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Cunodpom Anaxcunns — amo 3abose8anue
¢ aymocoMHO-00MUHAHMHbLY MUNOM HACJe-
008aHUS, NPOABAAIOULEECS MYAbMUCUCTLEM-
HbLM nopaxcenuem. JuaznocmuiecKumu Kpu-
mepuamu ABJAAI0MCL MOPPOL02ULeCKU Nn00-
meepxiO0eHHAs 2UNONAA3USL EHYMPUNEYEeHOY-
HbLX HCeJLHBbLX NPOMOKO08 U He MeHee mpex U3
nAMU OCHOBHbLLX KJIUHUYECKUX NPUSHAKOS:
CUHOpPOM X0Jlecmasa, NopoK cepoua, ckejem-
Hble AHOMAJUL, AHOMAJUL 2]1A3 U XapaKmep-
Hbule yepmul auya. Bosaeuwenue nouex cyuma-
emcs 0ONOJHUMEeNbHbIM OUAZHOCMUYLEeCKUM
Kpumepuem 6ose3nu. Ilpedcmasasem KIUHU-
yeckoe Habn00eHue cunopoma Anaxrunis Ha
NPOMANCEHUU NePEuLX NOLYMOopPa Jem HUSHU
pebenkxa myxcckozo nora. Ilpu monexyaiapHo-
zenemuyeckom uccnedosanuu zena JAGI
6 4 3K30He Oblna 8bli8JeHA 00HOHYKLEOMmuUo-
Hasa 3ameHa c.550C>T (p.Argl84Cys) 6 zeme-
PO3U2OMHOM COCMOAHUL, NO0MEep#0anas
duazno3. Ilo OaHHbLM YLbmpPa38yK06020 UC-
CcNe008AHUS I MALLYUKA ObLAU BbLABIEHDL: He-
00blYHas opMma HeaiHozo ny3vipsa (no muny
6030YWH020 WAPUKA HA NPAMOL HUMOUKE);
U3MeHeHUSs NoueK 8 8Uude NOBbLULCHUS IX02EeH-
HOCMU KOPK08020 CJA0A, YOLUHEHHOU (opMbL

nupamud, MHOMCECMBEHHLLX KUCM 8 NPOCK-
yuu nupamul, Yyserudiu8aowuxcs 8 pa3mepax
¢ 6o3pacmom. Ilepugepuueckuil cmeHos .Jie-
204HbLX apmepuil Obll BblpANCeH YMEPEeHHO,
He mpe6o8as Ne4eHUs U YMEeHbULUJCS C 803-
pacmom. OcobeHHOoCcmMU CMPOCHUS OP2AHO8
2enamoobusuUapHoll cucmemst, noiex u cepoua
no 0AHHBbLM YAbMPA3B8YK0B8020 UCCACO08AHUS
MOz2ym OblMb UCNOJLb308AHBL 015 Ouppeper-
UuaabHoll QUazHOCMUKU NPUYUH XO0Jecmasa
y Oemeil paHHezo 803pacma C CUHOPOMOM
Anaxcunns u ceoe8pemeHH0z0 onpedenenHus
MAKMUKU UX eOeHUS.

Kntouesvle cnosa: yrompasgyxkosas duaz-
HOCMUKQ, CUHOPOM ANAXCUNILSL, CUHOPOM XOJle-
cmasa, 0emu panHezo 603pacma.

IHumupoeanue: Dununnosa EA.,
Cyeax A.B., [leemapesa A.B., [lokwyrkuna A.A.,
ITveitkoe M.HU., Anobezosa M.B., Ilyukosa A.A.
Vavmpassykosas kapmuna zenamoburuap-
HOIl cucmembl, no4ex u cepoua y pebenKa ¢ CUH-
opomom Anaxcunns (KAUHUYUeCKOe HaObL0de-
Hue). Yavmpa3dsykogas u (PYHKUUOHALLHASL
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E.A. ®ununnosa v coaBT.

Cunapom Agsaxxunansa (apTepuo-mevueHou-
Has OUCILIA3USA) — 9TO I'eHeTHUeCcKoe 3aboJie-
BaHMe C ayTOCOMHO-JOMUHAHTHBIM THUIIOM HAa-
CJIeJOBAHMS, KOTOPOE BBI3BAHO MyTaIl[leil Of-
HOro U3 reHoB Notch-curHaabHONI cuCTEeMBI —
JAG1 (B 98% cayuaen) uiuz NOTCH2 (8 2%
cayuaeB). [IMarHoCTUYECKUMU KPUTEPUSIMU
CUHAPOMA AJaKUIIIA ABIAIOTCS IAIOILIA3US
BHYTPUIIEUEHOUHBIX JKEIUYHBIX IPOTOKOB IIPHU
MOP(OJIOTUYECKOM HKCCJAEeIOBAHUM OMOIITATA
IMeYeHn 1 He MeHee TPeX U3 IISATH OCHOBHBIX
KJINHUYECKUX IIPU3HAKOB: CHHIPOM XOJIEeCTa-
3a, IOPOK Cep/lia, CKeJeTHbIe AHOMAJINN, aHO-
MaJUU a3 U XapaKTepHble YepThl Juma [1—
5]. KnuauuecKkue cuUMIITOMBI 3ab60jeBaHUS
IIIXPOKO BaPhUPYIOT KaK II0 CIEKTPY Hopake-
HHUS OPTAaHOB, TaK U 0 X BHIPAKEHHOCTH, UTO
3aTPyIHAET OUATHOCTUKY. YJIbTPa3BYKOBOM
METOJ CUHTAIOT MAJOMH(MPOPMATUBHBLIM IIPU

JTaHHOM 3a00JI€BaHUU 13-3a OTCYTCTBUS CIIEIM-
¢duunoctu usmenenui [3, 5]. OgHaxo coberT-
BEHHBIH OIIBIT HAOJIOJeHUS JeTell ¢ CUHIPO-
MOM AJIasKNJIJIsA MO3BOJIAI BBISBUTH HEKOTO-
pBle YILTPa3BYKOBBIE IPU3HAKN, O0HAPYIKe-
HUE COBOKYIHOCTH KOTOPBIX Y pebeHKa ¢ Heo-
HaTaJbHBIM XOJIECTa30M OaeT BO3MOYKHOCTH
IPEAIIONOMKNUTL JUATHO3 C BBICOKOM CTEIeHbIO
BeposaTHOCTH [6].

IIpencrasasiem IOAPOOHOE OIMCAHUE YJIb-
TPa3BYKOBBIX IIPU3HAKOB MOPAXKEHUS OPTraHOB
renaToOMINapHOl CHCTEMEI, IIOUEK 1 cepAlia
y pebeHKa ¢ cUHAPOMOM AaKMIIIA U UX TU-
HAMUKY HA IIPOTSKEHHHU IIEPBBIX IIOJYyTOPa
JIeT JKU3HU.

Manpuuk B. poguica ot mepBoii bepeMeH-
HOCTH B CpoKe 38 HeJ ¢ 3aJep:KKOii BHYTPU-
yTpobHoro passutus. Macca Tema — 2 560 r,
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Puc. 1. YapTpasBykoBoe HucCCIeJOBaHUE IE€YEHU
U }KeJIIHOTO IIy3bIPA MasbunKa B. (5 mec): ymMeHb-
IIeHue B pasMepax KeJYHOTO ITy3bIPs, HeoObIu-
Hadg ero ¢opma.

Fig. 1. Ultrasound image of the liver and
gallbladder: small size and unusual form of the
gallbladder. 5-month-old boy.

pocT — 48 cm. CocTosTHIE IPU POKICHUN YIOB-
JerBopureabHoe. JKeaTyxa mosBuiaach Ha 2-e
CYTKU KM3HU W paclleHrBaJjach KakK (pusmo-
Joruyueckas. B reueHue mmepBuIxX 4 Mec, HECMO-
TPA HA COXPAHAIOMIYIOCS JKEJITYyXy U HUBKUE
IMoKasaTesn (PpU3nuecKoro pa3BUTUA, 00CIe0-
BaHUe U JeUyeHUe He IPOBOAUINCEH. B Bo3pacTte
4 Mec "KM3HU BBISIBJIEHLI IPU3HAKHU X0JecTasa
U CHUHIpPOMAa IIUTOJN3a, yPOBeHb ajbda-1-
aHTPUTPUIICUHA ObLT B HOpMe. IIpu ob6ciemno-
BAHUU I10 MECTY JKUTEJbCTBA 10 JaHHBLIM YJIb-
TPa3BYKOBOTO MCCJIEIOBAHUA OBIIN 00HAPY-
JKeHbI He0OJIbIIT0e YBeJInUeHe Pa3MePOB meue-
HU U CeJie3eHKU, YMeHbIIIeHre pasMepoB U
YTOJIIIIEHE CTEHOK »KeJTUYHOTO IIy3bIPs, MOBHI-
IIeHne 5XOTeHHOCTU KOPKOBOTO CJIOS IapeH-
XUMBI IIOYEK U MHOYKECTBEHHBIE MeJKNe KI-
CTBIBIPOEKITNU HUPAMHU/T. IXOKaPAUOTPaAD U —
OTKPBITOE OBaJbHOE OKHO. KoHCcyabTarusa od-
TaJIbMOJIOTA — IATOJIOTUH He BLIABJIEHO.

B BospacTe 5 mec pebeHOK BIepBbLIe OBLI
oOcyieoBaH B MHCTUTYTE HEOHATOJIOTUHU U IIe-
muatpuu PI'BY “HanwmoHabHBITT MeIUINH-
CKUI 1CccaeN0oBaTeIbCKUN IIEHTDP aKyIIIepCcTBa,
TMHEKOJIOTHH U IIePUHATOJOT MY UMEH! aKae-
muka B.1. Kynaxosa” MunucrepcTsa 31paBo-
oxpaneHus Poccuiickoit @enepamnuu (r. Moc-
KBa). MaTh pebeHKa MpeabABIIANA »KAJTOOBI Ha
JKeJITYyXy, SIHU30AbI CBETJIOTO CTyJia C 2-He-
IeJILHOTO BOo3pacTa, 3yl B 00JacTu KHBOTAa
u riyas. IIpu ocMoTpe MaJbuYUK OTCTaBaa B (hu-
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3uUyecKoM pasBuTuu. Macca Tema — 5635 1
(<1-ro mpomenTund [7]), poct — 62 cm (B uH-
TepBajyie 3—5-i mponerTmau [7]). OT™MeuanuCh
(heHoTUTMUECKME OCOOEHHOCTU JuIla (IIIUPO-
Kuii Jo0, TUIiy0OOKO HOca’KeHHbIe TJjiasa, yTOJI-
mieHre KOHUYMKa Hoca). KoXHble ITOKPOBBI
W BUIWMBbIE CJIM3KUCTBIE OBLIN JKEITYIIHBIMU.
CepaeuHo-jeroutas OesaTeJIbHOCTH YIOBJET-
BOpPHUTEJIbHASA, BBICJAYIINBAJICA CHUCTOJUYE-
ckmii mym. JKUBOT He yBeJiMUeH, MeUYeHb IIPU
majgpnanuu +3 cM HuKe Kpasa peOepHoil IyTu,
KOHCUCTEHIUA YIIJIOTHEeHA, ceJe3eHKa He yBe-
anuera. CTyJI OKpallleHHBIN, MOYa HAaCBIII[eH-
HO KeJiToro mBera. OTMeUaoCh IIOBBIIIIEHUE
MapKepOB X0JIecTasda U IUTOJIN3a: TaMMa-TJIy-
ramuaTpadcdepasa (ramma-I'T) — 855 En/xa
(mpu HOpMe mo 177 En/n), menounasa gocda-
Taza — 545,7 Ex/a (mpu mHopme mo 360 Ex/m),
xojecTepuH — 7,2 MMmoab/a (nmpu HOpMe 1,8—
4,9 wMMO0JaBL/J), JKeJUHBbIe KHUCJIOTHI —
340 mxMmoab/a (1pu HOpMe 10 10 MKMOJIB/ ),
npAMoi Oumaupyous — 42,3 MKMOJL/J (IIpu
HOpME n0 5,5 MKMOJbB/JI), aJlaHMHAMUWHO-
TpaHchepasa — 248,9 En/n (mpu HOpME 10
405Ex1/n), acmapraraMuHOTpaHc(pepasa —
264,5 Ex/n (nmpu mopme mo 40 Ex/i). Iloka-
3aTeJu CHUHTETHYECKOH (YHKINHU IIedeHU
ObLLIN B IIpeaeiaX HOPMBI.

IIpoBeneHO yIBTPa3BYKOBOE HCCJIENOBAHUIE
OpTraHoOB OPIOITHOIN IMOJOCTH U ImoueK. OTMme-
yajoch He3HAUUTEJNbHOe yBeJlnueHue pasme-
poB meueHu (mepenHe-zagHUN pasMep IpaBoOit
moau — 70 MM), CTPYKTYPHBIX U3MeHEeHUI Ia-
PEHXVMEI IIeUeH!, HAPYIIeHUI ee COCYIUCTO-
ro PUCYHKA U IeMOLWHAMHUKHN He BBISIBJICHO.
JKemuHBIN IIy3bIph YMEHBIIEH B pas3Mepax,
nmpeuMyIiecTBeHHO B mauHy (15 X 10 mm),
HeOOBIYHOM (POPMBEI (110 TUITY BO3AYIITHOTO IITa-
pUKa Ha IPAMOU HUTOUYKE) — OBAJBLHOM C AJINH-
HOM TOHKOI IeiiKoil 0e3 (pU3MOJIOTUUECKOr0
n3ruba (yAJIUHEHHBIM ITY3bIPHBIM ITPOTOKOM?)
(puc. 1). CTeHKU ero HECKOJBHKO YTOJIIEHBI
(mo 1 MM), TUIIeP9XOTeHHLI, BHYTPEHHUI U Ha-
PY’KHBIII KOHTYPBLI POBHBIE, IIPOCBET AHIXO-
TeHHBbIN. PadMepsl ceJe3eHKU U ITOYEK B IIpe-
Iemax HOpMBI. KopTuko-menyandapHaa aud-
(bepeHIIIPOBKA MMApPeHXUMBI IIOYEK COXpamHe-
Ha. OXOTeHHOCTb KOPKOBOTO CJI0S TapeHX MBI
noBbIIieHa. [IupaMuabl BEITAHYTOR ()OPMEI CO
MHOKECTBEHHBIMU TOUYEUHBLIMU I'MIIEPIXOTEH-
HBIMU BKJIIOUEHUAMN U MEJIKUMHI KUCTAMHU II0
nepudepunu guamerpoMm mo 2 mm (puc. 2).
HanHble M3MEeHEHUS MMAapPeHXUMbI OIpemesis-
IOTCsI ¢ 006X CTOPOH.
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IIpu yabTpPasByKOBOM MCCJIEIOBAHUU CEP.I-
I[a II0JIOCTY He PACIIMpPEHbI, CTeHKU He yTOJI-
IeHbl, CHCTOJHYECKAsd (PYHKIIUSI He Hapy-
IIeHa, IIePeropPoAKN MHTAKTHBI. OTMEUaroTcs
Cy)KeHUe IMPOKCUMAaJbHBIX OTIEJOB BeTBel
JIeTOYHOM apTepuu (JIeBoi 10 3,5 MM ¢ rpaau-
€HTOM JaBJieHUs o 53 MM pT. cT. (puc. 3),
npasoii 10 4,3 MM C TpagUeHTOM TABJIEHUS
Io 35 MM PT. CT.), HE3HAUUTEJIbHOE CYsKeHUe
mepereiika aopThel (10 4,2 MM) ¢ TpPaJueHTOM
masaenusa 20 mm pt. cT. Busyanusupyercs or-
KPBITHII apTepuaJbHbIil TpoToK (1,5 MMm).

Koucynbranua odraabmojiora — IIAaTOJIO-
ruy He BbISIBJIEHO. I10 JaHHBIM PEHTIeHOIpa-
(b1 MO3BOHOUHMKA B IPAMOI IPOEKIIUY — I1a-
TOJIOTMY CTPOEHUS II03BOHKOB HE BBHISIBJICHO.

Ha ocHoBaHNYM XapaKTePHBIX 0COOEHHOCTEH
CTPOEHUSI JINIIEBOTO Uepela, YIbTPasByKOBBIX
W3MEHEeHUH TIenaToOOMJIMAaPHON CHCTEMBI, II0-
YeK U cepama y pebeHKa C X0JIecTa3oM ObLI
3amomo3peH cuHapoM Anaxkuiansa. duddepen-
MUAJbHBIN AUarHO3 IPOBOAUJICA C 3abojeBa-
HUAMU, TPOSBJISIOIMMMUACT BHYTPUIIEUEHOU-
HBIM Xo0JiecTa3oM. IIpu MOJIEKYJIAPHO-TeHeTH-
yecKoM mcciemosanuu reia JAG1 B 4 sx30He
Oblila BBISIBJIEHA ONHOHYKJIEOTHIHAsA 3aMeHa
¢.550C>T(p.Argl184Cys) B reTepOo3UTOTHOM
COCTOSHUM, PaHee OIMCaHHASA B 6a3ax JaHHBIX
U ITOATBEP:KIaoIasa TUarHo3.

B mannueiiniem pebeHOK HaOJII0LaJICSd TaK-
ske B IHCTUTYTEe HEOHATOJIOTUHY U IIeIUATPUN.
B Bo3pacTe 7 Mec mpoBeneHO yJILTPA3BYKOBOE
HCCIeNOBaHIEe OPraHOB OPIOIIHOM II0JIOCTHU
u mouexk B gumHaMuke. Co CTOPOHBI OPraHOB
OPIOIIIHOM IIOJIOCTH CYII[ECTBEHHBIX M3MeHe-
HUU BBISIBJIEHO He ObLIO. B moukax oTmeua-
JUCH CJeAyoIue W3MeHeHUd: KOPTUKO-Me-
nyanapHaa auddepeHnuanmua coxXpaHeHa,
BRITAHYTasg (opMa OHUPAMUL, yMEHbIIECHNE
KOJIMUYECTBA TOUYEUHBIX T'HIIEPIXOTeHHBIX
BKJIIOUEHHN B IHPaMUIaX, YBeJINUEHNEe KOJII-
YyecTBa MEJIKMX KIHCT OUAaMETPOM OO0 3 MM,
a TaKJKe IOBBIIIEHNE NHIEKCA PEe3UCTEHTHO-
CTH B OCHOBHOM CTBOJIE IIOUEUHOII apTepuu,
CerMeHTapPHBIX W MYTOBBIX aprepuax mo 0,82
(puc. 4). samenenus HaOJIIOMaINCh C 00eWX
CTOPOH.

B BospacTe 1 roma 3 Mec yJabTpPasByKOBOE
HCCJIeJOBAHNE BBLISBUJIO 3aKPYIJIeHNEe KOHTY-
poB IV cermenra meuenu. [[pyrue CTpyK-
TYpHBbIE WN3MEHEHUS I[MapeHXWMbI I[IeYeHU
¥ HAPYIIeHUS M[NOPTAJbHON TreMOSUHAMUKU
[MO-IpeKHEeMY He OIpeaesaanch. JKeauHbri
IIy3bIPb COXPAHSJ CBOIO HEOOBIYHYIO (HhOpMY

Puc. 2. VibTpasByKOBOE HCCJIEJOBAHUE JIE€BOM
nouku Mmagbuuka B. (5 mec). Kopruxo-memys-
JgAapHaa puddepeHnuanusa BhIpaKeHa Ha (oHe
MMOBBIIIIEHUSA 9XOTEHHOCTU MHUPAMUJ IO CPaBHEe-
HUIO ¢ KOPKOBBIM BeIlleCTBOM. B mpoeKIuy nupa-
MUJ OIPENeATCA MHOYKECTBEHHBIE TOUEUHBIE
TUIIePIXOreHHbIe BKIIOUEHUSA U MeJIKUe KUCThI.

Fig. 2. Ultrasound image of the left kidney:
reversed corticomedullary differentiation due
to the presence of medullar hyperechogenicity in
comparison with cortex. Multiplehyperechogenic
dots, small medullary cysts. 5-month-old boy.

v 3.2Bm/s

p 42.99 mmHg

Puc. 3. 9xoxapauorpadpusa mansuuk B. (5 mec).
CucrosnyecKuii TpafueHT JaBJeHUsS B IMPOKCU-
MaJIbHOM YacTH JIeBOH BeTBU JIETOYHOM apTepuu —
43-53 MM pT. CT.

Fig. 3. Echocardiography. Proximal left
pulmonary artery systolic pressure gradient —
43-53 mm Hg. 5-month-old boy.

(puc. 5). Brimora B OpPIOMIHOI TOJIOCTH HeE
ObL10. B moueuHBIX IUpaMugax IUIepPIXoreH-
Hble BKJIIOUEHHUS He OIpPelessliCb, KHCTHI
YBEJIUUYMJINCHL B pasmMepax (MaKCHUMAJIbHO IO
7 MM C TeHIEeHITNEeH K CIUAHUIO).

B 1 rog 6 mec mo JaHHBIM YJIBTPA3BYKOBOTO
HMCCJIeSOBAHUSA OPraHOB OPIOIIHON II0JIOCTHU
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Puc. 4. YibTpa3ByKOBOe HCCJIeJOBAHUE JIEBOM
nmouku manbuuka B. (7 mec). Oupenensercsa Kop-
TUKO-MeayiapHas auddepernuanus. Ilupa-
MUIBI BRITAHYTOR (DOPMEI, C e ITMHUYHBIMY TOUYEY-
HBIMU THUIEPIXOTEHHBIMU BKJIIOUEHUSMU U MeJ-
KuMU Kuctamu (a, b). ¢ — KPOBOTOK B ITapeHXMMe
IIOYKM C TOBBIIICHNEM WHIEKCA PE3NCTEHTHOCTH
(0,80) Ha ypoBHE AYyTrOBOl apTEePUU.

Fig. 4. Ultrasound images of the left kidney:
corticomedullary differentiation, single hyper-
echogenic dots, small medullary cysts (a, b). ¢ —
intrarenal blood flow, resistive index in arcuate
artery — 0.80. 7-month-old boy.

Puc. 5. YabpTpasByKoBOoe HCCJIeJOBaHNEe I€UYeHU U JKEeJUHOro Iys3eipda Maabunka B. (1 rox 3 mec) (a).
3akpyriieHre KOHTYpoB IV cermenTa neuenu (crpenka). ¢KeauHbIil Ty3bIph YMEHbBIIIEH B pasMepax ¢ IJIUHHONI
TOHKOU IPAMOM MIeH KO0 (YIJINHEeHHBIM My3bIPHBIM MPOTOKOM?) (TOHKME CTPeJKHM). b — n3odparkenue GopMbl
JKEeJTYHOTO IY3bIPSA THUIIA BO3AYIIIHOTO IIIapUKa HA IPAMOI HUTOUKE.

Fig. 5. Ultrasound image of the liver and gallbladder (a): IV liver segment border (arrow), long thin straight
gallbladder neck (long cystic duct?) (thin arrows). b — balloon on a straight string sign (unusual gallbladder
form). 15-month-old boy.
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oIlpelesaoch HeOOJIbIIoe yBeJIuUeHue Ieue-
HU (TlepenHe-3afHUI pas3Mep IPaBOdl mOJIU —
87 MM), COXpaHAJIOCH 3aKPYyTIJjaeHe KOHTYPOB
IV cermenra meuenu. JIpyrue CTPyKTypHBIE
V3MEHEeHUsI MeUYeH! M HapPYIIeHWs [IeYeHOY-
HOl TeMOIZWHAMHUKM He OIIpeneAuch.
JKemuHbIll Ty3bIPh HECKOJIBKO YBEJIUUYUNJICA B
pasmepax (20 X 13 MM), IIO-IpeKHEMY Xapak-
TePU30BAJICA OBAJBLHON (POPMOM C DJIMHHONI
TOHKOI BBITPAMJIEHHONU IMEeNKON (yIJUHEH-
HBIM HY3BIPHBIM IPOTOKOM?) U T'MIIEPIXOTEH-
HBIMH POBHBIMHU CTe€HKamu. IloABuUoch He-
00JIbIIIOE yBeJIMUeHUEe PasMepPOB CeJIe3eHKU
(80 x 43 mm). Ilpu yabTPa3BYKOBOM HCCJIE-
IOBAHUU IIOYEK pa3Mephbl He YBeJNUEeHbI, KOp-
TUKO-MeIyJIadpHada fuddepeHIuanus coxpa-
HeHa, 9XOTreHHOCTh KOPKOBOTO BelllecTBa IIa-
PEHXMMBI HOBBIIIeHA, MHPAMUIbLI 3aMeIleHbI
MHOJXECTBEHHBIMI KHCTaMH pasMepaMH OT
1 1o 7 MM (puc. 6). Ob61iee mepudepuuecKoe
COIIPOTHUBJIEHIE HA YPOBHE IOYEUHBIX apPTePUiA
MOBBIIIEHO (MHAEKC PE3UCTEHTHOCTU YBEJIH-
yeH po 0,82). JlaHHbIe CTPYKTYPHBIE U I'eMO-
INHAMAYECKHEe WM3MEHEeHHs B IIOUKaX peru-
CTPUPYIOTCSA C 00eUX CTOPOH.

ITo mamHBIM sxoKapauorpadUu Cy:KeHUe
IIPOKCUMAJIbHBIX OTAEJIOB BeTBEIl JIerouHOI ap-
TepUU YMEHBIIWJIOCH (QruaMeTp JIeBOM BETBU —
5,2 MM, rpaguenT gasiaeHus — 30 MM prT. CT.,
IuaMeTp HpaBoOi BeTBU — 5,5 MM, IpaJueHT
maBjeHus — 25 MM prT. cT.). Ilepelieex aopThI
He CYyKeH, I'PaJleHT AAaBJEeHUSI — 5 MM PT. CT.
OTKPBITHIN apTepUaIbHBINA IIPOTOK HE OIIpee-
JsIeTcs, TOJIOCTH U CTEeHKU CepAlla B IIpeaesax
HOPMEI.

Y ManpurKa COXpaHAJINCh HU3KIe MoKasa-
TeJau (PU3UUECKOTO PA3BUTUSA U TOCTEIEHHO
HapacTaJ KOXKHBIH 3y. Bbliu ciemansl ciaeny-
oIre Has3HAYeHUA: YPCOAEe30KCUXoJieBasd
KHCJI0Ta, JieueOHoe IuTaHue, JKUPOPACTBOPU-
MbIe BUTAMUHBI U ¢ Bo3dpacTa 12 mec mpemapa-
Thl, yMEHBIIIAIONINE KOMKHLINA 3ya. B mmpoiiecce
INHAMUUYECKOTO HAOJIOMeHUA JKeJITyXa KYIIu-
poBaJjiachk K 7 MecC KU3HU. YPOBHU IPAMOTO
ounupyouHa, ramma-I'T, 1mfesmounoi gocdara-
3bI, X0JIECTEPUHA, *KEeJIUHBIX KUCJIOT 1 TPaHC-
aMMHAa3 0CTABAJINCH IIOBBIIIEHHLIMY B TEUEHHE
BCeTro Iepuoaa HaOIIogeHU .

Y manueHTOB € CHUHAPOMOM AJTasKuJIIsA
HauboJiee YacTO BCTPeUaeTCs MOpaskeHue Ie-
yeru (B 89-100% cayuaeB) [1-5, 8, 9].
Ha mepBoM roay :xusuu 60Jie3Hb OOBIYHO IIPO-

Puc. 6. YVibTpasByKOBOE€ HCCJIEJOBAHUE JE€BOM
nouku Mmaabumka B. (1 rog 6 mec). Kopruko-
MenyJLIgpHaa puddepeHnuanud CcoxpaHeHa,
B IIPOEKIUU IHUPAMUJ OIPEAEeJAI0TCA MHOMKe-
CTBEHHBIE KUCTHI.

Fig. 6. Ultrasound images of the left kidney:

reduced corticomedullary differentiation,
multiple medullary cysts. 18-month-old boy.

ABJAETCA cuHAPoMOoM xoJectasa y 70—100%
nanuenTos [4, 9]. OgHAKO BhIpaKeHHbIE IIATO-
JIOTUYEeCKUe HN3MEHEeHUS TIelaTo0MInapHoi
CHCTEMBI IIPHU YJIbTPa3ByKOBOM HCCJIELOBAHUII
(u3MeHEeHUsI Pa3MepoB, CTPYKTYPhI U COCYIH-
CTOT'0 PHUCYHKA IeUYeHN, N3MEeHEeHUs IOPTAJIb-
HOII reMOOVHAMUKHU U1 ACIIUT) AJIUTEJIHLHOE Bpe-
MsI OTCYTCTBYIOT, KAK M y OIIMCAHHOI'O HAMU
nanuenTa. ClieHoMeraJns B paHHeM Bo3pac-
Te BCTPeYaeTCs PEIKO, B CTapIlIeM BO3pacTe
mosaBasercs B 710% cayuaes [8]. Bo BTOpoMm
IMOJIYTOOUY »KHU3HU OCHOBHBIM KJIMHUYECKUM
MPpU3HAKOM O0OJIE3HN CTAHOBUTCS KOMKHBIM
3yI, Ha KOK€ MOTYT IIOSBJISATHCSA KCAHTOMEI,
IeTu OTCTAaloT B (pusmueckom pasputuu [1-3].
B onucanHOM HaMu ciaydyae y IAIlMEHTa IIPO-
SIBJIGHUS XO0JIeCTas3a OTMeYaJiCh C IIePBBIX
OHeN 1mociie poskaeHuss. B BospacTe 4 Mec 3a-
(buKCcHpOBaHBI YBeINUEHE Pa3MepPOB IeUeHH,
KOJKHBII 3yJ, Ha BTOPOM TOLY JKH3HU — He-
00JIbITIOE YBEJIUUEHUE CeJIe3eHKU.
CTpyKTypHASA HATOJOTHSA CEPAIIA OTMEUAET-
cay 94% manmeHToB ¢ CUHIPOMOM AJIaMK UL,
HanboJjiee YACTO BCTPEUAIOTCA CTEHO3bl WJIU
TUIIOILIA3US BeTBel Jerounoi aprepuu (76% ),
rerpaga Pamno (12%), perxe — KIaoaHHBIH
W HaJKJANaHHBIA aopTAJbHBIA cTeHo3 (7%)
[2, 3, 5]. IlepudepuduecKkuii cTeHO3 JETOUHOMR
aprepuu u (uau) ee BeTBell B OOJBIIUHCTBE
cJIy4YaeB SIBJISIETCSA ACUMIITOMATUYECKUM U He-
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IIPOrPECCUPYIOIINM, KAK 1 B OIMCAHHOM HAMU
cayuae. Ha BTopoM rogy »KM3HU CTEIEHD CYsKe-
HUS IIPOKCHUMAJbHBIX OT[AEJIOB BETBEH Jierou-
HOII apTepun y pebeHKa CTajla YMEHbIIAThCS.

W3 amomanmii rias mpu cuHgpome Auia-
JKUJLIA HanboJiee YacTO BCTPEUAETCS 3aJHUI
smoOpuoTakcoH (56—95%), us amomanuii cke-
JieTa — N3MeHEeHUs II03BOHKOB B (popMme 6abou-
KU 13-3a HEMOJHOI'0 CPAIeHns BepXHel 1yru
(33-87%) [2, 4, 8, 9]. B mammom ciyuae
y MaJbYMKa aHOMAJIKI I'JIa3 U CKeJIeTa BhIAB-
JIeHO He OBLIO.

Bosieuenue mouex ormeuarorT y 20—-73%
MMAIleHTOB C CHUHIPOMOM AJaXXKWJJIsd, DTOT
MIPU3HAK CUYUTAETCS MOIOJHUTEJbHBIM IUAr-
HOCTUYECKUM Kpurepuem Oojesnu [4—6, 9].
OmnucaHbl KaK CTPYKTYPHBIE, TaK U (PYHKIO-
HaJbHbIEe HAPYIIEeHWS — IUCIJIA3USA IOUYeK,
OUEUHO-TYOYAAPHLIN allig03, Be3UKO-ypeTe-
PaJILHBINA PePIKC, OOCTPYKIMS MOUYEBBLIBO-
OAITAX IIyTel, MOPayKeHus IIOUYEUHBIX COCY-
OB, XpOHHUYEeCcKas 00JIe3Hb IIOUEK, apTepu-
anbHasa runeprensusa [4-6, 9]. Ilo manuBIM
YIABTPA3BYKOBOI'0 WCCJIENOBAHUSA Yy JaHHOTO
MMAIleHTa C IIePBBLIX MECAILEB KU3HU OBLIN
BBISBJIEHBI IPU3HAKY IOYEUHOMN IUCILIASUN —
TOUEUHBIE TUIIePIXOTeHHbI€ BKJIIOUEHUS B I10-
YeUHBIX MUPAMUIAX, BEPOSITHO, OBLIN MUKPO-
KHCTaMM, KOTOPBIE C BO3PACTOM CTAJIN YBEJIU-
YUBaTLCSA B pasMepax, 3aMelras TKaHb Iupa-
MU IOUKH.

IToMuMO ONMCAHHBIX pPaHee YJIbTPA3BYKO-
BBIX IIPUBHAKOB MOPAYKEHUS PA3HBIX OPTraHOB
MBI OOHAPYMKUIN Y IAlMeHTa T'UIIOIJIAZKIO
Y HEOOBIUHYI0 (POPMY IKEJUYHOrO IIY3BIPH.
T'unomniasus Un OTCYTCTBUE MKeJTUHOIO ITy3bI-
pA BeTpeuaerca v 28—57% ImanueHTOB ¢ CHUH-
apomoM Ajaxkuiasa [6, 9, 10]. Ocoboe BHUMA-
HIe Ha 9TOT IIPU3HAK 00PAaIllaioT B CBSIZH C TEM,
uro rudPepeHnnaaIbHbIA JUAarHo3 IPY HeoHa-
TAJILHOM XO0JIECTa3e CJIeAyeT IPOBOLUTE B Iep-
BYIO ouepenb ¢ OuauapHOi aTpesueii [1, 2, 6,
10]. ITpu 6unmapHOIi aTpe3uu OCHOBHBIM Me-
TOLOM JIEUEHUSI SBJIAETCA IIOPTOIHTEPOCTO-
mus mo Kacau, ap(peKTUBHOCTS KOTOPOIL 3HA-
YHTEJbHO BO3PACTaeT IIPU IPOBEIeHUN Ollepa-
MU B IIepBLIe TPU MecAla KusHu. Ilpu cun-
Ipome AJaKuJLIsA JaHHAS OIePaI s He UMeeT
IIOJIOMKUTEJNbHBIX PE3yIbTATOB W IPUBOLUT
K YXYAIIEeHUIO0 COCTOSHUS IaI[eHTa C II0CJIe-
IYIOIUM OBICTPBIM PAa3BUTHEM OWJIMAPHOTO
mupposa neuenu [2—4]. F'unonnaasusa KeaTdHO-
ro IysbIps IIPU 9THUX IBYX 3a00JeBaHUAX
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BCTpevaeTcsa IPUMEPHO C OJMHAKOBOM UaCTO-
Toii [6, 10]. Onucanusa HeoOLIUHOII (HOPMBI
JKEeJIYHOTO IIy3hIPA N0 THIY BO3AYIIHOTO
miapukKa Ha OPAMON HUTOUKE y IIaIleHTOB
C CUHAPOMOM AJIaKUJIA B JUTEPAType He 00-
Hapy:keHo. CUMIITOM “BO3AYIINHBIN ITAPUK Ha
HUTOUYKe” CYIIIeCTBYeT B PEHTTeHOJOTUN — TaK
c 1989 r. pamg aBTOpoB 0OpPa3HO OIIMCHIBAIOT
CTEHO3 JIOXaHOUHO-MOYETOUHUKOBOTO CerMeH-
Ta IPU BHYTPUBEHHOIN yporpauu 1 pPeTpo-
rpagHoii nuejgorpaduu, a raxxke KT- u MP-
yporpadpuu [11]. [Iaa olmeHKU AMATHOCTHUYE-
CKOU 3HAUMMOCTHU HEOOBLIUYHOUN (POPMBI JKesrd-
HOT'0 Iy3bIpA (IO THUITY BO3AYIITHOTO IMapuKa
Ha IPAMOUM HUTOUKE), OIpedeJeHHON IIPU YIIb-
TPa3sBYKOBOM HCCJIEJOBAHUU y IIaIleHTOB
C CUHAPOMOM AJTaXUJIsA, HeOOXOAUMEI JaJIb-
HeHIe nuccjaesoBaHmsd.

B mamem mabaogenuu y pebernka ¢ reHeTH-
YeCKM IMOATBEPKIACHHBIM IHUArHO30M ‘‘CHUH-
IpoM AJTaKUJIasa” 1 BEIPAKEeHHBIMU KJINHUKO-
1a00paTOPHBIMHU IPOABJIEHUAME X0JecTasa Ha
OPOTSKEHUN IIEPBBLIX IIOJYyTOpa JeT KU3HU
OTCYTCTBOBAJIM 3HAUMMOE YBeJNUYeHUe pasMe-
POB IeUYeHU, UBMEHEHHUA CTPYKTYPHI ITapeHX -
MBI I COCYJIICTOT'O PUCYHKA, a TaKKe Hapyle-
HUS TOPTAJbHOUM TeMOAWHAMUKU. B TO Ke
BpeMsA IIPU YJLTPA3BYKOBOM WCCJIEIOBAHUU
yiKe B IIepBbIe MeCSAIIbI JKU3HU ObLIU BbISIBJIE-
HBI caeayooIue (peHoTUITNYeCcKe U3MeHeHU
YMeHbIIIeHre IJWHLI U HeoObIuHasd Qopma
JKEeJUYHOTO My3hIpA (IO THUIy BO3IYIIHOTO
mriapuka Ha MOPAMOM HHUTOUYKe), IIOBBIIIIEHUE
9XOTeHHOCTH KOPKOBOTO CJIOA ITapeHXUMBI I10-
YeK, HeOoObIUHAas BBITAHyTasa (opMa IIoueu-
HBIX IHUPaAMUI, MHOKECTBEHHBIE T'UIIEePIXO0-
TeHHbIe BKJIOUEHUS (MUKPOKUCTHI) B MOUEU-
HBIX mMUpaMugax (pasMepbl KUCT yBeJIUYUBA-
JUCH C BO3pacToM — OO 7 MM B AuUaMeTpe).
Ilepudepuueckuii cTeHO3 JIETOUHBIX apTepPUi
OBLT BLIpasKeH YMepPeHHO, He TpeOoBaJ IIpoBe-
IeHUA KapINOXUPYPTrUUeCKOT0 BMeIaTelhb-
CTBa U YMEHBIIUJICA ¢ Bo3pacToM. Becem maru-
€HTAaM C II0I03PeHreM Ha CUHIPOM AJTaKUJIIA
B paMKaXx yJIbTPa3BYKOBOI'0 00CIeqOBAHUA Iie-
JecoobpasHo OIeHUBATEL COCTOSIHNE IerraToou-
JUAPHON CUCTEMBI C IOAPOOHBLIM ONMCAHUEM
JKeJTYHOTO ITy3bIPA, a TaKiKe IIOUeK U cepalia.
ITonyuenHble maHHBIEe MOTYT OBITH HMCIIOJB30-
BaHBI Iada AuddepeHInaIbHON TUarHOCTUKUI
IPUYMH XO0JIecTas3a y JeTell paHHero Bo3pacra
U CBOEBPEMEHHOTO OIpeJeieHrsa TAaKTUKU Be-
IeHUs 9TOU I'PYHIILI ITaIleHTOB.
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Alagille syndrome is a multisystem autosomal dominant disorder. The diagnostic criteria are morpho-
logically proven intrahepatic bile duct hypoplasia and at least three of the five main clinical signs: cho-
lestasis, congenital cardiac defects, skeletal anomalies, ophthalmologic abnormalities, and characteris-
tic facial features. Renal involvement is considered as an additional diagnostic criterion. The article
presents a case report of Alagille syndrome in a male child with the follow-up during the first 18 month
of life. A single nucleotide substitution ¢.550C>T (p.Arg184Cys) in a heterozygous state in exon 4 was
found in JAGI molecular genetic testing confirmed the diagnosis. Ultrasound revealed an abnormal
shape of the gallbladder (a balloon on a string sign ), hyperechoic renal cortex, elongated shape of pyra-
mids, and multiple cysts in its projection, enlarging with age. Peripheral pulmonary artery stenosis was
moderate, not required any treatment, and decreased with age. The ultrasound signs of hepatobiliary
system, kidneys, and heart abnormality may be used for diagnosis of cholestasis causes in young chil-
dren with Alagille syndrome and for timely determination of treatment strategy.
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