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B HacToawen nybnaukaumm Mbl npenctaBnseM COBCTBEHHOE KAMHMYECKOoe HabnfeHue, AEMOHCTPUPYIOLWEE PAHHIOW
MOCTAHOBKY AuarHosa 6onesHn HumanHa -Twuka tMna C (HMNC) pebeHKy € BPOXAEHHOW LMTOMEranoBUPYCHOM MHbeK-
unen. bonesHb HumaHHa -lnka — 370 pepkoe opdaHHOe HacnencTBeHHOe 3aboneBaHMe C ayTOCOMHO-peLecCUBHbIM
TUNOM HacNefoBaHMS, KOTOPOE OTHOCUTCS K IM30COMHbIM 60ne3HsM HakonneHus. BoigensioT 4 knvHuveckux deHo-
TMna 6onesnn HumanHa -Tuka (A, B, C, D), cpean koTopbix Tunbl A M B cBS3aHbl ¢ MyTauuei reHa NM30COMaNbHOM
chuHrommenuHassl (SMPD1), a tunbl C u D — ¢ myTtaumamu B reHe NPCI unu NPC2, oTBevalolweM 33 BHYTPUKIETOYHYHO
TPAHCNOPTUPOBKY XONecTepuHa U nunuaoB. 3aboneBaHne Kak ofHa M3 GOPM MUKOCHUHIONMNUAO30B, CONPOBOXAAETCS
nporpeccuMpyolmMMmn aereHepaTuBHbIMKU NpoLeccaMn B opraHax-muieHax. Yactora 3aboneeaHus HINC coctaBnseT npw-
6nm3utenbHo 1 cnyvat Ha 100000 xuBopoXAeHHbIX aeTeir. B nepuone HosopoxaeHHocTu HINC MoxeT npoTekaTb Nof
MackaMu Lpyrux HacneACcTBEHHbIX MM NpuobpeTeHHbiX 3ab60seBaHUii, @ MHOrAQ M coyeTaTbCcs C HUMU. B yacTHoCTwH,
BPOXAEHHAsA UMTOMeranosmpycHas uHdekuma nmeet cxoxue ¢ HIMNC opraHbl-MULWEHU AN NOBPEXAEHUS: NeyeHb, cene-
3€HKY, LEeHTPabHYl0 HEPBHY CUCTEMY. MyNbTUCUMCTEMHOCTb KIMHMYECKMX NposBAeHU TpebyeT npoBeaeHuns auddeper-
LUMaNbHOrO AMArHo3a M YyTOYHEHUS ero Kak MOXHO B 6osnee paHHeM Bo3pacTe. [1oAMMOpPU3IM KNMHUYECKMX NPOSBAEHUN
M OTCYTCTBME AMArHOCTUYECKUX TECTOB A1 MAaCCOBOrO CKPUHMHIA 00yC/IOBNMBAET CNOXHOCTb AMArHOCTMKM 3aboneBaHus.
B npuBeneHHOM knMHMYeckoM cnyvae guarHo3 HIMC y pebeHka C BPOXAEHHOM LMTOMEranoBMPYCHOW MHPeKumen Obin
ycTaHoBAeH ¢ nomouwbto JHK-guarHoctukm myTtaumii reHa NPCI B Bo3pacTe ABYX C MOJIOBMHOM MECSLLEB XXU3HM, YTO NO-
3BOINNIO OMpeAennTb AanbHENWy TaKTUKY BEAEHUS U AUCNaHCepU3aLum.

KntoueBblie cnoBa: 60n1e3Hb HuMaHHa - Nuka; BpOXAEHHaa uMToMeranosmupycHas VIH(DEKLI,MH; NIM30COMHasa 60/1e3Hb Hako-
nneHuns; HOBOpOM(HEHHbIﬁ; X0onecTas; renatocnieHomeranmsa.
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In this publication, we present own clinical observation demonstrating the early diagnosis of Niemann-Pick disease,
type C (NPQ) in a child with congenital cytomegalovirus infection (cCMV). Niemann-Pick disease is a rare orphan inher-
ited disease with an autosomal recessive type of inheritance that belongs to lysosomal accumulation diseases. There are
4 clinical phenotypes of Niemann-Pick disease (A, B, C, D), among which types A and B are associated with a mutation
of the lysosomal sphingomyelinase (SMPD1) gene, and types C and D are associated with mutations in the NPCI or NPC2
genes responsible for intracellular transport of cholesterol and lipids. The disease is a form of glycosphingolipidosis,
which is accompanied by progressive degenerative processes in the target organs. The incidence of NPC is approximately
1 case per 100,000 live births. During the newborn period, NPC may occur under the guise of the other inherited or
acquired diseases, and sometimes be combined with them. In particular, the manifest form of neonatal cytomegalovi-
rus infection has similar target organs for damage to the NPC: the liver, the spleen, and the Central nervous system.
The multi-system nature of clinical manifestations requires a differential diagnosis and clarification as early as possible.
The polymorphism of clinical manifestations and the lack of diagnostic tests for mass screening make it is difficult
to diagnose the disease. In the given clinical case, the diagnosis of NPC in a child with congenital cytomegalovirus
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infection was established using DNA diagnostics of NPCI1 gene mutation at the age of 2.5 months of life, which allowed
determining the long-term management and medical observation.

Keywords: Niemann-Pick disease; congenital cytomegalovirus infection; lysosomal storage disease accumulation; neonate;

cholestasis; hepatosplenomegaly.

BBEAEHMUE

bonesnp Humanna—Iluka — 310 peakoe opdannoe
HacJIe/ICTBEHHOE 3a0o0JieBaHUEe C ayTOCOMHO-perec-
CHUBHBIM THUIIOM HAacJIEZIOBaHUS, KOTOPOE OTHOCHTCS
K JIM30COMHBIM OOJIE3HSM HAKOIUIEHUS. BbIiemnstoT
4 xmmHandecknx (enorumna Oonesanm Humanna-—Ilnka
(A, B, C, D), cpenn xotopsix Tunsl A u B cBsizanbl
C MyTalMed TeHa JHM30COMabHON COUHTOMHEIHHA-
361 (SMPDI) [5], a Tumet C u D — ¢ myTauuamu
B rene NPC] nmu NPC2, oTBewaronmeM 3a BHYTpH-
KJIETOYHYIO TPAHCIIOPTUPOBKY XOJIECTEpUHA W JIUITH-
noB. B maroreneze Oomesnn Humanna—Iluka tuma
C (HIIC) kmroueBasi poib MPUHAAIEKUT HAKOIJIEHHUIO
HEACTEpUPHUINPOBAHHOTO XOJIECTEPUHA, T[ITHUKOCQHHH-
TOJINTIUAOB, CHOUHTO3MHA W CHUHTOMHETMHA TPEHMY-
IIECTBEHHO B IIeHTpanbHO HepBHOU cucteme (IIHC),
a Takke B KOCTHOM MO3Te, B JIMM(AaTHUECKUX y3lax,
MIEYCHN U cene3eHke. 3aboseBaHue Kak ofgHa u3 (Gopm
[JIMKOC(UHTOIMITNI030B COMTPOBOXKAACTCS MTPOTPECCH-
PYIOIIUMH JieTeHepaTHBHBIMH MPOIlECCaMy B OpraHax-
MUIICHAX.

Yacrota 3a6oneBanust HIIC cocrasisier mpubamsu-
tenpHO 1 ciyuait Ha 100000 >XUBOPOXKACHHBIX NETEH.
D10 3a00neBaHMe SBISIETCS TMAHITHUYECKUM [6].

Yactota w™ytamuit tema NPCI 00yclioBiIHBa-
er 95 % cnywgaes HIIC, u B 5% — npunamiexur
MyTanusiM B rene NPC2. Jlnst peanuzauuu O0Jie3HU
y pebeHka 00a pOgUTENs JOKHBI ObITh HOCHUTEISIMU
MYTaHTHBIX aJuIeJIei, IIPU ATOM PUCK POXKICHUS OOIb-
Horo pebenka cocrasisier 25 %. HIIC paccmarpuBa-
eTcsl KaK BTOpPOE IO YacTOTe BCTPEYaeMOCTH T'€HETH-
gyeckoe 3a0osieBaHKE, BbI3bIBAIOIIEE OOJIE3Hb IEYCHU
y MIafieHUeB mnocie ol-anturpuncun-geduuuta [8].
Hebror HIIC moxeT mpow3oWTH B IFOOOM BO3pac-
Te, HO HauOojee TMKENIble KIMHUYECKHE MPOsBIIe-
HUS Y HEOMarompusATHBIA MPOrHO3 CBA3aHBI C MaHU-
¢decrauueit 3aboneBaHusi B HEOHATAJIBLHOM IEpPHOJE.
B 3aBucumoctu or cpoka maHudectanuu OONe3HH
BBUICTISIIOT ~ clenyiomme (OpMBI:  TIepHHATAIBHYIO,
PaHHIOID ¥ TIO3JHIOI0 MIIAJIEHYECKYIO, FOHOIIECKYIO
u B3pociyro. XapaktepeH monumopdusM 3abomesa-
HUS B 3aBUCHMOCTH OT BPEMEHH Hayalla ¥ MYJbTHUCH-
CTEeMHOCTH KIIMHUYECKHX TIPOSIBIICHHIA: BUCIIEpaJIbHBIE,
HEBPOJIOTHYECKAE ¥ TICHXHATPUUYECKHE CHMITTOMBI
MOTYT BCTPEYAThCS KAaK M30JIMPOBAHHO, TaK M coYe-
taHo. Illupokuii nmamazon Bo3pacta MaHupecTanyuu
4acTO NPUBOJUT K 3aJEp’KKE MOCTAaHOBKM JHarHos3a
(B cpemnem Ha 5-6 met), a uHorAa amarHo3 HIIC ne

ycTaHaBiuBaeTcsi coBceM [6]. B Poccuiickoit ®enepa-
uuu auarnoctuka 6omesan Humanna—Iluka tnma C
crana ocymecTBsIThes ¢ 2008 . Ha magano 2013 .
JIMarHOCTHPOBaHO Bcero 11 cimyuyaeB 3a0oseBaHus,
B ToM uuciae y 10 gereit ot 3 no 18 ner u y omHoro
B3pocioro (26 met) [3].

[Ipenmonaraercs, 9To YaCTOTa BCTPEUYAEMOCTH CHH-
JIpoMa 3HAYUTENILHO BBIIIE, M CTOIh HU3Kas JAUATrHO-
CTHKa 00YyCIIOBJIEHA Pa3HOPOIHOCTHIO U BapuabeIbHO-
CThIO KIIMHUYECKUX TPOSBICHNUMN, a TAKXKE CIIOKHOCTHIO
1a00paTopHON TUATHOCTHKH W HEAOCTaTOYHOW OCBe-
JIOMJICHHOCTBIO MPAKTUYECKUX Bpauell 00 ophaHHBIX
3a0oneBanusax [14].

CymiecTBeHHOE 3HAaUCHHE MMEET BO3pacT peOCHKa,
B KOTOpoM ObuT nuarHoctupoBad cuHapom HIIC, mo-
CKOJIBKY CBOEBPEMEHHO Ha3HaueHHas 3aMeCTHTEeIbHAS
(epMeHTHasT Tepanus TMO3BOJSCT CHU3UTh TKECTh
HEBPOJIOTUUECKUX OCIOKHCHUM U YIYYIIUTh TPO-
rHo3. B kauectBe meaukamento3Horo jeuenus HIIC
WCTIONBb3yeTcs mperapar « MUrTycTar, KOTOpbIi KOH-
KYpPEHTHO WHTHOWUpYeT (EPMEHT TITIOKO3MIIIEpaMU/I-
CHHTa3y W Ha3HadaeTcs Npu MaHu(ecTalud HEBPO-
JIOTHYECKUX cumnTomMoB [5, 8, 10, 11].

3aboneBanne HIIC neGrotupyeT B HEOHATATIBHOM
W paHHEM MJIaJIEHYeCKOM Nepruojax BUCIEPATbHBIM
cuHapoMoM. Hawmbosee paHHUM KIMHUYECKHM IIPO-
SIBJICHUEM, HE3aBHUCHMO OT KJIIMHUYECKOH (HOopMbI 3a-
OosieBaHus, SIBIIIETCS CHHJIPOM XOJIeCTa3a, HO MOXET
OTMEYaThCsl M30JIMPOBaHHAS CIUICHOMETaNIHus WIN Te-
natocruieHoMeranusa. CunuTaeTcsi MaTOrHOMOHUYHBIM
COYETaHHe X0JIecTa3a CO 3HAYUTEIbHON CTENEHbIO BhI-
PaKEHHOCTH CIUICHOMETaIHU 0e3 MPU3HAKOB MOPTailb-
HOM TurnepreH3nn. B OONbIIMHCTBE CllyyacB MPHU3HAKH
XOJIecTaza CaMOIPOU3BOJILHO pa3pemiaTcs K 6—8-My
MecAIly JKU3HHU, MPH 3TOM YBEJIMYEHHE TeYeHU H Ce-
JIC3CHKU COXpaHsCTCs JIUTEIbHOEe BpeMms [3].

B penkux ciydasx yxe BO BHYyTpUYTPOOHOM TIepH-
0JIc pa3BUBAETCS TSKEIOE MOpaXKEHHE IedeHu ¢ Gop-
MHUpOBaHUEM BOISHKM Mmioja [2, 5, 7, 9, 11, 16].
B 10 % caywgaeB mpu panneit manudecrarmn HIIC
HaOMIoaeTcss MOJIHUEHOCHOE TEYEHHE C Pa3BUTHEM
MEYCHOYHON HENOCTATOYHOCTH U JIETAJIbHBIM HCXOIOM
B TEUEHHE MepBoro ropa xu3uu [6, 10, 16]. ¥V ne-
Teit mepBoro roxa xu3Hu ¢ HIIC BO3MOXHO pa3BUTHE
W TIATOJIOTHH JIETKHX (MHGUIBTPATHI B JIETKUX TICHU-
CTBIMH KJICTKAMH).

[Ipu nepuHaranbHOW (hopMe pa3BUBAIOTCS HEBPO-
JIOTHYECKHE HapyIlIeHHs, KOTOpble Ha TEPBOM TOIy
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JKU3HHU TIPOSIBJISIIOTCS. MBIIICYHOM TUIOTOHUEH U 3a-
JIEPXKKOW TICHXOMOTOPHOTO pa3BuThsA. HeBpoiormue-
CKH€ CHMIITOMBI B OOJiee cTapiieM JeTCKOM BO3pacTe
MIPOSIBIIAIOTCS B BHJIE NMPOTPECCHUPYIOUINX MO3KEUKO-
BBIX PAaCCTPOWCTB, INIA30BUIaTEIIBHBIX PacCTPOUCTB
M0 THITy CaKKaJIMYECKHUX IABMKECHUN M BEPTUKAIBHOTO
mapajnda B30pa, YTparkl paHee NMPUOOPETeHHBIX Ha-
BBIKOB M 3HaHUW. B oTJjaeHHOM nepuoze XxapakTepHbl
TICUXHATPUYECKUEe HApYIICHUs B BUJAE 3aJIePKKU IICHU-
XUYECKOTO pa3BUTHS, OPTaHNYECKOTO ICUX03a, CHIKe-
HUSl KOTHUTUBHBIX (yHKmwmii [1, 3, 6, 8, 10, 12].

[Ipu cOope aHaMHe3a y MaIMEHTOB C JeOIOTOM
3a0oneBanust B Oosiee IMO3HEM BO3pACTE€ OKa3aJioOCh,
YTO B HEOHATAIBHOM IEpUOJIe Y HUX OTMEYajicCh MpH-
3HAKM XOJeCTa3a W/WIU JUTUTEIHLHO COXPAaHSIONIAsICs
remarocrieHomeranust (45-65 % OonpHBIX). Ha st
CUMITOMBI HE OBIJIO OOpaIIeHO JOJDKHOTO BHUMAaHUS,
JIETH CBOEBPEMEHHO HE OBLIM 00C/eZoBaHbl Ha 00-
MEHHBIC HApYIICHUSI.

Takum o6pazom, HIIC momkeH OBITH 3amomo3peH
y BCEeX MIIJICHIIEB C XOJIeCTa3aMH, 0COOEHHO TpH Ha-
JUYWW JUTATENEHO COXPAHSIOMIEHCs CIUIEHOMETANNH.
OJNeKTpOHHAas MMKPOCKOIHUS W aHalu3 JIUMHIOB 00-
pasua OuomnTara MEYEeHW MOXKET MOATBEPAHMTH ATOT
nuartos [6, 8].

Hecrertupuanocts W MHOTOOOpazWe CHMIITOMOB
HIIC npuBoauT K HEOOXOAMMOCTH TPOBEICHUS -
(hepeHIMPOBAaHHOTO JMAarHo3a ¢ MLEeJbIM PAJOM 3a-
0oJieBaHMII HEOHATaJbHOTO IEPHOJA, BKIOYAs BHY-
TpUYTpOOHBIE WH(MEKINU, IpyTue HACIEeICTBCHHBIS
OonesHnm oOMeHa (TajakTo3eMHs, HEIOCTATOYHOCTH
ol-aaTuTpUNCcHHa, Gone3ns lome u ap.), BHyTpure-
YEHOUHBIH XOJIeCTa3 M aTpe3Ul0 >KETUEBBIBOISIINX
Iy TEH.

HutomeranoBupycHass wuHbpeknus (LIMBU) —
IMPOKO  PacMpOCTpaHEHHAs  OMITOPTYHHUCTHYECKAs
UHQPEKIUA, KOTOPOW  HMH(DUIMPOBAHO  MPUMEPHO
50 % B3pociOro HacejaeHHs B Pa3BUTHIX CTpaHax,
B Pa3BHUBAOIIUXCS CTPaHAX KOJIMYECTBO HHMUIIUPO-
BaHHBIX gocturaer 85-90 %. B Poccuiickon depe-
palyy YacToTa CEpOIO3UTHBHOCTH JKEHIIMH [EeTO-
ponHoro Bospacta coctaBmsier or 50 mo 80 % [4].
Yacrora BpoxaeHHon IIMBH cocrasaser 7 Ha
1000 >xuBopoxaeHHBIX neTeir [15]. Takum oOpazom,
0,5-2,0 % HOBOPOXKIACHHBIX OyAyT HWH(DHUIIMPOBAHBI
[IUTOMETaJIOBUPYCHOW HWH(EKINeH, HO KINHUYECKHE
MIPOSIBJICHUS B MIEPHOJI€ HOBOPOKAECHHOCTH OTMEYaloT-
csay 5-10 % undunmpoBanHbix nered. KimHudeckas
KapTruHa MaHu(ecTHOH (opmbl BpoxkneHHoW [[MBU
BKITIOYAET NOpakeHUe MEYCHH, KETYI0UHO-KUTIIETHOTO
TpakTa, KOCTHOTO MO3ra, HEPBHOW CHCTEMBI U MpO-
SBJISIETCSl TeNaToCIUICHOMEeranauen, TremnaTuToM, Te-
MOpParu4ecKuM CHHIPOMOM, MEHUHTORHIIC(AIUTOM,
xopuopetruHutoM [13]. [HomumopdusM KIMHHYECKAX

MPOSIBIIGHUH W CcXOXas KIMHMYecKas KapTHHA, Kak
Ipyd BPOXKIACHHOW LUTOMEIajJOBUPYCHOW HWH(EKINH,
TaKk ¥ MPU HACJIEACTBCHHBIX HapyLICHHSAX OOMEHa
BEIIECTB, JUKTYeT HEOOXOIUMOCTh MpOBeneHHs Aud-
(epeHInanbHOro TUarHosa, Ho ¥ He UCKIII0YaeT coue-
TaHMs STHX 3a00JIEBaHUI y OTHOTO M TOTO K€ peOeHKa.

OCHOBHBIMM METOJAMH TIOATBEPKACHHUA JUATrHO-
3a HIIC cmyxar MOJeKyasIpHO-TEHETUYSCKHUE TECTHI
W OTpe/IeTICHUE YPOBHS aKTUBHOCTH CUHTOMHUEITUHA-
3Bl B KyJBTYpE KJIETOK KOXHBIX (GUOpOOIacToOB M Jeii-
KOLIUTaX, KOTOPBIE IO3BOJIAIOT ONPENENIUTh CTEIEHb
HAaKOIUICHUS HEICTEPU(PULIUPOBAHHOIO XOJECTEPUHA
B Jm3ocoMax. Hecmorps Ha pa3paboraHHblE TecT-
CHUCTEMbI, HAJEKHBIX M TPOCTHIX IHMATHOCTUYECKUX
croco0O0B /10 CHX MOp HE CYLIECTBYET, B psilie CIIydacB
JUISl yCTaHOBJICHUS AMArHo3a HeOOXOANMO MPOBEICHHUE
TTOJTHOTO cekBeHnpoBanus renoB NPCI u NPC2, no-
CTaTOYHO TPYJOEMKOH, ITUTEIbHON U TOPOrOCTOAIIEH
npouenypst [2, 6, 8, 9, 12, 14, 16].

Takum oOpazom, Oone3nr Humanna—Iluka tuma C
MOXHO CUMTaTh I€HETHYECKU Op(aHHBIM MPOrpeccu-
pyroIKM 3a00JIeBaHUEM, XapaKTEPU3YIOIIUMCS MHO-
roo0pasueM KIMHUYECKHUX CHMIITOMOB M PazIUYHBIM
BO3pacToM MaHU(ecTanun. HeoO0XomauMo TOMHHTS,
gyro HIIC B panHeM peTckoMm Bo3pacTe IeOITHpPY-
€T BUCLEPAJIbHBIMU MPOSBICHUSAMHU, HEBPOJIOTHYE-
CKHE CHMITOMBI TOSBJISIFOTCS 3HAYMTEIBHO IO3KE.
Ecimn y pebenka B mepuone HOBOPOKACHHOCTH WIIH
paHHEM MJIQJIECHYECKOM IIEpPHO/IE COXPAHAIOTCS SIBIIE-
HUS XOJecTa3a U BhIpak€HHasl IelaToCIIIEHOMETaINs
(6e3 pa3BUTHS MOPTATBLHON THIEPTEH3MH), HEOOXOIH-
MO TIPOBE/IEHNE TUATHOCTHYECKUX TECTOB ISl MCKITIO-
yenus 6one3nn HIIC.

KJMHUYECKUA CNNYYAN

Ha 6aze CIIGI'BY3 «/lerckas roposmckas OOJbHH-
na Ne 17 Cesrurenss Huxomas YymorBopra» Oblia
oOcnenoBaHa W MoJydYaja JIGUCHUE JOHOIICHHAS Jie-
BOUYKa, KOoTopas poaujack Ha 39-i1 Henene recraluu
¢ maccoit Tema 2500 1, gouHOM 49 CM, ¢ OIIEHKOH IO
mkane Anrap 7/8 6ammoB. Pomurenn azepOaiimkaHIib,
no 26 ner, Opak OnuskopoacTBeHHBbIH. KoHTakT ¢ po-
JUTESIMA OBbUT 3aTPYIHEH U3-3a S3BIKOBOTO Oapbepa.
[lepBriii pebeHOK B ceMbe yMep B Bo3pacTe 4 IerT,
MIPEATIONIOKUTEILHO OT 3a00yIeBaHMs ITeUeHH. PeOeHOK
pOaMIICS OT BTOPOH OepeMeHHOCTH, MPOTEKaBIIeH Ha
(oHE TeCTalMOHHOW apTepUalbHOW TUIEPTCH3UU.
[locne poxneHus COCTOSIHME JI€BOYKM paclieHUBa-
JIOCh KaK YIOBIETBOPUTEIILHOE, OHA HaxXOIWIach Ha
COBMECTHOM TmpeObiBannn ¢ Marepblo. [lpu mmano-
BOM J1a00paTOpHOM OOCIICIOBAaHUH B POIMILHOM JIOME
ObUM BBISIBJICHBI JieiikoruTo3 (23,3 - 10°/41) u noBbliiie-
uue CPb (29-32 mr/n), B cBs3u ¢ 4eM peOeHKY Oblia
Ha3Ha4YeHa aHTHOAKTepHalbHAs Tepanus (aMIUIAILTHH
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W TEHTAaMHMLMH), W JIeBOYKa Obljla IepeBeieHa Ha
5-e cytku *u3HM B OosbHHLy. [Ipu mnocrtyrieHun
B OTAEJICHHE TIaTOJIOTHMH HOBOPOXKAECHHBIX COCTOS-
HUE JIeBOYKM PACLEHUBAIOCH KaK CpPEIHETSKEI0e
32 CYEeT HEeBPOJIOIMYECKONW CHUMITOMATHKH (CHHIPOM
yraerenust [[HC), mopdodyHkumonansHoil Hespe-
moctd, TedeHus: nHpeknnonuoro mporecca (CPb mo
157 wr/m). Ha ¢oHe CyOMKTEpHYHOCTH KOXKHBIX IIO-
KpPOBOB M CKJIEp OTMEYaJOCh B3JyTHE >KHBOTa C pac-
IIMPEHHONW BEHO3HOW CEThI0 HA MEpeJHEH OpIOIIHOM
CTEHKE, TenaToCIICHOMeranus (HIKHUN Kpad IedeHH
yBenuueH A0 4 cM HIDKe Kpas peOepHOl IyrH, cene-
3eHKa — 110 3 cM). YpoBeHb 00mero omnupyOnHa Ha
5-¢ CyTKH XHM3HU COCTaBHJ 179 MKMOIIB/J, Tpsmast
¢pakuus ounupyorna — 120 mxmodns/i. [To coBokym-
HOCTH KJIMHUYECKUX U JIAOOPATOPHBIX NaHHBIX ObLI
[IOCTaBJIEH AMArHo3: «BHyTpuamMHuoTnueckass nH)EK-
uus ¢ nopaxenuem LHTHC u meuenn».

Ha ocHoBanuu Hanmuus cunapoma yraerenust [IHC
y JIOHOILICHHOTO peOCeHKa, POAMBIIETOCS B YIOBJIETBO-
PUTEIBEHOM COCTOSIHMM, W IIPU3HAKOB CUCTEMHOM BOC-
TTAJTUTSIPHON peakIuu B KpoBU K 10-My JHIO KU3HH
OBUTO TIOKa3aHO IpOBElICHHE JTIOMOANBHOW ITyHKIIHH.
B nepeOpocnuHanbHON KHIKOCTH BBISIBICHBI ITUTO3
157/3 n nporeunopaxusi 1,7 1/11, 9TO TO3BOJIMIO U-
arHOCTUPOBATh MEHMHIO3HLEaINT, ObUIa NMPOBEACHA
CMEHAa aHTHOAKTepHUaIbHOM Teparuy Ha BAHKOMHIIMH.
Ha ¢one nedeHus B KIMHUYECKOW KapTHHE OTMEYa-
JIOCh YIy4YlIEHHE HEBPOJIOIMYECKOW CHMITOMATHKH.
JIukBop canmpoBaincs k 17-M cyTkam KHU3HH.

B HeBpomormdeckoMm craryce COXpaHsaach yMe-
PEHHO BBIpaK€HHAsI MBIIIEYHAs] THIIOTOHUS, pediek-
Cbl HOBOPOXKJICHHBIX BBI3BIBAIMCH B MOJHOM OObBEME;
K 2-M MecslaMm XHU3HA cHopMHUpOBaCS BBIIPAMIISIIO-
MK JTaOMPUHTHO-YCTAaHOBOYHBIA pediieKkc Ha TOJIOBY,
HaOMI0AaIMCh OTYETIIMBBIC 3PUTENIBHBIE U CIIyXOBBIC
peaxiyy, MOsSBUIIACH OTBETHAS YIIBIOKA.

[aHHble nokasatenen GyHKLUMM NeyvyeHn y naumeHTa H.
Data of liver function tests of the patient N.

st uckimoueHuss BHYTpUyTpoOHOH MH(peKunu Ha
10-e cyTKM KHU3HU NPOBEIEHO 00CICAOBAHNE METOOM
nvMmyHopepMerTHoro anann3a (MPA) Ha TOkcoruIas-
MO3, BHPYCHI IIPOCTOTO Teprmeca 1-ro m 2-TO THUIIOB
u IIMB. Ilo pe3ysnbraTram aHaau30B BBISABIIECHBI I0JIO-
JKuTenpHble TecThl IgG K BHpyCy MpoOCTOro repueca
I-ro u 2-ro tunoB u IIMB. IgM k yka3aHHBIM HUH-
(dexmussM He OBUTH BBIABICHBL. [lOBTOpHO OCyIIECT-
BJICH 3a00p aHAIM30B KPOBH peOCHKY B Bo3pacte 37
JHeH, koTopbli BbiABWI Hannuue [gM x 1IMB, a me-
TOAOM IMOJMMEPAa3HOM LEMHOM peakuuu B JABYX JIO-
Kycax (KpoBb W Moua) Obuta monTBepxaeHa [[MBU.
B ot xe cpokm oOcrmemoBaHa MaTh peOeHKa Ha
TORCH-undekuu meroqom MDA, BBISBICHO Halu-
yne anturen k [gM u 1gG, IMB. YunTsiBas K1MHUKO-
7a0opaTopHbIe JaHHbIE, IEBOUKE ObLI IIOCTABIICH TMAarHO3
BPOXKICHHOW ITUTOMETAJIOBUPYCHOW WH(EKIINH, B Ma-
aHudecrao hopme, ¢ nopaxenuem [[HC (MeHUHrO3H-
redaiuT), edeHn (XoJecTas), cene3eHku. PebeHok 1o-
ayumt Kype LlumeBena (raHUMKIIOBUD) B J103aX 6 MI/KT
Ne 14 u meonmtoTekra 2 MiI/Kr Ne 3, BHYTPHUBEHHO.

Ilpy KynupoBaHMM BOCHAJIUTEIBHBIX HM3MEHEHUN
U YIy4IIeHHH HEBPOJIOTMYECKOW CHMITOMATHKU K BO3-
pacty 1,5 mec. oOpaliano BHUIMaHUE COXPAHCHUE CYOHK-
TEPUYHOCTH KOXHBIX TOKPOBOB C 3€JIEHOBATHIM OTTEH-
KOM, TIPOIPECCHPOBAHHUE TeNaTOCIUICHOMET NN (HKHHUN
Kpail TeueHH BBICTYIAJl HIDKE Kpas peOepHOW MyTW Ha
9 cM, cene3eHKH — Ha 5 CM), COXPAHSIOIMIASCS THIIEP-
OwmpyonHemuss ¢ mpeoOnajaHueM NpsMON  (paKkuu
owmpyouna (6onee 50 % ot obmero OunmMpyouHa), mo-
BBIILICHUE YPOBHS acliapraraMHHOTpaHc(hepasbl, yMEpeH-
HOE ToBbIIIeHNe ramma-mmrotamuntpancgepassr (ITT)
(cM. TabOnuiry). AXOiMu CTylla HE OTMEYAJIOCh.

[To mannbpiM Y3U opraHoB OpIOIIHOM TOJIOCTH Ha
9-¢ CyTKM JKM3HU OBUIM BBISBJICHBI PEAKTHBHBIC W3-
MEHEHHUS IIeUYEHH, renarociieHoMeranus. B aunamu-
Ke — Ha 38-e CyTKHM XKU3HU OTMEYaJIOCh HapacTaHHe

O6muit Onnupy- | [Ipsmoit 6unupy- LI, El/n / I'TT, EA/n (pedepent-
JleHb sxu3HM / | OUH, MKMOJB/T / | OuH, mkmons/n / | AJIT, EJ/n/ ACT, E/n / A]kal%ne Pﬁos— Hble 3HayeHus 0—151) /
Day of life Total bilirubin, | Direct bilirubin, ALT, U/l AST, U/l GGT, U/l (reference
phatase, U/l
mcmol/l mcmol/l values 0—151)
5-i 179 120 20 80 - -
7-i 137 87,5 33 138 1435 -
28-i 134 95 20 115 1700 228
42-i 131 97 33 136 1533 146
S1-i 149 115 - - 1700 178
75-i 120 57 59 172 - -
IIpumeuvanue. AJIT — ananunamunorpancdepasza, ACT — acmapraramuHorpancdepasa, II® — menoynas Qocdarasa,
I'TT — ramma-rmrorammirpancdepasa. Note. ALT — alanine aminotransferase, AST — aspartate aminotransferase, GGT — gamma-

glutamyl transferase.
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YBEJIMYEHHS pa3MEPOB MEUYEHU: KOCOTO BEPTUKAIBHOIO
pa3mepa mpaBoit gonu g0 108 MM (Hopma 1m0 60 Mm),
TONIIUHBI JIeBoW momu 1m0 42 MM (HOpMa 30 MM),
KpaHHUO-KayJaJIbHOTO pa3Mepa JICBOH J0Iu 10 74 MM;
JIEBBIA Kpail JIEBOW JOJIM JOCTUTaJl aKCUJUISIPHOM JU-
Huu. Pa3zmep ceneszenku mo panHeiM Y3U cocraBun
101 x 89 mm (HOpMa 50 x 20 MM).

B cBs3u ¢ mporpeccupoBaHMEM TenaTocrieHOMe-
TaIMd M COXPAHSIOUMMIUCS SBJICHUSAMH XOJEeCTa3a,
HECMOTpsI Ha IMPOBEACHHOE JTHOTPONHOE JIEYCHHE
[IUTOMETAJIOBUPYCHOW HWH(EKIUHU, IJIOCKOH BECOBOM
kpuBoi (+778 1 3a 2 mec.), muddepeHITnaTbLHBIA THa-
THO3 TIPOBOAMJICS MEXIY WH(EKIIMOHHBIM MOpakKeHHU-
€M I€YEHHU U FeHeTHYeCKUM 3a00JieBaHNEeM (yUUThIBAs
OJM3KOPOJACTBEHHBIN Opak, rubeib mepBoro pedeHka
MIPEIOIOKATENBHO OT 3a00JICBaHUS TICUCHH).

B Bo3pacre 1 mec. meBodka OblTa OCMOTpEHA TeHE-
THUKOM, B3ST Kapuotut (pe3yasrat — 46XX), creixanbl
aHaJM3bl Ha aKTMBHOCTH ()EPMEHTOB Ha JM30COMHBIC
OoJie3HM HaKoOIUIeHHMsl (pe3ynbTaT — B Mpeaeiax pe-
(heperTHBIX 3HaueHWit). [Ipum ckpuHUHTOBOM O0OCIE-
JIOBaHWW Ha OOMeHHBbIe O0OJe3HNM HAKOIUICHWS Ha-
pyuieHuil BbIsiBIeHO He Obuto. B Bospacte 2 mec.
10 nHelf METOIOM CEKBEHHPOBAaHUS HOBOI'O MOKOJIe-
HUSl TIPOBEJICHO WCCIIEIOBAHUE KOIUPYIOIIUX PErro-
HOB TEHOB, BXOmANMX B maHenb «HacnencTBeHHbIe
HapyIIeHus: OOMEeHa BENIECTB». BBIABIEH MaTOreHHBIN
BapuanT ¢.2373+1G>T B TOMO3UTOTHOM COCTOSIHUH
B rene NPCI. VI3MeHeHus B JJAHHOM T'€HE CBSI3LIBAIOT
C pa3BUTHEM ayTOCOMHO-periecCHBHON Oosie3an Hu-
ManHa—[Iuka tuma C (MIM257220). Y pomuteneit
STOT T€H BBISBIEH B I'e€TEPO3UTOTHOM COCTOSHHUHU.

Takum oOpa3oM, y peGeHKa TUArHOCTHUPOBAH CHH-
npom Humanna—Iluka tuna C, nepuHatanbHas ¢Gop-
Ma. B Bo3pacte 3 mec. peOSHOK BBITUCAH IOJ Ha-
OmroficHHE TIeAWaTpa, Temarojiora, WH(EKIIMOHUCTA,
HeBposiora. B Bo3pacte 6 Mec. peOCHOK OCMOTpPEH
B aMOyJnaTOpHOM OTAEJICHUHU CTAllMOHApa: BBISBICHO
YMEpPEHHOE OTCTaBaHHE MOTOPHOI'O pa3BUTHS, YPOBEHb
WHTEIUIEKTYaJIbHOTO Pa3BHTHS COOTBETCTBYET BO3pa-
CTY; COXPAHSIIOTCS SIBJICHHS XOJIECTa3a, rermaToCIyIeHO-
MeTaJi1, OTMEYaeTCsl MOCTHATANIbHAS 3aepKKa (huzu-
YeCKOro paszBuTHs (Ha ypoBHe 10-ro mepueHTwId 1o
BCEM aHTPOIIOMETPUYECKHM IMOKA3aTEeIsIM).

OTo penkuii ciyyail paHHEeHd NOCTAaHOBKHU JAMArHO3a
6onesnn Humanna—Iluka tuma C, B Bo3pacTte MeHee
3 Mec. AHaiIM3 KJIMHUYECKOTO CiIydasi, OMCaHue ajro-
put™Ma nudQepeHInaNIbHOT0 TUarHo3a MpesCTaBisieT
Hay4YHbId U MPaKTUYECKUH HHTEpecC Uil Bpadyeil-Heo-
HATOJIOTOB, HEBPOJIOTOB, MH(EKITMOHNCTOB.
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