHOrO aKyLUepCKO-TMHEKONOrM4eckoro aHaMmHesa 1 peumanBupyoLLENn repneTuyeckon
NHEKLUM y MaTepu, TSXKENOro TeYeHNs HeoHaTanbHoOro nepmopa ¢ 6PoHX0-NEro4YHON N BPOXAEHHON reHeTUYeCcKon
naTonorven HepBHOM CUCTEMBI, C NPOSBNEHNSIMN PAHHETO HEOHATanNbHOro cerncuca, NocneayLMM NPUCOEANHEHNEM
rocnmTanbHON MHAEKUMN, CenTULEMMUEN 1 NeTanbHbIM UCXOA0M OT MOMMOPraHHbIX OCIOXHEHUI B Nepuog MnageHye-
cTBa.

KntoyeBble crnoBa: HEOHATaNbHOrO fepuog, XPOMOCOMHbIE aHOMasnuu, CUHAPOM Bonba — XupLUXopHa, MONeKynspHo-reHeTuyeckas aua-
rHOCTUKa
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Abstract. The article presents the features of the course of the disease in a child with Wolf — Hirschhorn syndrome
(with characteristic clinical manifestations and molecular genetic confirmation), born by emergency cesarean section
at a gestational age of 30 weeks; from pregnancy occurring against the background of a burdened obstetric and gy-
necological history and recurrent herpes infection in the mother; severe neonatal period with broncho-pulmonary and
congenital genetic pathology of the nervous system, with manifestations of early neonatal sepsis, followed by addition
of hospital infection, septicemia and death from multiple organ complications in infancy.

Keywords: neonatal period, chromosomal abnormalities, Wolf — Hirschhorn syndrome, molecular genetic diagnosis

BBegeHune. CuHgpom Bonbta—XuplixopHa — 3T0
pegkoe reHeTudeckoe 3aborneBaHue, KOTOpoe BrepBble
3apeructpupoBaHo B 1961 r. B 80% cnyyaeB y npobaHaa
BbISIBMIAETCA Aeneums 4acTM KOpOTKOro nreya XpomMoco-
Mbl 4. XpOMOCOMHbIE OTKIOHEHWSI MOTyT nepedaBaTb-
cs OT poguTenen nnbo Bnepsble (de Novo) BO3HMKATb Y

OTBeTCTBEHHbIN aBTOp — TaTbsiHa HukonaesBHa ByykoBa
Corresponding author — Tatyana N. Buchkova
E-mail: buchkova.t@mail.ru

aeten. PacnpoctpaHeHHocTe 3aboneBanusa 1:50 000—
1:100 000 HoBOpOXAEHHbIX [1-3].

3aboneBaHne NPOSIBISIETC MHOXECTBEHHbIMU [Je-
hektammn hopMMPOBaHUST NMULIEBOTO CKeneTa, yMepeH-
HbIM yMeHbLUeHMEeM pa3MepoB Yepena W TONIOBHOTO
Mo3sra. Cpeay BHELLIHUX MPU3HAKOB BbIAENSIIOT HEOObIY-
HOe CTpOeHVe 4epena, BO3MOXHbl PACLLENMHbI BEPX-
Heln rybbl 1 HEGa, NPsIMYI0 NEPEHOCKLY, ManeHbKUn poT
C OMYLEHHLIMU YrNamu, aHOMaslbHy0 (HOPMY YLLUHbIX
PaKoBWH, aHOManui rnasHbIx s6nok, rmnepTenopuam,
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rMnocnaauio,
[2, 4, 5].

PacnpocTtpaHeHHOn natonorven siBMsETCA UCTOHYe-
H1e mosonucToro Tena [6]. CyaopoXHbIA CMHOPOM, Mpu-
YMHOW BO3HWKHOBEHWSA KOTOPOrO SIBMSETCA M3MEHEHWe
3MNEeKTPUYECKON aKTUBHOCTM FOMIOBHOMO MO3ra, OTMeva-
etca y OonblMHCTBa OeTen ¢ cuHopomMom Bombda —
XupLuxopHa B Bo3pacTe oT 3 Mmec A0 2 net. CuMnTombl 3a-
BMCHAT OT TOrO, Kakon y4acTOK rofloBHOTO MO3ra 3aTpOHYT
[4,7,8].

Mpun obcnegoBaHUK BbISBMSAOT BPOXAEHHbLIE aHOMa-
nMn cepaevHoO-COCYaUCTON CUCTEMbI, BbIPAXEHHYH 3a-
OEPXKY (PM3NYECKOro U NCUXOMOTOPHOro pa3sutus. Ya-
CcTo HabniogarTcst HebOmMbLUNMX pPa3MepoB reMaHrMoMmbl
KOXW, NTOKanu3oBaHHble Ha nuue [2, 5].

[narHos yctaHaBnmnBaoT Ha OCHOBaHUW KIMHUYECKMX
N3MEHEHWIN 1 NOATBEPXKAAKT MNP MOMOLLM rEHETUYECKNX
TECTOB M KOMMIEKCHOIO MHCTPYMeHTaneHoro obcnenosa-
Hus [4, 5, 7].

JleyeHvie GOMNbHbBIX CMMMNTOMATMYECKOE, HamnpaBrneHo
Ha KOPPEKLMIO CyLLEeCTBYyHOLWMX nNpobnemM Ans nosbille-
HUSA KadecTBa Xm3Hu. CuHgpom Bombta — XupLixopHa
He TepsieT CBOEN aKkTyanbHOCTU, YTO 0ByCroBneHo Heob-
XOOMMOCTbIO MOXW3HEHHOW KOMMSIEKCHOW MYNbTUAMCUM-
NAMHapHOW peabunuTaummn BePKUBLUMX NaLMEHTOB [2, 9].

MameHeHuss npyu ©GonesHn Bonbda — XupLuxopHa
BCrneacTeme rpybbix MOPOKOB PasBUTUS U MOPAKEHUS
LEHTPanbHON HEPBHOW CUCTEMbI HOCAT HeobpaTUMBbIN
XapakTtep, NO3TOMY MPOrHO3 Ans XW3HW HebnaronpusT-
Hbli. CHWXEHWEe MMMYyHMTETa CnocoOCTBYEeT MpUCOeau-
HEHWIO MHAEKUMIA, NPUBOOALLMX K NeTanbHOMY MCXogy
OT NONMOPraHHbIX OCMIOXHEHWI NPU OAHHOM CUHAPOME.
MpumepHo 20% GonbHbIX NormbaeT ewe B nepuog mna-
JeH4YecTBa, Npu4em %z ymepLuMx COCTaBMstoT AETU He-
oHaTanbHoro Bo3pacTa [9].

Mpodmnaktuka cMHapoMa BKIKOYaET MEAMKO-TEHETU-
YeCcKoe KOHCYMNbLTMPOBaHMEe CEMEN 13 rpynn pucka [2].

Llenb — npefctaBuTb 0COGEHHOCTM TeYeHus 3abone-
BaHMA y pebeHka ¢ cuHapomoM Bonbda — XupLuxopHa,
POXOEHHOTO NyTEM 3KCTPEHHOW onepaumn Kecapesa ce-
YeHus npu cpoke rectaumm 30 Hep, OT GepeMeHHOCTH,
npoTekaBLUel Ha )OHE OTHArOLLEHHOMO aKyLlepCcKo-TMHe-
KOIOMMYECKOro aHaMHe3a U peLmanBupyoLLen repnetu-
YeCKOW MHpeKUMn y maTtepu.

OnucaHue KnMHUYeckoro cny4as. Mugpopmayusi o
nayuenme. [lesoyka M. [lata poxgeHusi 05.04.2019. Poa-
nom Y3 «CapaToBckas ropoackasi kKnuHudeckasi 6o5bHU-
ua Ne8y». PebeHok ot Il 6epemeHHocTM (| GepemMeHHOCTb —
B 2015 r., cpoyHble poapl, NyTem onepalmn kecapesa ce-
YeHus — pebeHOoK 300poB), NpoTeKaBLLeW Ha hoHe oTsro-
LLIEHHOTrO aKyLLEepCKO-TMHEKOMNOrM4YEeCKoro aHaMmHesa, ge-
TOMMaueHTapHOW HEeOOCTaTOMHOCTW, HEOOCTaTOYHOCTU
MaTOYHO-MIaLUeHTapHOro KpoBOOOpaLleHns 2-1 CTENEHM,
XPOHNYECKOW BHYTPUYTPOOHON M’MMOKCUM Nnoaa, 3agepx-
KW BHYTPUYTPOBHOrO passutusi 2—3-i cteneHen, peumau-
BMPYIOLLEW reprneTudeckon nHadekumm y matepu. Poabi Il
npexaeBpeMeHHble npu cpoke rectaummn 30 Hed nyTem
9KCTPEHHOW onepauun KecapeBa ceyeHusi. Pogunace ¢
Becom 980 r, pocTom — 37 CM, OKPY)XHOCTbHO rornoBbl — 26
CM, OKPY>XHOCTbIO rpyan — 23 CM, B COCTOSIHAM YMEPEHHOM
WHTpaHaTarnbHOM acUKCUN; C OLIEHKOW MO Wkane Anrap —
5-6-6 6annos.

[Mocne okazaHnsa NepBUYHON peaHNMaLMOHHON NOMO-
LM B POAUIBbHOM OTAENEHUN nepeBefeHa B oTAeNneHne
peaHnuMauMn U UHTEHCUMBHOW Tepanuu HOBOPOXAEHHbLIX
B OYeHb TSDKENOM COCTOSIHWUM, OBYCMOBMEHHOM Bbipa-
KEHHBbIMM CUMMMNTOMaMW WMHTOKCUKALMK, CBA3AHHLIMU C
paHHUM HeOHaTamnbHbIM CEMNCUCOM, TSHKENbIMU Ablxa-
TEMNbHbIMU HapyLUEHVUSMW, PECnMpaTopHbIM ANCTPEeCC-
CYHOPOMOM HOBOPOXAEHHbIX | Tvna, HeBpPOMornyeckom

TUMOTOHUIO  MbIWL, AedopMauuio  CTon

MEOVATPUA

CMMMATOMAaTMKON Ha poHe HEOOHOLLEHHOCTN U ManoBec-
HOCTW.

B 1-e cyTku u3Hu y pebeHka BbISIBNIEHO [ABYCTOPOH-
Hee BHYTPWXENYAOYKOBOE KPOBOU3MUSAHME 2-1 CTEMEHM,
aTenekTas neBoro ferkoro ¢ pasBuMTMEM MHEBMOMELMa-
cTuHyma. lNMpoBeaeHa ABykpaTHas 3amecTuTenbHas cyp-
dakTaHTHas Tepanusa U NPOJOIKeHa pecnupaTtopHas
nogaepXka HEeMHBA3UBHOW BEHTUNALUMW FErkux, HO Mo-
cne yxydweHns cocTosiHUs pebGeHok nepeBedeH Ha umc-
KyCCTBEHHYIO BEHTUMALMIO NErkMX, a 3aTeM Ha BbICOKOYa-
CTOTHYH OCLMITIATOPHYHK WMCKYCCTBEHHYI BEHTUMALMIO
nerkux, kotopas npogorkanace o 11.04.2019; nanee no
nokasaHunsiM 4eBOoYKa Nofyyvana yBnaxXHeHHbIN KNCIopos,
yepes Macky.

B cBA3W C BbIpa)X€HHOW aHEMMEN U MO KU3HEHHbIM
rnokasaHusiM Mpou3BeAeHa reMoTpaHCcdy3ns 3pUTpoLm-
TapHon B3Becu B(3) ¢ pe3ycneHavpyoLmm pacTBOpom B
obbeme 15 mn; C NOBTOPHON ABYKPaTHOM reMoTpaHcdy-
3ueri B 06beme 20 M OTMbITbIX 3pUTPOLMTOB, C NOCneay-
towiem Kypcom Epocrin — 380 E[] 1 pas B cyTtku (200 EL/kr/
CyT) MNOAKOXHO MO cxeme 3 pa3a B Hegento.

Ha 12-e cyTkn y pebeHka oTMevanucb KIOHWKO-TO-
Huyeckne cygoporu. [poBegeHHas anekTposHuedano-
rpachnsi ronoBHOrO Mo3ra BbisSIBUNA CYOOPOXHYH aKTUB-
HOCTb, B CBSI3V C YeM Obln HasHaveH AndeHVH per oS B
noaaepxvBatoLlen nose 5 mr/kr/cyr.

C poxaeHus y pebeHka oTMevanmnce MHOXECTBEHHbIE
CTUIMbl U @aHOManuu pa3BUTUSE — OBYCTOPOHHSS pacLue-
nHa BepxHew rybbl, nonHas pacluenvMHa Msrkoro Heba,
nmueBon AMcoOpMU3M, YacTUYHaA areHesanst MOo30su-
CTOro Tena, B CBA3M C 4YeM Obina 3anogo3peHa Hacnea-
CTBEHHas natonorus, Obin B3ST aHanu3 Ha KapuoTun, Bbl-
sIBfleHa XPOMOCOMHas MaTornorus — Aeneumsi KopoTKoro
nneya xpomocombl 4 (46,XY,dup(4)(p16.3)dn) — cuHapom
Bonbda — XupLuxopHa.

B cBs13n ¢ XpOMOCOMHOW NaTonorMen pekoMeHOoBaH
nepesog pebeHka Ha nannMaTMBHOE NeYeHe.

B cBs3u ¢ yxyalweHvem coctosHua 27.05.2019 pebe-
HOK goctaeneH ns Ny3 «CaparoBckas ropofckas KrmHm-
Yyeckasn 6onbHuua Ne8» Mo NMMHWMK cCaHWTapHOWM aBuauum
Ha WCKYCCTBEHHOW BEHTUMSLMN NErkMx B oTAeneHne pe-
aHMMauMn 1 MHTeHcuBHOM Tepanuu Y3 «BOHrenbcckas
OeTcKas KnuHuYeckasa 6onbHMLa.

Pe3synbmamsi ¢pusukasibHo2o ocmompa. Coctos-
Hue pebeHKka KparHe TshKenoe 3a CYET CUMMTOMOB [blxa-
TenbHOM HeJOCTaTOYHOCTUN, BEHTUMNSALNOHHO-NEePdy3noH-
HbIX HapyLLEeHWn BCrneacTBue MHAY3MOHHOIo npouecca B
nerkux, 6poHxonero4Hom ancnnasuu, rpybon HeBponoru-
YeCKON CUMMTOMAaTUKM.

BblpaxxeH CMHOPOM YrHETEHUSI LeHTPanbHOW HepB-
HOW CUCTEMbI: NO3a «NSATYLLKWY, BblpaxeHa anddysHas
MbILLEYHAsA TMMNOTOHUS, peakums pebeHka Ha OCMOTp B
BUAE eQUHUYHbIX BAMNbIX ABMKEHUA KOHEeYHOoCTen. bonb-
IOV POAHMYOK pasmepamy 1,5%2.5 cM, HE HanpsikeH,
He MynbCupyeT, WBbl Yepena oTkpbIThl A0 0,3 cM. Bekun
COMKHYTBI, [na3a OTKpbIBaET, 3payki CpegHUX pasvepos,
peakuusi Banas, D=S, rmasHble s6Mokn «nnasatoLwwmey.
YMepeHHas MpPaMOpPHOCTb KOXHbIX MOKPOBOB, CUMMTOM
©enoro naTHa oTpuuaTensHbli. Hebonbluas nacto3HOCTb
MSTKUX TKaHEN nuua v Lwewn.

CnoHTaHHble BOOXM HE3MEKTUBHbIE, HEPUTMUY-
Hble, C BbIPaXXEHHbIM 3anafeHnem rpyanHel. PebeHok Ha-
XOOMUTCA Ha annapatHOW U WUCKYCCTBEHHOW BEHTUNAunn
nerkux B pexvme SIMV. AyckynbtaTMBHO AblXaHne ¢ ABYX
CTOPOH B CUMMETPUYHBIX OTAENax BbICMyLUMBAETCS 0au-
HaKoBO, NPOBOAHblE pa3HoKanubepHble Xpunbl ¢ 06enx
CTOPOH, MernKoKanubepHble BMaXHbIe XpUMbl B HUKHUX
oTAenax NpaBoro nerkoro. 13 TpaxeobpoHXmansHoro ae-
peBa CaHMpyeTcsa 4OCTaTO4HO 60nbLUIOe KONMYeCcTBO Crn-
3MCTO-THOMHOM MOKPOTBI.
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PEDIATRICS

lemognHamMuka ctabunbHas. ToHbl cepaua YMEpPEHHO
NpUrMyLleHbl, CUCTONMYECKUA LWyM B Touke BoTkuHa. Ya-
cToTa cepaeyHbix cokpalleHui — 160 B 1 muH. lMynbe Ha
ny4yeBbIX N OeapeHHbIX apTepUsX CPeaHEro HamnorHeHus
N HanpshkeHusi. PUTM npaBunbHbli. ApTepuanbHoe AaB-
nexve 65 n 40 mm pT. CT.

lMuTaHne 30HOOBOE, yCBaMBAET MOMHOCTLIO. YKMBOT
OKpYINo hopMbl, YMEPEHHO B3AYT, MSATKUA, OOCTYMEeH
[N nanbnayun Bo Bcex otaenax. [ledeHb Ha 2,0 cm mns-
nop, kpasa pebepHon ayru, ceneseHka He nanbnupyeTtcs.
Ctyn 2 pasa B CyTku, Kawumuen, xentoro useta. Mode-
ncnyckaHue cBoOOAHOE, MOYa CBETO-KENTOrOo LiBeTa.

lMpedeapumenbHbili duazHo3. OcHoBHoe 3aborne-
BaHue: (G89,8) «CnHgpom Bonbda — XupLuxopHa (Bpox-
[OEHHbIN NOPOK LEeHTParibHOM HEPBHOWM CUCTEMbI: YaCTUY-
Has areHe3nst MO30SMCToro Tena. BpoxaeHHbIi nopok
YErCTHO-NMLEBON 00NacTh: OBYXCTOPOHHSIS pacLienu-
Ha BepxHel rybnl. MNonHas paclienvHa msrkoro Héba. M-
nonnasus ceneseHku).

KoHkypupytowee 3abonesanue: (A41.1) «Cencuc
(nerouHbin). Centuuemus (Staphylococcus aureus), ne-
pvog pasrapa. locnuTanbHas NPaBOCTOPOHHSSA o4aroBas
NMHEBMOHWS, TsKenasa hopMa, OCTPOE TEYEHNEY.

OcnoxHeHus: «bpoHxonerovHas aucnnasus. [dbixa-
TenbHasa HeJOCTaTOYHOCTL 3-11 CTENEHNY.

ConyTtcrytowme 3abonesaHus: (G93.4) «QHuedano-
natnsi nepvHartanbHas MLWEeMUYeCKU-reMopparm4eckoro
reHesa: uepebpanbHasa nevikomansuus. AHemust Hepgo-
HOLUEHHbIX CpefHen cTeneHn Tskectn. PeTnHonatms
3-11 cTeneHwn, ocTpas ¢asa, | ctagns OD. PetuHonatus
3-11 cTeneHu, octpas pasa, Il ctagus OS.

®oHoBoe 3abonesaHue: (P07.0) «HegoHOLWEHHOCTb,
cpok rectauum 30 Hepn. IKCTpemarnbHO HU3Kas macca
Tena npu poXxaeHuny.

HuazHocmuyeckas oueHka. [NpoBogunu perynsip-
HbI KOHTPOMb NabopaTOPHbIX Y UHCTPYMEHTasbHbIX UC-
cnefoBaHWn B AUHAMUKE.

MpuuenbHas peHTreHorpadums opraHoB rpyaAHON KneT-
Ku B npsimon 1 6okosow npoekumax ot 27.05.2019. Mpyo-
Has kneTka amdusemartosHad. OnpenensieTcsa CHDKEHNEe
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NHEBMOTM3aLMM B NPOEKLUN HWXKHEN JONKU cripaea, BO3-
MOXHO 3a CYET UHAUNBETPATUBHBIX U3MEHEHWIN, HE WH-
TEHCUBHBIX, C HEYETKUMMW KOHTYpamu. JIErOYHbIN PUCYHOK
HeyeTkuii. KopHWM nerkoro nnoxo AvddepeHumpyoTcs
3a TeHblo cepgua. Kapanotumudeckui nHgekc — 0,63.
CwuHycbl nneBpbl cBoboAHLI. [uadparma pacrnonoxeHa
06bIYHO.

3akntoyeHune: «NpaBOCTOPOHHSIS MHEBMOHUS. Bpox-
OEHHbIN Nopok cepaua(?)».

YNbTpa3ByKOBOE KOMIMIIEKCHOE WUCCIENOBaHWE opra-
HOB OptoLLHON nonoctu ot 27.05.2019. lNeyeHb He yBenu-
yeHa. MapeHxMmMa ogHOpogHasi, 9XOreHHOCTb O0OblYHasA.
BopoTtHas BeHa 3,3 MM. XKen4yHble NPOTOKU He pacluupe-
Hbl, CTEHKN He u3MeHeHbl. OBLLMIA KenyHbIA NPOTOK He
pacwmpeH. XenuHbii Ny3blpb NONycokpaileH. MNomke-
nyaovHas xxenesa pasMmepamMu: rorioBka — 6 Mm, Teno —
5 MM, xBOCT — 6 MM. CTpykTypa OOHOPOAHAsA, 9XOreH-
HOCTb He M3MeHeHa. KoHTypbl YeTkue, rmaBHbIN NPOTOK
NoMpKeNyQOYHOM Kernesbl He Budyanuaupyetcs. Cene-
3eHKka pasmepamy 18x12 MM, CTpyKTypa OAQHOPOAHas.
B GptowwHon nonoctn cBobogHOM XMAKOCTH 1 0bpasosa-
HWIA HE BbISIBIEHO.

3akntoyeHne: «YnbTpasByKOBblE MPU3HAKKU rumnonna-
31N CENE3EHKN».

YnbTpa3ByKOBOE UCCIEA0BaHNE MOYEBBLIBOASILLMX MNy-
Ten ot 27.05.2019. MNpaBas no4ka: pacnonoxeHue oobly-
Hoe, hopMa OBarbHasl, KOHTYpbl POBHbIE, YeTkme. Pas-
Mepbl: 36%16 MM. NapeHxuma: 3XOreHHoCTb OObIYHas,
TonuwmHa 6 MM. JleBas nmo4vka: pacrnonoxeHne obblvHoe,
dopma oBarnbHas, KOHTYpbl POBHbIE, YeTKME. Pa3mepsbl:
39x18 mmMm. lMapeHxuma: 3XOreHHOCTb 0bOblYHas, TOMLWK-
Ha 8 MM. YalueyHo-NoxaHo4YHasa cucTeMa He pacLumMpeHa.
MoueBoli ny3bipb Ha MOMEHT OCMOTPa He 3anoriHeH. Yib-
TPa3BYKOBbIX MPU3HAKOB NaToNorMm He BbISIBIIEHO.

O6wmn aHanua kposu ot 16.07.2019. DputpouunThbl
4.,07%x10%%/n, remornobuH — 110 r/n, LUBETOBOW MNOKa3a-
Tenb — 0,9, nerkountbl — 34x10%n, nanoykosiAepHble
HenTpodunbl — 4%, cermeHTosaepHble HEUTPOUNbl —
68%, 303uHounbl — 0, numdountbl — 19%, MOHOLUTLI —

Poabi 05.04.2019, BuisBneHa
peaHMMaLUOoHHas XPOMOCOMHas
nomoLk, naTonorus,
3anogo3peHa PaHHU#
HacneAcTBeHHas HeoHaTanbHbIA
naTonorus cencuc

MNpucoeanHeHne
roCNUTanLHOM MH(eKLum,
pa3BUTHE CENTULIEMUK
(Staphylococcus aureus),
WHTEHCUBHAA Tepanus
NONMOPraHHOoM NaTonormu

Mporuos
HebGnaronpmATHBIA

C 06.04.2019 - 27.05.2019 kpaiHe-TAXenoe
yXy/LueHWe COCTORHMSA, COCTOSIHWE, Nepesop

Ha 12-e cyTkm - pebeHka no NUHWK
KNOHMKO-TOHU4ECKHe CaHWTapHOWN aBHaLMK B
CyAOpOTH OTAeneHWe NannMaTMBHOrO

02.11.2019 HeobpaTumbie
NONUOPraHHbIe M3MEHEHNA,
cenTHLeMus Ha hoHe BPOXAEHHOR
XPOMOCOMHOI NaToNOTUK

¥ HE3PenocTH UMMYHHON CUCTEMBI

NPUBENK K NeTansHOMY UCXogy
B Bo3pacTe 6 mec

BpemeHHas wkana. MNaumeHT Buktopusa M.: XpOHOMOrnst Te4eHus 6one3Hun, kntoyeBble COObITUS 1 NpOorHo3
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9%, TpombouuTbl — 322%10°%n, ckOpoCTb OceaaHus apu-
TpouuToB no MNaHyeHKkoBy — 12 Mm/4ac.

KnuHuyeckutli OuacHo3. OcHoBHoe 3aboneBaHve
(G89,8) «CuHgpom Bomnbtha — XupixopHa (Bpoxaen-
HbIA NOPOK LEHTParnbHOM HEPBHOW CUCTEMbI: YacTUYHas
areHe3nss MO30MncToro Tena. BpoXaeHHbI Mopok uye-
NIOCTHO-NMLEBOW 0BnacTu: ABYXCTOPOHHSAS pacluenvHa
BepxHen rybobl. MNonHasa paclienuHa markoro Héba. 'vno-
nnasus ceneseHkm)».

KoHkypupytowee 3abonesanue: (A41.1) «Cencuc
(nerounbin). Centuuemns (Staphylococcus aureus), ne-
pviog, pasrapa. focnutanbHas NpaBOCTOPOHHSIA oYaroBast
MHEBMOHWS, Tskenas hopma, OCTpoe TEHEHNEY.

OcnoxHeHus: «bpoHxonerodHas gucnnasus. Obixa-
TenbHasa HegocTaTtoyHocTb Il cTeneHn».

ConyTtcTtytowme 3abonesaHust: (G93.4) «QHuedano-
natusa nepuHaTanbHas WWeMUYecKu-reMmopparm4eckoro
reHesa: LlepebpanbHasa nevikomansauus. AHemuss Hepo-
HOLLUEHHbIX CpedHen CTeneHu TskecTn. PetuHonatus
3-1 cTenenwn, octpas ¢asa, | ctagns OD. PetuHonatus
3-1 cTteneHwn, octpas gasa, Il ctagns OS».

®oHoBoe 3abonesaHue (P07.0): «HegoHoLWEHHOCTb,
cpok rectaumm 30 Hed. OkcTpemMarnbHO HU3Kasi mMacca
Tena npu poXxaeHuny.

HAugppepenyuanbHasi QuaezHocmuka. C poxaeHus
y pebeHka OTMeyanuCb XapakTepHble AN cuHapoma
Bonbta — XupLuxopHa MHOXeCTBEHHbIE AedeKThbl op-
MUPOBaHUS NULEBOrO ckerneta (Nuueson AncopmMumam,
[OBYCTOPOHHSAS pacLienuHa BepxHen rybbl, nonHasa pac-
LenrMHa MArkoro HeGa), rpybas HeBporornyeckas cum-
NTOMaTuKa, BPOXOAEHHbLIA MOPOK LIEHTparibHOW HEepPBHOMN
cuCTeMbl (4acTuyHasi areHeawsi MO30MMCTOro Tena) ¢
CYOOPOXHbIM CUHAPOMOM, B CBA3M C YeM Obina 3ano-
[o3peHa HacneacTBeHHas natonorus, kotopas Obina
NoATBEPXKAEHA pesynbTaTaMu LUTOTeHETUYECKOro UC-
cregoBaHust: Obin B3AT aHanM3 Ha kapuoTur, BbisiBlieHa
XPOMOCOMHasi MaTonorusi — Aeneums KopoTKoro nneya
xpomocomsbl 4 (46,XY,dup(4)(p16.3)dn) — cuHgpom Bonb-
da — XmpLuxopHa.

MeduyuHckue emewameni.cmea. Pexyv KioBesa.
KopmneHune yepes ractpanbHbI 30HA: cMecb «HyTpu-
nak lMpe» (125 kkan/kr/cyT), 3aTeM cmecb «HyTpunaky
(127 xkan/kr/cyT).

VckyccTBeHHas BeHTUNAUMS Nnerknx B pexume SIMV
noa KOHTPOMEM ra3oB KPOBW U NMyNbCOMETPUN.

Tepanusi GPOHXO-NEroYHOM AUCINasun: UHransauum
yepe3 Hebynawnzep (Sol. Iprateroli — 3 kannu, Budenit
Steri—-Neb — 250 wr, Sol. natrii chloridi 0,9% — 3 mn 2 pa3a
B CYTKW, NMOCTOSIHHO).

AHTUBaKTepranbHas Tepanus Kypcamu Mo >KU3HEH-
HbIM MoKasaHusM: vancomicin — 19 Mr 4 pasa B CyTKu
(10 mr/kr) BHYTPUBEHHO Yepe3 NMHEOMAT CO CKOPOCTLIO
UHQY3uM 5 mn/d, meropenem — 38 mMr 3 pasa B CyTKu
(20 mr/kr) BHyTpUBEHHO CTPYyWHO, Bacperazon —no 170 mr
2 pa3a B cyTkn (100 Mmr/Kr/cyT) BHYTPUBEHHO CTPYWMHO,
Kefsepim — no 190 mr 2 pasa B cyTku (100 Mr/kr/cyT) BHY-
TPVBEHHO CTPYWMHO.

MpoTtnBorpmbkoBasi Tepanus B MNPOUNaKTUYECKON
pose: Fluconazole — no 25 mr 1 pas B cyTtku (7 mr/kr/cyT)
no cxeme (4epes [OeHb) BO Bpems aHTMOaKTepuanbHON
Tepanuu.

Bifidum bacterin — 5 no3 2 pasa B CyTKu 4yepes ra-
CTparnbHbIN 30HA,.

Spironolacton — 3 Mr 2 pasa B cyTku (2 Mr/Kr/cyT) ye-
pe3 racTpanbHbIi 30HA NoA, KOHTPONeM Aunypesa.

Portalac — no 2 mn cupona 2 pa3sa B CyTKM Yepes ra-
CTpanbHbli 30HA ANUTENBHO.

HuHamuka u ucxodsbl. CocTosiHMe pebeHka ocTasa-
NOCb KpawviHe TSKemnbiM 3a CYET CUMMTOMOB AblXaTellb-
HOW HedOCTaTOMHOCTM, BEHTUNSAUMOHHO-NEPdY3NOHHBIX

HapyweHun. 02.11.2019 oTmedvanachb oTpuuaTensHas
AVHaMuka B COCTOSIHUM B BuAe NajeHust catypauuu Ao
30%, kputudeckon 6pagmkapaum o 40 B MUHYTY C no-
crnenyroLlen acucTtonuen, rMnoToHVen (aptepuansHoe
AaeneHne — 35 n 12 MM pT. CT.), TOTanbHbLIM LIAHO30M
KOXXHbIX MOKPOBOB. MpoBeAeHHble peaHMMaLMOHHbIE Me-
ponpuatus — 6e3 addpekTa, KOHCTaTMpoBaHa Buonoru-
Yyeckas cmepTb. [laTonoroaHaTtoMmyeckoe BCKpbITUE He
NPOBOAUIIOCH B CBSI3W C OTKA30M POAUTENEN.

O6cyxaeHue. B npeacrtaBneHHOM  KIMMHUYECKOM
cryyae UMeeTCs CMOHTaHHas MyTauus, BbisiBIieHa Xpo-
MOCOMHas MaTonormsa — Aeneuusi KOPoTKoro nreva xpo-
Mocombl 4 (46,XY,dup(4)(p16.3)dn). PebeHok ot Il Ge-
pemeHHocTn (I GepeMeHHOCTb, CpPOYHble pPoAbl MyTeEM
onepauumn kecapeBa cedeHns — pebeHoK 300poB).

MpubnuanTtensHo 90% cnyyaes cmHapoma Bonbda —
XupLUXOpHa BO3HWUKAIOT B pesynbrarte CrOoHTaHHOW MyTa-
LK, 4TO NPUBOAUT K 3aTPYOHEHMSAM B OnpeaeneHnmn YeT-
KMX NnokasaTernen HacnegcTBeHHOCTH [2].

[daHHas GepemeHHOCTb MpoTekana Ha (oHe OTAro-
LLIEHHOrO aKyLLEePCKO-TMHEKONOrM4eCcKkoro aHamHesa 1 pe-
LMOVBUPYIOLLEN FepneTudeckon MHMekumn y martepu.
Pogb! || npexxgeBpemeHHble, npu cpoke rectaumm 30 Heq,
nyTem 3KCTPEHHON onepauuy kecapesa ceveHust. [leBou-
Ka poamnacb B TSXKEMOM COCTOSHUM C 9KCTPeMarbHO HU3-
ko maccon Tena 980 r. TskecTb HeoHaTanbHOro Nepu-
opa 6bina obycroBrieHa GPOHX0-NErOYHON, BPOXKAEHHOM
reHeTU4eCKON NaToNormen HEPBHOM CUCTEMBI U NPOSIBIIE-
HUAMW paHHEro HeoHaTarnbHOro cencuca Ha OoHe Hefo-
HOLLEHHOCTN 1 ManosecHoCTU. B nocneaytowem npumco-
edVIHEHWe rocnuTanbHOM MHPEKLMM NPUBENO K PasBUTUIO
centuuemun (Staphylococcus aureus).

C poxpgeHus y pebeHka oTMeYanucb xapakTepHble
ansa cungpoma Bonbda — XupLuxopHa MHOXECTBEHHbIE
aedekTbl POPMMPOBaHUSA NULIEBOTO CKeneTa (NvueBom
AncopmMm3M, OBYCTOPOHHASA pacLlenvHa BepxHewn ryobi,
norHasi pacLuenuHa Markoro Héba), rpybasi HeBponornye-
cKasi CMMNTOMAaTuKa, BPOXOEHHbIA MOPOK LeHTPanbHOM
HEepBHOM CUCTEMbl (YacTU4YHasi areHe3ns MO30NUCTOro
Tena) ¢ CygopOXHbIM CUHAPOMOM € 12-X CyTOK (Kak mpa-
BWUIO, CyAOPOrK NosiBfsitOTCS B Bo3pacTe oT 3 mec [2, 4,
8]), rMnonnasnsi cenes3eHkn. VameHeHuss npu OonesHu
Bonbda — XupLuxopHa BcneacTtaue rpybbix MOPOKOB pas-
BUTWS U MOPaKEHNS LIEHTParnbHON HEPBHOW CUCTEMbI HO-
cAT HeobpaTumbI xapakTtep [9].

HecmoTpsa Ha NpoBOAMMYIO MHTEHCUMBHYIO Tepanuio
(MCKYCCTBEHHYIO BEHTUNALMIO NErkux, WHransumoHHoe
neyeHne 6POHXO-NEroYHON AMCNNa3nn, 3aMeCTUTENbHYHO
CyphakTaHTHYy0, MacCUBHYO BHYTPMBEHHYIO aHTnbakTe-
praneHylo Tepanuio U reMoTpaHcdy3nto 3pUTPOLIMTOB),
pasBuUnNMCb HeobpaTMble MNOMMOpPraHHble W3MEHEHUS
BCMeacTBMe MHAEKLMOHHOMO CeNnTUYECKOoro npouecca,
cenTuuemMmun Ha oHe BPOXOEHHOW reHEeTMYECKON narto-
FOMMN N HE3PENOCTN UMMYHHOW CUCTEMBbI, YTO NPUBENO K
netanbHOMY “cxody B Bo3pacTte 6 mec.

CHWxXeHVe MMMYyHMTETa SIBMSIETCA OOHOW W3 OCHOB-
HbIX MPUYYH NPUCOEANHEHNS MHAEKLMI, NPUBOASALLMX K
netanbHOMYy ucxoay npv cuHapome Bonbda — XupLuxop-
Ha. 3aboneBaHve OTNNYAETCS BbICOKOW NeTanbHOCTbIO,
npumepHo 20% OGOMbHbIX YMUPAKOT OT MONMOPraHHbIX
OCNOXHEHUI elle B Nepuog MrageHyecTsa [9], uto noa-
TBEPXXOAET NPEACTaBNEHHbIN KIMMHUYECKUIA CryYai.

3akntoyeHne. COBOKYNHOCTb  HebnaronpuATHbIX
(hakToOpOB Y AAHHOW NaLMeHTKM ¢ cuHapomomMm Bonbda —
XUpLUXOpHA: OTSAMOLEHHBIA  aKyLLepCKO-TMHeKonornye-
CKVIN aHaMHe3, peLunavBmpytoLLas repnetmyeckas nHdpek-
uMa y Matepu, HeQOHOLLEHHOCTb, KpariHe HM3Kas macca
Tena npu poXOeHUW, TSXKenoe TeYeHUe HeoHaTarbHO-
ro nepvoga, HespernocTb UMMYHHOW CUCTEMbI, MPUCO-
eQuHeHne rocnuTanbHOM WHGEKUUM crnocobeTBoBanm

CapaToBcKuil Hay4HO-MeanLMHCKUIA xxypHan. 2026. T. 22, Ne 1.



PEDIATRICS 71

pa3BUTUIO CENTMYECKOro mnpolecca, KOTopbld Ha dhoHe
TSKENon GPOHXO-NEro4YHON 1 BPOXAEHHON reHETUYECKO
naTornornm HEPBHOW CUCTEMbI NPUBENa K neTaribHOMY UC-
X04y B NEPBOM MOMyroaum xu3Hu pebeHka.

KoH¢nukT mHTepecoB. ABTOpPbl MOATBEPAUIIN OT-
CyTCTBME KOHMMKTa MHTEPECOB, O KOTOPOM HEOBXOANMO
coooWKTb.

Bknap aBTOpOB. BCe aBTOpbI cAenanu aKBUBaneHT-
HbI BKNaZ B MOAFOTOBKY K ny6nukaumm.

UHdopmupoBaHHoe cornacue. [lonyyeHo uHGOP-
MUPOBaHHOE Corracue 3akoHHbIX NpeacTaBuTenen naum-
€HTa Ha Nybrnvkaumnio AaHHbIX N3 UCTOpUK BONe3HW.

UcTouyHuK cpmHaHcupoBaHus. ABTOpPbI AeKnapupy-
0T OTCYTCTBME BHELLUHEro hmHaHCMpOBaHWs Ans NpoBe-
OeHns nccrneaoBaHns 1 nybnukaumm crtatbu.
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