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Pestome. [Ipedcmaeaeno kaunuyeckoe Habaio0eHue pebeHKa ¢ pedkoil H030402U4eCKOU POPMOLl — CUHOPOMOM
Anaxcuns. Cpedu npuuuH HeOHaMAanbHO20 X0AeCMa3a CUHOPOM Araiicuns 3aHumaem 8mopoe Mecmo, 6Cmpea-
emcs c yacmomoti 1 : 70 000 nosopoxcoenuvix. CuHOpom xapakmepuszyemcs: HeO0OCMamoYHbIM KOAUHeCMEOM UL
Manvim OUAMempom 6HYMPUNEUEHOUHBIX JCEAUHBIX NPOMOKO08, KOMOopble 6b1600sm ceaus u3 neweru. Cunopom
Anaxcuns éxarouaem covemanue He MeHee mpex U3 NAmMu OCHOBHbIX NPUSHAK0G: XPOHUHECKULl X0aecmas, cep-
deuno-cocyoucmole degheKkmol, GHOMANUU NO3B0HOUHUKA, OeheKMbl 21a3, XapaKmepHble YepenHo-auuesble npu-
3naxu. EOuncmeeHHbIM paouKaibHbilm Memooom AeveHus npu hopMuposanuy yuppo3a neveHu u Omcymcmeuu

epy6b1x NOPOKO0E6 Aeademcia mpaHcniaanmayus ne4eru.

Karouesnte caosa: apmepuoneuenounas ducniazus, cunopom Aasaxcuas, oemu.

B cTpykType 3abosieBaHUII TenatoOMIMapHOR CH-
CTeMBbI Yy JIeTeil TIepBOTO IIOJYTOAMS XM3HU Beayllee
MeCTO 3aHuMaeT OuiuapHas atpesusi (45 %), nanee
M0 YacTOTE BCTPEUYAEMOCTH PaCHOJIaraloTCs CUHIPOM
Anaxunsg (17 %), 6one3np baitnepa (13 %), HeoHa-
TajabHbl renatut (5 %), nedunuT ol-aHTUTPpUIICKHA
(4 %), ounuapHblii LUppo3 (4 %), ranakrosemus (2 %)
u apyrue 3abonesanus (10 %) [1]. Cunapom xoJjiecra-
3a IBIISICTCS OMHUM U3 PAaHHUX IIPOSIBJICHUH IIIMPOKOTO
crekTpa 3a00JieBaHUI TenaToOUIMapHONW CUCTEMBI Y
HOBOPOXKIECHHBIX W ACTCH TTEPBBIX MECSAIICB KU3HU.

ApTepuonedyeHOUHAs OUCIUIa3usa (CUMHAPOM Aja-
KWJIST) BKJTIOYAET COUETaHME HE MEHee TpexX U3 MATU
OCHOBHBIX TIPU3HAKOB: XPOHUYECKUI XOJecTas, cep-
JNEYHO-COCYIUCThIe Ne(eKThl, aHOMAJIUMU ITO3BOHOY-
HUKa, 1e(eKThl IJ1a3, XapaKTepHbIC YePEITHO-JIULICBbIC
npusHaku. Berpeuaercs ¢ wactoroii 1 : 70 000 HOBO-
poxaeHHbIX. CUHAPOM BIIEpBbIE ONUCAH (bpaHIly3-
ckuM nenuatpoM daHuenem AnaxuneM B 1975 romy
Kak 3abojieBaHME C TUMMYHON KOMOMWHalUel TSITU
MIPU3HAKOB:

— XO0JIecTasa;

— JIUIIEBOTO AUCMOpPDU3MA;

— He3apalleHusl TeJl MPEUMYIIECTBEHHO TPYTHbBIX
MO3BOHKOB C XapaKTEpHON KapTUHOU «06abouku» Ha
pPeHTTeHOrpaMMe;

— CTEHO3a JIETOUHOI apTepuy W/WIu e BeTBeil U
JIPYTUX IIOPOKOB CEP/lIa;

— o(pTaTEMOJIOTMICCKIX AaHOMAJIUI — 3aTHETO M-
OpMOTOKCOHA (BPOXICHHBIN Ae(PEKT POTOBUIIBI), TTUT-
MEHTHOM PETUHOIATUM.

CuHapoMm Anaxkuisl HacjaeayeTcs MO ayTOCOMHO-
JTOMMHAHTHOMY TuUMy. ['€HHBII AedeKT cBsI3aH ¢ 4Ya-
CTUYHOM Aefielireii KopoTKoro rieda 20-i XpoOMOCOMbI
[20p11-12], roe nokanusyetcs Jagged1l (JAGI) reH, uyto
JTOKA3aHO MOJICKYJIIPHO-TEHETUIECKUMU U IINTOTCHE -
TUYECKUMU METOIAMHU UCCIICIOBAHMS.

Bosie3Hb xapakTepu3yeTcsl HeOOCTATOYHBIM KOJIM-
YeCTBOM WJIM MaJIbIM IHAMETPOM BHYTPUIICUYCHOUHBIX
JKEJTYHBIX IIPOTOKOB, YTO 3aTPYAHSIET OTTOK XKETYU U
CIIOCOOCTBYET HAKOIICHUIO ¢¢ KOMIIOHEHTOB B KJICT-
Kax medyeHU. [loBBIIIEHHOE COAECPXKAHME >KETYHBIX
KOMIIOHEHTOB B IUIa3Me€ KPOBM CIOCOOCTBYET IOSIB-
JICHUIO MYYUTEJIbHOTO KOXHOTro 3yaa. HemoctaTouHoe
MOCTYILJIEHUE KeYM B KUIIEYHUK MPUBOIUT K Hapy-
IIEHUIO TMPOLECCOB MUIIeBapeHus1. MabadbcopOrus
BeleT K 3a7epXKKe Pa3BUTUSI U MEIJICHHOMY POCTY. ¥
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TaKuX OOJIbHBIX YACTO BO3HMKAIOT MEPEJIOMbI KOCTE,
npo0bJIeMbl CO 3peHUEM, CBEPThIBAEMOCThIO KPOBH, Ta-
MSIThIO M O0yYyeHreM. XapakTepHa 3aepkKa MOoJOBOTO
pa3BuUTH. SIBIEHUS XoJlecTa3a pa3BUBAIOTCS B TIEPBbIE
3 Mecsia XU3HU U XapaKTEePU3YIOTCS JKEJTYyXOM C 3eJ1e-
HOBATBIM OTTEHKOM, YBEJIMUECHUEM pa3MepoB TIEUCHHU,
HETIOCTOSTHHOM aXOJIreil CTysia, TeMHBIM IIBETOM MOYM.
Ileuens yBenmmumBaeTCsT OOJBIIE 3a CUCT JICBOU TOJH,
KOTOpas Tpu Majbhaluuu riaakasi, 6e3001e3HeHHas,
C 3aKpYIVIEHHBIM KpaeM, KOHCUCTEHIIMSI €€ HOPMaJb-
Hasg WIM yMEpeHHO IUIoTHas. YacTo yBeanuuBaeTcs
cenesdeHka. [Ipu cuHapome Anaxkuiis rmoja Koxeid Mo-
TYT 00pa30BbIBATHCS XKUPOBbIE CKOIUJICHMSI, Ha3bIBae-
Mbl€ KCAHTOMaMU (Ha ThIJIbHOI MOBEPXHOCTU CYCTaBOB
najbleB, Ha JJAIOHHOW MOBEPXHOCTU KUCTEH pyK, Ha
3aIHEl MTOBEPXHOCTH IIIEH, B TTaXOBOI 00JIACTH, BOKPYT
anyca). OHM BBI3BaHBI aHOMAJILHO BEICOKMM YPOBHEM
XOJIECTepMHA B KPOBU M CBUACTCIBCTBYIOT O TSDKECTHU
mpoliecca M JUTUTEIBHOCTU XoJiecTa3a. BBISBISIOTCS
XapakTepHbIe (PEHOTUITMIECKIE OCOOCHHOCTU: BBICO-
KM, BBICTYIAIOIIMM JIOO, ITyOOKO IOCaXXeHHbIE I71a3a,
MPSIMOIT HOC, OTTOMBIPEHHBIC YIITHBIE PAKOBUHBI, BbI-
CTyMalouMii moadopoaoK. Y OOJbHBIX C CUHAPOMOM
Anaxuiisi BBISIBISIIOTCSI U3BMEHEHUSI CO CTOPOHBI IO-
YyeK — TMITIOIIa3Msl, KUCThI, TUCTOMMUS TOYEK, YIABOE-
HU€ MOYETOUYHMKA, CTEHO3 MMOYEYHO apTepuur, Moye-
KaMeHHas 060Jie3Hb [2—4].

Cneuuduyeckas Tepanusi He pa3padboTtaHa. Jlede-
HUE HaIlpaBJIcHO Ha TomiepKaHue (PYHKUMH TTopa-
JKEHHBIX OPTaHOB 1 YMEHBIICHUE CUMIITOMOB 3a00JIe-
BaHwus. [t yrydmre Hust (QyHKIUY TTIeYeHU TTIPUMEHSTIOT
renaTonpOTEKTOPHbBIE IpPEenaparhbl; Aas yMEeHbLICHUS
KEJTYXU U 3yda — TIperaparbl ypCcoae30KCHUXOJICBOM
kucaotel. [Ipy TSKeIoM TeYeHUM IMPOBOMSIT TpaHC-
TUIaHTalLMIo eyeHu [3].

Ecnu arpe3usi BHYTPUIEYECHOUHBIX XKEIYHBIX XO-
JIOB BbIpaXkeHa HE3HAUYUTEJIbHO (OTCYTCTBYET JIMIIb
HEOOJIbIIIOE KOJUYECTBO XKEJIYHBIX XOIOB), IMPOTHO3
OJIarONPUSATHBINA U OCTOXHEHUSI OOBIYHO HE BO3HMKA-
10T. B OOMBLIMHCTBE cllydyaeB aTpe3usl 3HaUYMTeIbHAas,
YTO SIBIISICTCS HEOJATOIIPUSITHBIM IIJIs TIPOTHO3a; B Te-
YeHHUE TEePBHIX JIT XKU3HU Pa3BUBACTCS [UPPO3 Iede-
HU — OOJIbHBIE MIOTU0AIOT OT TIEYEHOYHO! HETOCTATOU -
HoCTHU. TpaHCIIaHTAIIKS TICYSHU TTO3BOJISIET TIPOINTD
OOJIBHBIM XM3Hb, HO B CIy4ac COUYCTAHMS C TSKEJIBIM
IIOPOKOM Cepjlia ee IpoBeIeHue HEBO3MOXHO [5—6].

ITpuBoauM coOCTBEHHOE HAOIIOACHNE.

Manbuuk b., 11 MecsiieB, MOCTYIIUI B TaCTPOIHTE -
pOJIOTHYECKOE OTAEeJeHUE C KajlobaMKu Ha MHTEHCUB-
HYIO XXEJTYIIHOCTb KOXM M CJIM3UCTBIX C 3eJeHOBa-
ThIM OTT€HKOM, BSIJIOCThb, PBOTY, BbIIIaJeHUE MPSIMOM
KWIIKHA.

W3 anamHe3a XW3HUW U OOJE3HU M3BECTHO, YTO
pebeHoK poauics oT 1-ii 6epeMeHHOCTH, MpPOTeKaB-
e ¢ npeskiaamricueit. Ponbl mepBble, caMOIpoOuU3-
BOJIbHBIE, B cpoK. Bec mipu poxxnenuu 2700 r. [lepuon
HOBOPOXIEHHOCTU MPOTEeKa IJIagKo, HO MaTh OTMe-
yaja XeJTYITHOCTh KOXHBIX ITOKPOBOB C POXKICHMS,
TIoXyto npudaBKy B Bece. B Bospacte 1,5 Mecsua Ha
¢doHe COoXpaHSIOLIECs KEeATYITHOCTU KOXU TOSBUII-

Csl pa3KM>KEHHBIN CTy1. PeOEHOK roclUTaIM3UPOBaH B
LIEHTPAJbHYIO PAfOHHYIO OOJILHUILY, T1Ie MPU OCMOTpPE
BBISIBJICHBI ITOBBIIIEHHAST KPOBOTOYMBOCTh, SKXMMO3HI.
Manbuuk ObLT HampaBjieH B reMaTOJOTUYECKOe OTae-
JIEHUEe TOPOJCKON AEeTCKOW KAMHUYECKOUN OOJbHMIIbI,
I7Ie HaXOOWJICS B Te€UCHUE 2 HEAC/Tb; JTUAarHOCTUPOBAH
KPUNTOTCHHBIN TEIMaTUT HEYCTAaHOBJICHHON 3THOJIO-
TUA C BBIPAXXCHHON CTEIEHBIO aKTMBHOCTHU, BETETO-
BUCLIepaibHasg AUCHYHKIIMSI HA (poHE MepuHaTaIbHOM
sHuedanonatuu. Jnst oOcienoBaHUsI TepeBeJeH B
00J1aCTHYIO AETCKYI0 MHMEKIMOHHYIO KIMHUYECKYIO
oonpHuy (OAMKDB). B craunoHape pedbeHOK Haxo-
IWICS B TeUCHHUE Mecsila, ObUT YCTaHOBJEH AUArHO3:
BPOXIEHHAs LIMTOMErajJoBUpPYyCHass WHMEKUUs, TIe-
MnaTuT, TsoKeaas dbopma. [lpoBoaunack KOMILJIEKCHAs
Tepanus, BKJIOUas IMPOTUBOBUPYCHYIO. OIHAKO MaTh
caMOBOJIbHO 3a0pajia pebeHKa JOMOii, ocTaBUB 0e3
JeueHus. Yepes mecdll ¢ kanobaMyu Ha MOBBIIIEHUE
TemIrepatypsl Tema g0 38,5 °C, HapacTaHHWE XEJITyXu
nosropHo rocniutanusupyercs B OAMKDB. Uccneno-
BaHME Ha MapKepbl BUPYCHOW MHMEKINU METOIOM
[P — HBV, HCV, LIMB, BOb — orpuuareabHoe.
IIpu mnpoBeneHUn UMMYHO(MEPMEHTHOIO aHalIu3a
(UDA) antutena kiaccosn IgG, IgM k BIIT 6-ro tnmna,
Tokcorazmosy, I1gG k IIMB, BOb-undekiyum — ot-
puuateabHblie. I UCKIIOYEHUsT aTpe3uM BHYTpPUIIE-
YEHOUHBIX XEJTYHBIX IMPOTOKOB PEeOEHOK IepeBeleH
B XHPYPTUUECKU CTallMOHAp, IIe JaHHas I1aToJIo-
rusi uckiiodyeHa. Ilpu BbInucKe oOmMi OWIMpyouH
112 mxmonb/a (psimoit 63,4; cBoboaublit 48,6), AJIT
mo 11 zvopm, ACT mo 10 HOpM. PekomeHmoBaHO: TIpo-
JIOJDKUTH IIpUeM ypcodanabKa, aTOKCHIa, BCKAPMIIM-
BaHME HM3KOJIAKTO3HBIMU CMECSIMM, HaOIIOIeHUE
nenuatpa. CIycTsS Tpu Mecslia IOBBICUJIACH BSJIOCTb,
COHJIMBOCTb, KEATYIIHOCTb KOXHBIX MOKPOBOB MpPU-
o0Opesa 3eJIeHOBaThIli OTTEHOK, MOSIBUJIACh MoaudeKa-
JIUSI U OCBeTJeHUe Kaua. {1 mpoBeaeHUs] AMarHOCTH -
YeCKOM JJanapoCKOIUY U OUOTCUM TTIEYEHU HaIlpaBIeH
B XHpPYpPTAUECKOE OTHeJICHNE MHOTOIPOMUIEHOTO
obyslacTHOro crauMoHapa. JIMarHOCTUPOBAH XPOHU-
YECKMII TeraTuT ¢ (OPMUPOBAHUEM MEIKOY3JIOBOTO
Mppo3a MeYeHu W PeKOMEHAOBAHO OOC/IeTOBaHUE 1
JICUCHNE B TaCTPOSHTEPOJIOTUICCKOM OTACICHNN MHO-
rorpoUIBHOTIO 00JIACTHOI'O CTAllMOHApAa.

[Ipy moCTyIJIeHUM COCTOSIHME OUYeHb TsKeloe 3a
CUET TEPMUHAJIBHOM CTaANM NMEYEHOYHOM HEJOCTATOY-
HocTu. ['unorpodus 2-it crenenu (Bec 7 xr). B co3Ha-
HUM, Ha OCMOTpP pearupyeT HeraTUBHO, ABUTIaTebHasI
AKTUBHOCTb CHMWXXEHa, 00ulas BSUIOCTb, TMITOTOHUS
MBI, 3aIep>XKa ICUXOMOTOPHOTO pa3BUTUS (ca-
MOCTOSITEJTEHO HE CHINT). BhIpaxkeHa KeJITYHITHOCTH
KOXXU, CIM3UCTHIX W CKJIEP C 3€JICHOBATBHIM OTTCHKOM.
[TacTo3HOCTB IN1IA, CTOIT, TOJIEHE . JINII0 TpeyroJibHOM
(GopMBI C IMPOKUM BBIMTYKJIBIM JIOOM, TJIyOOKO moca-
JKeHHBIMU TJ1a3aMHU, YIUIOMIEHHBIM, «[ITUYbM» HOCOM
M OCTPBIM ITOAOOPOAKOM, UCKPUBJIEHE V MAJIBLIEB PYK.
B nerkux npixaHue myspujbHOE, XpUIOB HeT. [ paHu-
1IbI Cep/lia He U3MeHEeHbI. TOHBI cepala pUTMUYHBIC,
TPOMKHUE, CUCTOJMUYECKUI IIIyM Ha Bepxylike. 2KMBOT
yBeJWYEH B padMepax, acluT. [leyeHb maabnupoBajiach
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110 3 CM I10 CPeAHEKITIOYMYHON JTUHUH, TIJIOTHOI KOH-
CUCTEHIIUU, cesie3eHKa 10 2,5 cM. CTyJ1 oKpallleHHbIH,
CBETJIO-KENITHIN, ToTu(eKanns, BbIageHUe TPSIMO
KMLIKU. Mouya TeMHasl.

JlaHHbIE JOTIOJIHUTEIBHBIX UCCIIeIOBAaHUI

KnuHndeckuit aHaiM3 KpOBU: TeMOTJIOOMH —
75t/n, 3p. — 2,5 « 102/7, LIIT — 0,8, TpOMOOLIUTEI —
70 = 10°/n, neitkorutel — 22 - 10°/11, mamouxkosiepHbIe
Heitpobuasl — 1 %, cerMeHTOsIIepHbIe HEeHUTpodu-
761 — 55 %, mumd. — 36 %, MoH. — 7 %, COD — 5MMm/4ac.
I'emarokpur — 18 %.

Knnnndeckuii aHaimus mMoun: Koi-Bo — 100, mBer
JKENTBIN, Mpo3p. ymMepeH., ya. Bec 1020, 6enok, rito-
KO3a — He OO0HapyKeHBI, peaKius Kucjas, SIUTEIUi
MmepexoaHbIit 1—2 B 11/3p., JeKOuUTH — 1—2 B 11/3p.

I'eTbMUHTHI ¥ TPOCTENIIINE B Kajie He OOHAPYKEHBI.

Komnporpamma — crearopes.

buoxumuueckuit aHanu3 kposu: 1twmronus (AJIT
10 wopMm, ACT 12 HOpM, TUNEpPOMIMPYOUHEMMUS
403 MKMoOJIb/N, CBS3aHHBI OunupyomH 294 (HOp-
ma 2,1-6,4 MKMOIb/1), CBOOOAHBIA OUIUPYOUH
108 MmxmoJb/1 (HopMma 6,5—19,1 MKMOJIb/JT), TIOBBIIIIE-
HUeE YPOBHS LIEJOYHOM (hoctaTasbl B 2 HOPMBI).

BhisiBieHrMe cHUHIpOMAa XoJjiecTa3a JIUKTYET He-
00XoouMOCTh U GepeHInaabHON  AUAaTHOCTUKU
MEXIYy BTOPUYHBIMU HapylIeHUSIMU M 3a00JeBaHU-
SIMM TeNaToOMJIIMapHON CUCTeMbl (BPOXICHHAsI TH-
po3uHeMmusi, Ooyie3Hb baiiepa, HemoyiHas aTpe3us
JKEJTYHBIX MPOTOKOB, BTOPUYHBIN OUIMAPHBIN IIUPPO3
Ha (oHe mnepeHeceHHOU reHepaiu3oBaHHO [IMB-
WHGEKIUN, TIUKOTEHO3BI, IIePOKCHUCOMHEIE 3a00-
JIeBaHUsI, OpPyrue amuHoauuaonatuu, 6ose3Hb Ko-
HOBajioBa — BuiibcoHa, MYyKOBMCLMIO3, AC(PULIUT
anbda-1-anTuTpuricuHa). B ¢BsSI3u ¢ 3TUM MpoBeaeHBI
HUKEIIePeUYMCIIeHHbIE UCCIeIOBaHUS

IIpomeunoepamma: oduuii 6enok — 51 /1, ansoy-
MUH — 44 %.

Koaeynoepamma: TPOTPOMOMHOBBI MHIAEGKC —
70,8 % (Hopma 93—107 %), BpeMs cBepThIBaHUS —
13 muH (HopMa 5—10 MUHYT).

Anvgpa- I-anmumpuncun — B HOpME.

Anvgpa-gpemonpomeun — 6omee 100 000 Hr/mn (Hop-
Ma < 11,3), B nuHamuke — 3600 Hr/mia. Jdedunmr
JKEJYHBIX IPOTOKOB MOXET KOMIIEHCHPOBAThCS MX
nponudepalmeit, YTo aCCOLMUPOBAHO C BBICOKOM KC-
npeccueit anbda-heTornpoTenHa.

Tamma-enymamunmpancghepaza (I'TT) — 0,9 (Hopma
0,9—6,36 MMosb/uac Y ).

Hccredosanue na mapkepol eupycHoil ungekyuu Me-
tonom ITHP — IgM x HMB — otp., IgG x [IMB —
2,05 (Hopma < 0,5). JaHHbIe U3MEHEHUsI pacleHEeHbI
KakK TIepCUCTUpylolast MHGEKINs, BbI3BaHHAsT BUPY-
camu LIMB.

Inoko3a kposu — 2,8 MMONB/II.

CKkpuHune-mecmol Mo4u — B HOPME.

Tunsokapnunosas npoba — B HOpMe.

Medb mouu — B HOpMeE.

Llepynonaaszmun — B HOpME.

Y3U opeanos bprownoli nosocmu u nouex: Te4eHb
yBEJIMUEHA Ha 5 CM, 9XOT€HHOCTh IAPECHXMMBbI ITOBbI-

1lIeHa, XoJiecTa3, BOPOTHasl BeHa MOMJIATUpPOBaHa M0
8 MM, u3BuTa. KeTUHBIA My3bIpb: YIJIUHEH, TUIIOTO-
HUYEH, CTeHKa oTeyHa 10 3—4 MM, MOJIOCTh CBOOOHA.
CeneseHka yBeJudeHa Ha 4,5 ¢M, Kpalt yTOJIIIEH, TOK-
cuKo-TiposindepaTUBHAsT Peakivsl MapeHXUMBbI, BEHbBI
yMEepeHHO auiaTupoBaHbl. [louku: ypoctaza HeT, ma-
peHxX1Ma He U3MEHEHa.

Y3H 201061020 MO32a: OTEYHOCTH 00OJIOUEK, PHIX-
JIOCTh BIIEHANMBI, MEKXTIOIyIIIapHAS IIETb 2 MM.

Komnvromepuas momoepaghus moSICHUUHO-KPECTIIO-
BOro otaesa mo3BoHouHuka: KT-npusHaku aHoManuu
pPa3BUTHS MOSICHUYHO-KPECTLOBOro Iepexona (JIroM-
Gaymzanusa L6, spina bifida L6), areHe3us KOIT4MKa.

BDKI: cuHycoBas Opanukapausi, BbIpaxK€HHbIE Ha-
PYILIEHUS penoyisipu3aliy MMoKapa.

JnIxoKI: neBo-mpaBblii IIYHT auaMeTpoMm 4,8—
5,5 MM B LIEHTPAJIbHOM YaCTU MEXIPEACEPIHON mepe-
roponku (MIIIT). qunaranuust mpaBbix Kamep. Tpuky-
CIIUAAbHAS peryprutauus 1-it crereHu. 3akmoyeHue:
BPOXICHHBIM TIOPOK Cepalla; BTOPMYHBINA OedeKT
MITIT.

Penmeenoepagus opeanoe epydHoil Kaemku: JeTOU-
HBI pUCYHOK He u3MeHeH. KopHu — 3a TeHbIo cpeno-
CTEHHUSI, pacIIMPEHHOIO 3a CYET TUMOMEeTaluu 1-ii cT.,
CUHYCBI cBOOOIHBI. Cep/le paclIMPEHO B ITONIEPEYHU -
ke, KTU — 58 %.

Ilamonoeoeucmonoeuueckoe uccaedosanue buonmama
neyexu: NBa yyacTKa TKaHU KOPUIHEBATO-3€JICHOBATO-
ro uBera ¢ ¢pparMeHToM Karcysbl 110 0,6 X 0,3 x 0,5 cM,
TUTOTHOW KOHCUCTEHIINM. 3aKTI0UeHNE: XPOHUUECKUIA
renaTuT ¢ GOPMUPOBAHNEM METKOY3JIOBOTO IIMPPO3a.

Ilamomopghoroeuneckoe uccaedosanue ouonmama
neyenu (OKpacka TeMaTOKCUJIWH-303MHOM, yBeIUYe-
Hue x 200): Ouomnrar meyeHu ¢ HapylIeHUeM CTPYKTY-
pbl TKaHU 3a cueT 0Opa30BaHMSI MHOXECTBA JIOKHBIX
JIOJIEK, C TUTAaHTOKJIETOYHBIM MeTaMOp(030M TernaTo-
1uTOoB. JloJbKU pa3aeiaeHbl IUPOKUMU COSAUHUTEIb-
HOTKAaHHBIMU CENTaMU C HEPABHOMEPHOI MOHOHYKJIE-
apHO-JIeKoMTapHOI UH(UIbTpalueit (puc. 1).

Ilamomopgonoeuueckoe uccredosanue 6Guonmama
neyenu (OKpacka TeMaTOKCUJIWH-203WHOM, YBeIUYe-
aue X 400): TMTAaHTOKJIETOUYHAs TpaHCHOpMaLUs Te-
maTouuToB. I[lpu3Hakum OaTOHUpPYIOIICHH AUCTpodUmn
TeIaToUTOB (KOJIMKBALIMOHHBIN HEKpo3) (puc. 2).

KoHcynbTUpOBaH JOp-BpauyoM — TMATOJOTUM HE
BBISIBJICHO, OKYJIMCTOM — IIaTOJIOTMU HE BBISIBICHO;
HEBPOJIOTOM — 3a/epXKa TEMIIOB IICUXOMOTOPHOIO
pa3BUTHS BCJEACTBUE IEPUHATAILHOTO TUIIOKCHUYE-
cku-uiemuyeckoro mnopaxenus IIHC; xkapauosor,
KapAUOXUPYpr — BPOXKIEHHBIA MOPOK cepialla, BTO-
PUYHBIA JeDEeKT MEXIpPEeACepaHOH Ieperopojaku,
HKO. JIaHHBIX B 1TOJIb3Y JJETOYHOU TMIEPTEH3UU HET.

3akioueHWe TEHEeTHKa: Yy pebOeHKa BBISIBJICHBI
CJIOXHBIC HApYIIeHUs] B OOMEHE BEIeCTB — Hapyle-
HUEe 0OMEHA JUIMHHOLIETIOYeYHBIX XK PHBIX KUCIIOT, Ce-
pocoaepXaliux aMAHOKHUCIIOT.

CouetaHue BHYTPUYTPOOHOI TUMOTpPODUU, TU-
MOTUTa3ud BHYTPUIIEYCHOUYHBIX KETYHBIX IPOTOKOB,
BIIC (AMIIIT), buoxumMuuecKux MapKepoB XoJiecTasa,
U3MEHEHUI CO CTOPOHBI OMOPHO-IBUTATEILHOIO all-
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PucyHok 1. Matomopgonornyeckoe uccsiegosaHve
6uonTtata ne4yeHu (OKpacka reMaTOKCUJTUH-
803uHOM, yBesim4eHue x 200)

mapara (JIMIeBble AMCMOPGhUU, TIPU3HAKU aHOMATUU
pa3BUTUST TIOSICHUYHO-KPECTIIOBOTO Tepexoaa (JIIoM-
banmsanus L6, spina bifida L6), areHe3ust komunka) u
OTCTaBaHUE B (PU3NUYECKOM Pa3BUTUU CTAJIU OCHOBA-
HUEM JIJIs1 AMArHo3a: CUHIPOM Ajaxuisi. BropuyHblii
OMJTMapHBINA LIUPPO3 MEUYEHU, MEJTKOY3JI0BON. XPOHU-
yeckasl MMeYeHOYHasl HETOCTaTOYHOCTh C HapyILIEHUEM
0GEJIKOBO-CUHTETUUECKON (DYHKIIMUA TIEYEHU, TEPMU-
HasibHas ctanusi. HapyineHne oOMeHa cepoconepxka-
IAX AMHWHOKUCJIOT, JUIMHHOLIETIOYEYHBIX >XUPHBIX
KHUCJIOT.

Ha donHe Tepanuu rematuTta 1 CHHAPOMA X0JIecTa3a
COCTOSTHME pebeHKa OCTaBaJiOCh TSIXKEJIBIM: COXpaHs-
JIach BBIPaXXEHHAST XENTYIITHOCTh KOXU, CIU3UCTHIX,
CKJIED, TIEPUOAMNYECKN HEYCTOMUYMBBINA CTYJI, BSUIOCTD,
ioxasli pubaBka B Bece, rurepomnnpyonHemus. C
YYeTOM XapakTepa 3a0oJyieBaHUs, Pa3BUTHUS LIMPPO3a
MeYyeHu peOeHOK ObLT HalpaBieH Ha KOHCYJIbTAllUIO B
HaunoHanbHbI# UHCTUTYT XUPYPIUU U TPAHCIUIAHTO-
noru AMH Ykpaunsl um. npod. A.A. Illanumona.

3akiloueHue XUpypra-TpaHCIUIAHTOJIOTa: TEPMU-
HaJlbHasI CTaaus 3a0oJieBaHUS TIEUYEHUM, BHYTpUIIEUE-
HOYHBII X0JecTa3, cMHApoM AJaxkuisi. PekomeHnmnoBa-
Ha TepecajKa rmeyeHmu.

TpaHcTutaHTauMs IeYeHN peOeHKY He MPOBeeHA B
CBSI3U C MAaTePUATbHBIMU TPYIHOCTSIMUA CEMbU. YXyII-
IIeHUE COCTOSIHUS pebeHKa Ha (hOHE MPOTrpeccupoBa-
HUsI 3a00JIeBaHUsI HACTYITWIIO uepe3 2 Mecsia. ['ocnu-
TaJU3UPOBAH B KIIMHUKY.

CocrosiHue pebeHKa MPU MOCTYIUIEHUU TSKEJOoe,
YTO OOYCJIOBJIEHO XPOHUYECKOW MEYEHOYHOU Hemo-
CTaTOYHOCTBIO B TEPMUHAJIBbHON cTaauu. [Ipu ocmo-
Tpe B CO3HAaHUW, PE3KO BSUIBINA, alMHAMWUYHBINI, TO-
cranbiBaer. He nuxopaaut. KatapaiabHbIX sSIBIEHUI
HeT. OfpIlKa BeIpakeHa MUMHUMAaIbHO, CMEIIAaHHOTO
xapaktepa, Y 28—30 B 1 munyty, HCC ot 104 no
120 ynapoB B 1 munyty. Koxa, ckiepsl, cmu3ucToie
KENTYIIHBIE C 3eJIEHOBAThIM OTTEHKOM. [1acTo3HOCTh
BEK, CTOM, MepeaHeil OpIOIIHON CTeHKU. B jmerkmx
NIbIXaHUE XeCTKoe, XpUIoB HeT. ToOHbI cepala npu-
[JIyIIEHHbIE, PUTMUYHBIE, CUCTOJMYECKUI 1IyM HaJd

- [ 4 L
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PucyHok 2. MaTtomopgonornyeckoe nccriegoBaHve
6uonTtata ne4yeHu (OKpacka reMaToOKCUJTNH-

803UHOM, yBesim4eHue x 400)

4

obnacteio cepaua. KUBOT yBeJIMYEH B pa3Mepax,
B3ayT. IleyeHb 1o 13 cM HUXKe Kpast pedepHOIi ayru,
cenedeHka 10 4,0 cm. CTya CBETJI0-KEJITHIN, Kallulle-
o6pasHbiit. [Tlepronuyecku BbIMagaeT NpsiMas KUIIKa.
Moua xentas. Ilpu obcienoBaHUM OOLIMI OUIUPY-
oun 1005,8 Mxmonn/n (tipsmoii — 578,0; cBoOOMI-
HBIlE — 427,8), 3HAUUTEIHLHOE TIOBBIIICHUE YPOBHS
tpancamuHas: AJIT — 1,88, ACT — 1,55 (N — 0,06—
0,14). [TpoBommIack Tepalus, BKIIOUAIONIIAs YPCOXOJT,
TJIyTapTUH, COPOCHTHI, TUYPETUKU, BUTAMUHEI, (ep-
MEHTBI, 2yOMOTUKU, aHTUOAKTepUaTbHbIEC Tpernapa-
TBI, TH(Y3HUIO TII0KO30-COJIEBBIX PACTBOPOB C IIEIbIO
JIe3MHTOKCUKALIMU, KOPPEKLMIO TUIIONPOTEMHEMUU
(10% anbOyMuH), AM32JIEKTPOJUTHBIX HAPYIIEHUIA;
B JaJbHEHIEeM C Ledbl0 IOBBIIIEHUST KOaryJIsiiu-
OHHOTO MOTEHIMada KPOBU MPOBOAUIUCH UHDY3UU
CBEX€3aMOPOXKEHHON IJIa3Mbl U KOPPEKIUST aHEMUU
TpaHcy3ueir TpomoOoLuTapHOl Maccel. HecmoTpst
Ha MpoBeJecHNEe KOMIUICKCHOM TepaIluu, Ha 3-U CyT-
KM COCTOSTHUE OOJIbHOTO TPOTPECCUBHO YXYAIIAETCS
Ha (poHEe TepMUHAIBHON CTaAUM XPOHUUYCCKOI Teue-
HOYHOI HeIOCTaTOYHOCTU. PeOeHOK CTaHOBUTCS pe3-
KO agWHAMUYHBIM, COHJIMBBIM, M3pelIKa OTKPHIBACT
r1a3a, IporpeccrupyeT MmedeHoYHasl dHIedaaonaTus.
OOpaiaetT Ha ceOs1 BHMMaHHME I€UCHOUYHBIN 3amax.
KoxHble TOKpPOBBI, BUAMMBIC CIM3UCTbIC, CKJe-
DPbl PE3KO-KEJITYIIHO-3€JI€HOBATOIO IBeTa, CYXOCThb
KOXM, 3yn. OTMeYaloTcs MOAbEMbI TEMITepaTyphl Tejaa
10 PeOpUAbHBIX LUGP. ANNETUT CHUXEeH. OTMeuaeT-
cd TOLIHOTA, MOBTOPHAasl pBOoTa. HapacraeT oTeuHbIi
cunaapowm. [pucoenunasercs JIBC-cuHIpOM, KOTOPHBIit
B TIOCJIEIHME CYTKM XU3HU TTPOTPECCUBHO HapacTaer.
BrIpaxeH mape3 KAIIEYHUKA, TTOBTOPSIFOTCS BEHITIAZIEC -
HUS MPSIMOM KUIIKHU. YBEJINIUBACTCS TUIEPOINPY-
OMHeMUsI, ypOBEHb TpaHAMMHA3 OCTACTCS BHICOKHM,
HECMOTpsl Ha MOBTOpHbIe MHGY3uu 10% anbdymuHa,
COXpaHSIeTCS TUIONPOTEUHEMMUSsI, TUIIOKCEMUSI TPY/I-
HO TMOIJIAeTCsI KOPPEKIIMU, ITPOrPecCUpyrOT TPOMOO-
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LIUTONIEHUSI, M3MEHEHUs CBEPThIBAIOIIECH CUCTEMBbI
KpPOBU, BOCHAJUTEIbHbIE U3MEHEHUSI B KPOBM, PErv-
CTPUPYETCSI I€KOMITIEHCUPOBAHHBIN METa00IUYEeCKUM
anuno3. B nuHamuke HaGmoneHUsT Ha (oHE TepMU-
HaJbHOU CTaINy ITeYeHOUYHOM HETOCTATOYHOCTH ITPO-
TPEAMEHTHO HApacTaloT MPOSBICHUS MOJTUOPTaHHBIX
HapylIIeHU — IiepedpabHas, CepIeIHO-COCYAMCTAs,
IBIXaTeabHass HemocTaTouHOCTh, JIBC-cumumpom. Ha
3-M cyTKM IpeObIBaHUS B CTAIlMOHAPE 3apEeTUCTPUPO-
BaHa OMoJoTuYecKasi CMepTh.

Ilamonoeoanamomuueckuii ouaenos: MBITP:
1. Cunnpom Anaxuss (BHYTPUIIEUEHOUYHBIH XoyecTas,
BITC — II ABJI, aHomanust pa3BUTHUS TTO3BOHOYHUKA
(mrombanu3anus L6, areHesus komyuka)). 2. Hapyue-
HUe oOMeHa cepocoaepxKalluX aMUHOKMCIIOT, JJIMH-
HOIIETIOUYEUHBIX KMPHBIX KHUCJIOT.

OcnodcHenus: BTOPUYHBINA OWJIMAPHBIA  LIUPPO3
MEeYeHW, MEJIKOY3J0BOM. XpOHWYECKas IeUeHOUHAs
HEIOCTAaTOYHOCTh C HapyIIeHWeM OeJIKOBO-CHHTEe-
TUIECKON (PYHKLIMU TEYCHUW, TePMUHAIbHAS CTaIUsl.
Bropuunas MuToXoHIpUaNIbHAS TUCOYHKIINS.

Conymcmeyrowuii: Bropuynass KMII, HK II AB.
T'unotpodus II cr1., mpe- ¥ MocTHaTabHAsA, CMEIIaH-
HOTro reHesa. BrinmageHue npsiMoil KUIIKKY, aHeMUS TSI~
JKEJION CTETICHMU.

Takum 06pa3oM, IMarHOCTUKA CUHAPOMA AJTaXKUIIs
OCHOBaHa Ha BbISIBJICHUU XapaKTEePHBIX OCOOEHHOCTEH
(eHoTuna u 2 wiu 6oJjiee TUMMYHBIX AHOMATUHT U/ WU
MOPOKOB Pa3BUTHUSL APYrUX OPraHOB U/WUJIU CUCTEM.
[IporHOCTHMYECKOE 3HAUYCHHE TMIPU AUHAMUYCCKOM
0o0CeIOBaHUU JETEW C CUHAPOMOM AJIaXWJIS UMEET
YPOBEHb OWMIMPYOMHA, HOPMaJlM3alldsl KOTOPOTO BO
BTOPOM IIOJYTOIMU XW3HU CBUACTCIBCTBYET O BBICO-
KOM BEPOSTHOCTU OTCYTCTBUS IOKA3aHUI K IIPOBEIE-
HUIO TPAHCIJIAHTALIMY TIeYEHU B TeUYCHUE JTUTEIbHOTO
BpeMEHU, BO3BMOXHO B TeUeHUe Bceil >ku3Hu. CUcTeM-

HOCTb MOPaXKE€HUsSI TIPU CHUHAPOME AJIAXKWIISI OCJIOXK-
HSIeT TeueHue 00JIe3HU U 3aTpyAHSET JeueHue. Boioop
XUPYPTUYECKOI TAKTUKHU 3aBUCUT OT MHOXECTBEHHBIX
COYETAaHHBIX ITOPOKOB pa3BUTHUs. Kak oguH 13 BeposIT-
HBIX 3THOJIOTHIECKNX (DAKTOPOB, IIPUBOISIIINX K MAJIO-
My IHMaMEeTPy BHYTPHUIICUCHOYHBIX KETIHBIX TTPOTOKOB
BO BHYTPUYTPOOHOM IIepHOIE, MOXHO pacCMaTpUBaTh
nuToMerajgoBupyc. Hapymenme obmeHa cepocomep-
KAIIMX aMUHOKMUCIOT, IJIMHHOLEIOYEYHbIX XKUPHBIX
KHUCJIOT HE BXOIUT B KOMIUIEKC U3MEHEHUI OPraHOB U
CHUCTEM IIPpU CUHApPOME AJIaXKWJIsI U YXYALIaeT IPOrHO3
3a0oJieBaHUs peOeHKa.
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(KAIHIYHUI BUNOAOK)

Pesiome. [1pecTaBiieHO KITiHIYHE CITOCTEPEKEHHS JUTUHHA 3
PiIKiCHOIO HO30JI0TIYHOIO (DOPMOIO — CUHAPOMOM AJIaXKUJIs.
Cepen mpUYMH HEOHATATIBHOTO X0JIeCTa3y CUHAPOM AJTaXKWIst
3aiimMae apyre Miclie, 3ycrpiyaerbes 3 yactotoro 1 : 70 000 Ho-
BOHapomKeHUX. CUHIPOM XapaKTepHU3YEThCS HEIOCTATHHOIO
KIJIbKICTIO 200 MaJuM JiaMeTpOM XKOBUHUX TPOTOK, IO BU-
BOJISITH XKOBY i3 meuiHku. CHHAPOM AJTaXWIISI BKJIIOUAE TTOE -
HaHHS He MEHIIIE TPHOX i3 IT’SITM OCHOBHMX O3HAK: XPOHIYHOTO
XoJiecTazy, CepleBO-CyIMHHUX AeheKTiB, aHoMalliil XxpeOTa,
nedexTiB o4ei, XapaKTepHUX 4YePEeIHO-JUIILOBUX O3HaK.
€IMHUM paavKaIbHUM METOIOM JIiIKYBaHHS TTpU (hOpMyBaHHi
LUPO3Y MEYiHKM i1 BiACYTHOCTI IPyOUX IMOPOKIB € TpaHCILJIaH-
Tallis MevYiHKu.

KiouoBi cioBa: aprepiornedyiHKoBa JIMCILIA3isl, CUHAPOM
Anaxuns, IiTu.

Omelchenko Ye.V.", Yermolaiev M.N.?, Senatorova A.S.",
Shipko A.F.", Omelchenko-Seliukova A.V.",

Yermolaieva M.M.?, Levchenko Yu.A.?
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ARTERIOHEPATIC DYSPLASIA
(ALAGILLE SYNDROME) IN A CHILD
(Clinical Case)

Summary. The article presents a clinical case of a child with a
rare nosology — Alagille syndrome. Among the causes of neo-
natal cholestasis, Alagille syndrome is ranked second, it occurs
with an incidence of 1 per 70,000 of newborns. This syndrome
is characterized by an insufficient number or by a small dia-
meter of intrahepatic bile ducts, which carry bile from the liver.
Alagille syndrome includes a combination of at least three of
the five main symptoms: chronic cholestasis, cardiovascular
defects, abnormalities of the spine, eye defects, typical cranio-
facial signs. The only definitive therapy with the formation of
liver cirrhosis and without gross defects is liver transplantation.

Key words: arteriohepatic dysplasia, Alagille syndrome, chil-
dren.
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