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BPOXOEHHAA TMNOMIA3UA XXENYHbIX MPOTOKOB
(CUHAOPOM ANAXWUITTTA—YOTCOHA) — PEOKASA NMPUYNHA

BUITMAPHOIO LIUPPO3A Y B3POCIIbIX
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I'BOY BIIO IlepBrrit MockoBckunii TOCyIapCTBEHHBIN MEIUIIMHCKUH yHIUBepcuTeT nM. M. M. CeueHoBa

Ilpusedeno kaunuueckoe HadnoOeHue pedKkoeo HACIedCmeenHo2o 3abonesanus — cunopoma Anaxcunia—Yomcona. Haubo-
Jlee 4acmo npu YKa3aHHol namono2uu NOPAdICalomcest NeYetb U cepOeyHo-cocyOucmas Cucmemd, ¥mo npugooum K popmupo-
B6AHUIO OUIUAPHO2O0 YUPPO3A (KAK 8 ONUCAHHOM HAONIOOEeHUlU) U PA36UMUI0 CEPOeUHO-COCYOUCTbIX Kamacmpog) y Moioobix
bonvrvix. Taxowce onucanvl namozenes u 6apuanmsl OP2aHHBIX NOPANCEHUN npu cunopome Anadxcunia—yYomcona.

Knwuesvie cnosa:

CMH()pOfl/l Aﬂaofcuﬂﬂa—YOmcona, BPODfC()eHHaﬂ CUNONIA3USL HCENUHBIX NPOMOKO6, UUPPO3 NEeYeHU

CONGENITAL BILE DUCT HYPOPLASIA (ALAGILLE-WATSON SYNDROME) — A RARE CAUSE OF BILIARY

CIRRHOSIS IN ADULTS

E.Z. Burnevich, 1.A. Lopatina, E.A. Arion, A.V. Odintsov

I.M. Sechenov First Moscow State Medical University

A case of a rare hereditary disease, Alagille-Watson syndrome, is reported. It most frequently affects liver and cardiovascular
system which leads to biliary cirrhosis and cardiovascular catastrophe in young patients. Pathogenesis and clinical variants of

the disease are described.
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Cpenu 3abosieBaHUH ME€YEHH, IPOTEKAIOLINX C CHHIPO-
MOM BHYTPHIIEUEHOUHOI'O XOJ€cTa3a, pasziMyaroT renaTo-
LEJUTIOISIPHBII M KaHaNbLEBbIH xonectas. Cpeau NpUYUH
pa3sBUTHSA BHYTPHUIIEUEHOUHOI'O KaHAJbIIEBOIO XOJECTa3a
XOPOLIO U3BECTHBI NIEPBUYHBIA OWJIMApHBII LUPPO3 U MEp-
BUYHBIN CKIICPO3UPYIOIINH XonaHrut. K peakuM BapraHTam
BHYTPHITCUCHOUYHOTO KaHAJBIICBOTO XOJIECTa3a OTHOCHUTCS
BPOXKJICHHASI THUIIOIUIA3US JKEITYHBIX MPOTOKOB, M3BECTHAS
KaK CHHAPOM AJaXHlia— YOTCOHA.

[TpuBoauM HaOMIONCHNME.

Bonpras 23 met, B 2-MECIIYHOM BO3pacTe BO3HUKIIA
KEJTYITHOCTh KOXKHBIX TIOKPOBOB, KOTOpas OBICTPO MpO-
IpECCHPOBAJIa; MPH JTA00PATOPHOM HCCIICIOBAHUH JHATHO-
CTUPOBAH BBIPAXKECHHBIN CHHIPOM XoisecTasa. B Bo3pacre
1 rona BBINIONHEHA OMOIICHS TIEYCHH, 10 JAHHBIM KOTOPOM
BBISIBJICHA aTpe3usi )KEITYHBIX MPOTOKOB. B TeueHne 2 mec
OonpHas moiyvaia npeaHnu3onoH (0e3 addekra). [Ipenapar
OBLT 3aMEHEH Ha XOJIEeCTUPAMHH, KOTOPBIN MallMEeHTKA MPH-
HuMaza okono 20 et kypcamu (10 2008 1.). C 10-netHero
BO3pacTa OTMeuanach CTaOWIM3allvsl COCTOSIHUS, OOIIEro
CaMO4yBCTBHSL.

C paHHHX JIEeT KHU3HU y OONBHOW BBICITYILIUBAJICS CUCTO-
JMYECKUH IIyM HaJl aopToil u B Touke boTkuna; B Bo3pac-
Te 14 jer BbimonHeHa aoprorpadus, BBHIIBUBILAS CTEHO3
OpIOIIHOTO OTHeNa aopThl, YPEBHOI'O CTBOJA M BEpXHEH
OpbDKeeyHOH apTepuu (puc. 1, cM. BKIICHKY).

B 2007 r. (Bo3pact 19 siet) GonbHAs OTMETHIIA TTOSIBIIE-
HUE TSDKECTH B NPpaBoil moapebepHoii obnacTu, HapacTaHue
KEJITYLIHOCTH KOXKHBIX ITOKPOBOB, IOSBICHUE KOXKHOTO 3Y-
na u obmeit cnadoctu. CoxpaHsuics MaHU(ECTHBIHN MOIbEM
ypoBHEH y-myTammiITpaHcnenTuaassl (y-I'T) u menounoi
¢docdaraszpr (ILP) npu IBYKpaTHOM YBEITUUEHHH YPOBHS
acrapTaTaMHHOTpaHc(depassl W alaHMHAMHUHOTpaHCdepa-
3B1, TIOSIBUJIACH THITEPXOJICCTEPUHEMHSI.

B 2009 r. (21 rox) 6onbHOI Ha3HAYEHBI YPCOIE30KCHXO-
neBast kucnora 1o 750 mr/cyT u kypcamu — S-aneHo3ni-L-
METHOHUH.

B 2010 1. mosiBHITMCH KCaHTeNa3Mbl. BeINOTHEHA TOBTOP-
Hast OMOIICHS [I€USHHU, BBIIBUBIIAS MOP(OIOTMUECKYIO Kap-
TUHY OWJIMApHOTO LUPPO3a.

B reuenne 2010—2011 rr. — HeoxHOKpaTHBIE TOCTIATA-
JIM3aluyU B CBA3U C MPUCTyIaMU OOJIM B MpaBoM Iozapede-
pbe, HAPACTAHUEM KENTYXH U KOKHOTO 3y/1a.

lociuranu3upoBana B kauHuKy uMm. E. M. TapeeBa B
centsiope 2011 . B cocTossHUM CpeAHEN TSHKECTH C Kallo-
0aMu Ha KOXXHBIH 3Y[, JKENTYITHOCTh KOXHBIX TIOKPOBOB,
0011yI0 ¢1a00CTh, ONIYIIEHUE TSHKECTH B IIPABOM Mojipede-
pwe. [Ipu nocryruieHun odpainanu Ha ceOs BHUMAHUE BbI-
paKeHHas! KENTYITHOCTh KOXKHBIX ITOKPOBOB, KCAHTEIA3MBI,
«TIEUEHOYHBIE JIaJOHW, CIEIbl OT PacyecoB Ha KOXKe, 0CO-
OCHHOCTH CTPOSHHS JTUIIEBOTO CKeJIeTa (IMPOKUH BBICTYIA-
o1 J100, TITyOOKO MOCaKEHHbIE 11a3a, JUIMHHBIA IPSIMOI
HOC, BBICTYHAIOLIMNA MOAOOPOIOK, OTTONBIPEHHbIEC YIITHbIE
pakoBHHBI (pucC. 2, cM. BKIIEHKY). Onpenensics maHCHCTO-
JUYECKHU 1IyM B Touke boTkmHa—0>p0Oa, BO BTOPOM MEXK-
pebepbe cnpaBa, HaJ OPIOMIHBIM OTIENOM aopThl. Pa3mep
neuenu 1o Kypnosy 12/2—10—9. Tleuenp 1uioTHasi, najib-
NHUpyeTcs cele3eHKa.

OO6mwmii ananu3 kposu: Hb 114,9 r/m, ap. 3,79 - 10'%/x,
Ht 33,6%, n. 6,87 - 10°m; tp. 197 - 10%m; COD 12 Mm/4.
O6ummii a"anu3 Moud Oe3 M3MeHeHuH. broxummueckuil
aHanu3 KpoBu: oOmwmii 6enok 74,9 r/n, ansoymun 43,7 /1,
kpearnnud 0,53 mr/mi, mioko3a 4,6 MMOJb/, oOmmiA O1-
IUpYOUH 72 MKMOJIB/J1, IpsAMON OunupyOuH 44,5 MKMOJIB/ 1,
acnapraramuHoTpanchepasza 280 En/n, amaamnamuHo-
tpanchepaza 260 En/n, y-I'T 384 En/n, LD 2400 En/x,
00IIHiT XoIecTepHH 8,7 MMOJIB/JI. MapKkepsl BUPYCOB TeTa-
tuta (HBsAg, anti-HCV) He BbIsIBIICHBI. AHTHHYKJICapPHbIC
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AHTHTEJa, aHTUTENA K IIAJIKOW MYCKyJarype, MedeHOYHO-
MMOYEYHbIE MUKPOCOMANIbHBIC aHTuTeNa | Tnna He oOHapy-
JKEHBI, aHTUMHUTOXOHApPHAIbHBIE aHTUTeNa (Tuna M2) —
5,49 En/n (Hopma no 10 En/n); a-deronporens — O Hr/mi,
CBIBOPOTOYHBIH anbOymuH 19-9 — 9,97 En/mn (Hopma 10
37 En/mn), tupeorponssiii ropmon — 1,87 ME/n. Tlpo-
TPOMOWHOBBII HHIEKC 99%.

[lo maHHBIM YIBTPa3ByKOBOTO HMCCJICIOBAaHUS, I'eNaTo-
meranusi, cruieHomeranus (139 x 58 M), BopoTHasi BeHa
8,5 MM, ceneseHouHas BeHa 6 MM. [lo naHHbIM 330(aro-
racTpOAyOJCHOCKOIINH, BAapPHUKO3HO pACIIMPEHHBIX BEH
numeBona Her. IIpu MarHWTHO-pe30HaHCHOH ToMOTrpa-
¢un (MPT) ¢ xonaurunorpadueit (MPT-xonanruorpadust)
BHYTPHUIIEYCHOUHBIE JKEITYHBIE TPOTOKH, OOLIMH sKeTUHBINH
IPOTOK U Iy3BIPHBIH NPOTOK HE BU3yaIU3UpYIOTCs (pHC. 3,
CM. BKJICHKY).

[IpuHuMas BO BHHMMaHHE MOJIOZOH BO3pacT O0Jb-
HOM, cOpMUPOBAaHHBIN OWJIMAPHBIM LIUPPO3, OTCYTCTBHE
AHTHMHUTOXOHIPUATIbHBIX AHTUTEJ M MPHU3HAKOB MEPBUY-
HOTO CKJIEpO3WpyIomero xojaHrura (mo gaHasiM MPT-
XOJIaHTHOTpa(uH), a TAKKE YUUTHIBAsI 0COOCHHOCTH CTPO-
SHUSI JINIIEBOTO CKEJIeTa U HAIMYKME BPOXKJICHHOTO CTCHO3a
A0PTHI, YPEBHOTO CTBOJA M BEPXHEH ME3dHTEpPHUAIBHON
apTepuH, BBICKA3aHO TPEAINONIOKECHUE O CHHJIpOME Aua-
KUITa— YOTCOHA, B CBSI3U C YeM NPEANPHHATO 000ce-
JIOBaHUE OOJIBHOW, HANpaBJICHHOE Ha TIOUCK JPYTUX BO3-
MOYKHBIX KIIMHUYECKHX MPU3HAKOB YKAa3aHHOTO CHHIIPOMA.
BonbHas KOHCYIBTUPOBaHA OKYJIUCTOM — BBISBICHBI KOJIb-
o lIBannbe (puc. 4, cM. BKJIEHKY), SIEMEHTHI rpeOcHYa-
TOW CBA3KH, Nepudepuyeckas auctpopus panyxku. Io
JaHHBIM peHreHorpauu, aHOMAIUK Pa3BUTHS O3BOHOY-
HUKa HeT, mo gaHHbiM MPT romoBHOro mosra, aHomaaui
Pa3BUTHS BHYTPHUUYEPEITHBIX COCYI0B (aHEBPHU3M) HE 3ape-
TUCTPUPOBAHO.

BonbHas koHCynbTHpOBaHa Ha Kadeape MEIUIUHCKON
rereruku [lepgoro MI'MYVY um U. M. Ceuenosa. Bepudu-
LIMPOBaH CUHAPOM AJlaXXnijla— YOTCOHA C TOPaskeHUEM Iie-
YyeHHU (OMIIMapHBIA LHPPO3), AOPTHI, TOB3AOIIHON apTepuH,
YpEeBHOTO CTBOJIAa (CTEHO3bI), Tna3 (kombllo IlIBanmbbe, rpe-
OeHuarasi CBs3Ka, rnepudepudeckas TUCTPOPUS PATYKKH),
JIMLIEBOTO CKeJIeTa.

IIporxo3 asns 6obHON onpenesiseTcs B IEPBYIO OUepeab
nopakeHrneM rnedeHn. C yueToM CTaJiH MOPaXKSHUs reue-
HU (OuMapHbli HUppo3 neueHy, kiace B no Yaina-Ilsto, ¢
CHHJIPOMOM IIMTOJIN3a, XOJIeCTa3a U MPH3HAKAMH MOPTajb-
HOW THUIIEPTEH3MH) CIICAYIOIIUM ATAllOM OKa3aHUs MeJu-
[IUHCKOW TIOMOIIIY TIPU3HAHO BBIIOIHEHUE OPTOTOITHYECKOM
TPAHCIUIAaHTAI[MH TICYCHH, B CBSI3M C YeM OOJIbHAs HaIpaB-
neHa B HMI TpaHCIUIaHTOIOTMM M HCKYCCTBEHHBIX Opra-
HoB uM. B.M.IllymakoBa u NOCTaBJI€HA B JTUCT OXKHUJAHUS HA
TPAHCIUIAHTAIMIO TICYCHN C PEKOMEHAAIUEH TPOIOIKEHHS
0a3uCHON Tepanuu ypcoae30KCUX0JICBON KUCIIOTOM.

Omnpeneaenne. Cunapom Alaxuuia—YOTCOHA WIH
apTepUONEeYCHOYHAs JUCIUIa3Usl — ayTOCOMHO-JOMHHAHT-
HO€ TeHETHYECKH NETEPMHHUPOBAHHOE MYJIBTUCHCTEMHOE
3a0oseBaHKe, MpU KOTOPOM MOPAKAIOTCS IEe4YeHb, Ceplle,
CKeJleT, IJIa3Hble 0J0KH, II0YKH, LIEHTpaJIbHAst HEPBHAS CH-
cTeMa, a TaKkXKe OTMEYAIOTCs TUIIMYHbIE M3MEHEHUs JInIe-
BOI'O CKeleTa. YKa3aHHas COBOKYIHOCTBH IIPU3HAKOB Oblia
BriepBbie onmcana B 1969 1. D. Alagille u coaBrt. u 3atem
0000miena B myonukamuu 1975 . [2]. B 1973 . G. Watson
u V. Miller [3] ne3aBucumo ot D. Alagille u coaBr. onucanu
KJIMHUYECKYIO0 KapTUHY y OOJNBHBIX C «apTepHONEeYeHOUHON
nucruasueiy. Ha npotspkennn 70—90-x rogoB mpousioro
BeKa OOJIBIIOE KOJIMYECTBO HCCIeqoBaTeslel MpeacTaBuiIn
JeTajJbHYI0 KIMHUYECKYI0 KapTHHY U OCHOBHbIE KPUTEPUU
atoro 3aboneBanus [4—11]. Taxxe onmcansl 6oiee peakue
BapUAHThI OPTAHHBIX MOPAKCHUN NIPU CHHAPOME AJIaXKHUII-
na—VYorcona [12—18]. Ilokazano, 9To yacToTa CHHApPOMA
Anaxuninna—VYorcona coctasinsier 1 Ha 70 000 XuBBIX HO-
BOPOXICHHBIX [19].

IMatorene3. B 1997 1. onpenenena reHeTHYECKast CyIIl-
HOCTh cHMHJpoMa Anaxwiia—YorcoHna: B 97% ciyua-
€B MMEEeT MECTO rarmioHegocraroyHocth rema JAG1 na
yuactke 20-i1 xpomocomsl 20p11.2—20p12 (JAGGEDI),
00ycJIOBICHHAs B OOJBIIMHCTBE CIy4aeB MYTalHsIMHU
(u3BecTHO OKoJO 400 MyTamuil) WK JAejenueil TaHHOTO
nokyca (okono 7%) [20, 21]. B vebonbmom (1%) xonu-
yecTBe cilydaeB omnpeaensercs mytanus reHa NOTCH2,
TaK)Xe peaju3ylouasics B KITMHHYECKYI0 KapTHHY CHHIPO-
Ma Anaxuiia—Yorcona [22]. PacmmdpoBka renernde-
CKOW TpUpOAbI 3a00JIeBaHMs MTO3BOJIMIA B MOCIEAYIOIEM
MOATBEPKIATh TCHETUYECKH KIMHUYECKUN JAUArHo3, mpo-
BOIUTH MPEHATAJbHYI0 IHAarHOCTHKY, a TAaK)Ke BBIIBIATH
HOCHTEJIBCTBO MYTAHTHBIX ajiesiell B CeMbsX MPOOaHI0B
[20, 21].

[Mponykrom rena JAGGEDI sBnsiercss mpoTenH, pac-
[IOJIATalOLIMKCAd Ha IOBEPXHOCTH KIIETOK U BBIIOJIHS-
tomuit  pyHknuio nmranga  Notch-tpancMeMOpaHHBIX
peuenTopoB TunoB 1, 2, 3 u 4. Ykazanusie tumnsl Notch-
TpaHCMEMOpAHHBIX PEIENTOPOB YYacTBYIOT B MpoIiecce
aHTHOTEHEe3a U OHTOreHe3a MyTeM PEryNISIUU KICTOUHOU
rubenu. Takum obpaszom, npoaykrsl rena JAGGED] cro-
COOHBI OIPENENATh TCUYCHHE HOPMAaJbHOTO M TATOJOTH-
yeckoro mopdorenesa [23]. Haubonee vacto (90%) npu
cuHApoMe AJaXHiula—YOTCOHA BBISBISIOTCS MYTAIlHH
rera JAGGEDI, nmpuuem ot 50 go 70% sTux myTtanuii
ABISIOTCS MyTanusMu de novo. B To ke Bpems cpenu
JAGGED1-non0XuTenbHbIX POACTBEHHUKOB MPOOAHIOB C
CHHIPOMOM Anakniuia—YOTCOHa TOJbKO y 53% umenuchb
MIPHU3HAKH YKa3aHHOTO CUHIIPOMA, YTO CBUAETEIBCTBYET 00
OTHOCHTEJILHO HEBBICOKOH MEHETPAHTHOCTH.

Kaunuveckasi kapruna. «Knaccuueckne» HpU3HAKH
cuHApoMa AJaxuula—YOTCOHA BKJIIOYAIOT MOpakeHHUE
MIEYeHU B BUJE THIIOIUIA3UU BHYTPHUIIEYEHOUHBIX KETUHBIX
IIPOTOKOB, COOTBETCTBYIOIIEH MOP(HOIOrNYeCKH CHHAPOMY
MCYE3aI0IUX JKEIYHBIX MMPOTOKOB (IyKTOIEHUH), B KOMOH-
HallUU C CeplIeYHO-COCYIUCTHIMU (TTepudepudeckuii cTeHo3
JIETOYHOW apTepuu, aTpe3us JIETOYHOH apTepuu, Ne(eKTh
BHYTPUCEPICUHBIX NIEPEropofok, Terpata damio), ckeneT-
HbIMU (TTO3BOHKM B Buje 0abouku, hemivertebrae, spina
bifida occulta), rma3HBIMU aHOMAJIUSIMH (YaITC BCETO 3aTHHMA
SMOPHOTOKCOH) M XapaKTepHbIMH uyepramu juma [17, 18,
24]. bonpmasi 94acTh CepACYHBIX M IMEUYEHOYHBIX MPOSIBIIE-
HUH MpeJICTaBIeHa yKe B HEOHATAIILHOM IEPHOJIE. DTH MPO-
OJIeMbI COBMECTHO C BHYTPHUCPEITHBIMH KPOBOU3IHSIHUSIMHA
CUUTAKOTCSl BKHEHITMMU KPUTEPHSIMHU 3200JIEBACMOCTH U
CMEPTHOCTH, aCCOIIMUPOBAHHBIMU C CHHIPOMOM AJTa)HJI-
nma—YorcoHa. bonbmas 9acTh CEpACYHO-COCYANUCTBIX H TIe-
YCHOYHBIX MPOSBICHHUN JICOIOTUPYET YK€ B HEOHATaIbHOM
TIePUOJIC, ONIPEACIISIS MPOTHO3 OOJBHBIX C CHHAPOMOM AJla-
Kuma—Yyotcona [18]. JIpyrue knmuHUUYECKre MpOsIBICHUS
TaKXKe BaXKHBI JIJIsl TUATHOCTHKH, OTpaXkasi BBICOKYIO Bapua-
0enpHOCTD (DeHOTHIIA IPU CHHAPOME AJlaXuiia— YOTCOHA
[1—3,20—23].

[lopakeHne me4eHu MPOSBIISETCS KIMHUKO-JIabopaTop-
HBIM CHHAPOMOM XOJIeCTa3a y)e Ha MEepBOM IOy KH3HH
[17, 18]. HaubGonee TUIIUYHBI XKenTyxa (KOHBIOTUPOBAHHAS
TUIepOUIMpyOHEMUs1 ), KOXKHBIHN 3y/1, 00pa30oBaHUe KCAHTeE-
Ja3M ¥ KCaHTOM, BBIpa)KEHHOE IMOBbIILICHHE YpoBHEH y-I'T,
1D, xonectepuna. [To naHHBIM OHONCUM TIEYEHHU BBISABIIS-
€TCsI CUHIPOM MCYE3AIOLIMX JKEITYHBIX NMPOTOKOB, YTO He-
PEIKO SBJISIETCS OCHOBAHUEM JUIS IMarHo3a aTpe3uu xKed-
HBIX [IPOTOKOB. Ba)kHO MOMHMTB, YTO y HEOOJBILOW YacTH
OOJIBHBIX C CUHIPOMOM AJa)Ku/la— YOTCOHA HET IpU3Ha-
KOB IIOPAXEHUs [ICUCHH.

AHOManmMM pa3BUTHS CEPAEUHO-COCYIUCTOH CHCTEMBI
OTIMCHIBAIOTCSA 'y OoJbIoro KoimuecTBa (85—95%) Oomb-
HBIX ¢ CHHIpOMOM Anaxmina—Yorcona. Tak, D. Alagille n
CO0aBT. [2] coolmany 0 BRIpa)KEHHOM CHCTOJIMYECKOM IIyMe
HaJl a0pPTOH U ee KPYNHBIMU BETBSIMU y 13 u3 15 GOJIBHBIX.
VY 70% O0sbHBIX OOHApPYXKUBAETCSI HENPOIPECCUPYIOLIUH
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creHo3 sierounoi aprepuu [18]. Ilpn cunapome Anaxwui-
na—YotcoHa omucansl Terpaga Pamio (8—12%), nedexr
MEXOKEITYJOYKOBONH M MEXKIIPEICEPIHON MEPETOPOOK, OT-
KPBITBIH apTepHalbHBI NPOTOK, KOAPKTALUS aOpThI, aHO-
MaJbHOE OTXOXKICHHE JICBOM KOPOHAPHOW apTepuu, aop-
TaJIbHBIN CTEHO3 U JPyTUe BPOXKICHHbIE TOpokH [18].

PasnuyHble rma3Hble aHOMAJINK, 3aTparuBaroLIfe Poro-
BHILY, PaJyKHYIO 000JIOUKY, CETYaTKy U JUCK 3PUTEIBLHOTO
HepBa, ObUIM OMHUCAaHBI MPU CHHApPOME Alakuuia— YOT-
coHa. 3a/iHuli IMOPUOTOKCOH — OAMH W3 TUIUYHBIX JUa-
THOCTHYECKHX KPUTEPUEB IPH CHHIpOME AJlaxuiia—
Yorcona — BeIcTynaromee koiblo LlIBans0e B Touke, e
POTOBHUYHBII SHIOTEIMH COEAMHSAETCS C TPAaOEKyISIpHOM
CeTKoM. 3aHnuil SMOPHUOTOKCOH, KOTOPBIM HE MEIIaeT 3pe-
HUI0, HaOmronaeTcs y 56-95% O0onbHBIX ¢ CHHAPOMOM AJa-
Kuu1a—YoTcoHa (B obuiei nonysiuuu 'y 8—15%) [7, 10,
17, 18]. Ipyrue BO3MOXKHBIE TIOpaXKCHUS OpraHa 3peHUs
BKJIIOYAIOT B ce0s aHOManuio AKceH(enbla, aHOMaJIUI0
Purepa, apy3bl Jucka 3pUTeIbHOro Hepsa (dactora 95%),
MUKpPOKOpHEa, KEpaTOKOHYC, BPOXKJICHHYIO MAaKyJSpPHYIO
JUCTPO(DHIO, MENKYI TEPEIHIOI KaMmepy, SK30TPOIHIO,
SKTOTHIO 3payka, KepaTolaTHIO, KaTapakTy, KOCOoTia3ue,
TUIOIJIA3MI0 PaAYKKH, XOPUOHIATIbHBIC CKIAAKH M aHO-
Maliu 3puTeNnbHOro nucka [10].

AHOManMM pa3BUTHS MO3BOHOYHHKA TAK)KE OMUCHIBA-
JIMCh B HAYAJIbHBIX COOOIICHUSAX KaK OJIMH U3 TJIABHBIX JHa-
THOCTHYECKHX KpuTepues [2]. Y 33—87% O0NbHBIX C CHH-
JpOMOM AJaxkujila— YOTCOHA BBISBISCTCS CarHTTalIbHOE
He3apalleHHe Tell TO3BOHKOB (IT03BOHKH B (hopme 6a00UKH;
puc. 5, cM. BKIeWKy) [2, 8, 18, 24]. Takxe npu cuHApPOME
Anaxuniia—Y0TCOHa ONUCAHbl JPyTrue aHOMAJINU CKeJle-
Ta: yMEHBIICHHOE MEXXIIO3BOHKOBOE PACCTOSIHUE, KOPOTKHUE
(asnaHru, HU3KUKA POCT M CpAIEHHUE COCEAHUX MO3BOHKOB
[8]. B nomonneHue crneqyeT yka3arh Ha TO, 4TO IIPU CUHIPO-
Me Anaxmiia—YOTcOHa OOBIYHO 3HAYMTENIFHO BBIPayKeH
0CTEO0II0PO3, CONPOBOXKAAIOIINICS NATOIOTHYECKUMHU Iepe-
JiomMaMmu [26].

XapakTepHble 0COOEHHOCTH JIMIa y OOJIBHBIX C CHH-
JpoMoM Anakuuia—YOTCOHa BKJIIOYAIOT BBICTYNAIOLIMH
1100, TITyOOKO MOCaXEeHHBIE IV1a3a, YMEPEHHBIH THIIepTeNo-
PHU3M, 320CTPEHHBII OAOOPOIOK, CEIJIOBUIAHBIA WM MpPs-
MO HOC C JIyKOBHULIEOOPA3HBIM WJIN KPYIJIBIM KOHYHKOM,
MJIOCKWH BHEUTHUH BUI JHIA B NPO(QUIb, BEICTYHAIOIHE
yIIHble pakoBUHBI [2, 26]. KoMOuHanus 3TUX 0COOCHHO-
cTeill BHEITHE CO3/IaeT BU TPEYToJIbHOTO JUIa. XapakTep-
HBII BHEITHHW BHJI MOXKET OBITh MPEJICTABJICH U B pAaHHEM
JICTCTBE, HO OCHOBHBIC 0COOCHHOCTH JIerde Pacro3HaTCs
Y B3POCIBIX.

Caeennsi 06 aBTopax:

BuyTpudepenHbie KpOBOUIUSHAS B CBS3U C AaHEBPHU3Ma-
TUYECKUM TIOPAKCHUEM BHYTPUUYCPEIHBIX apTEPHil BCTpE-
yatoTcest y 10—25% OG0ibpHBIX C CHHIPOMOM AJasKuiia—
VYorcona, npuuem B 30—50% ciay4yaeB OHM OKa3bIBAIOTCS
(aranpHBIMU [2].

[loyeunsie anomanuu BeTpeuarores y 40—50% Ooub-
HBIX C CHHIpOMOM Anaxmuia—YorcoHa [12, 13, 18, 24,
25]. OHHU BKIIOYAIOT €OUHCTBEHHYIO IOYKY, SKTOMHUIO TO-
YeK, PACHICIUICHHYIO MMOYEUHYIO JIOXaHKY M YIBOCHHE MO-
YETOYHHUKOB, FMITOIUIA3HIO MTOYEK, OJTHO- UJIH JIBYCTOPOHHHUIA
MOJIMKUCTO3, TOYCYHBIN KaHAIBIIEBbIM alu103. ITH aHOMa-
JIUH PA3BUTHUSI MOTYT MPUBOJIUTH K PA3BUTHIO XPOHUYECKOMN
noye4yHoi HegoctarouHoctH [12, 13]. CreHo3 novyeyHoi ap-
TEPHH SIBIISICTCS IPUIMHOM TSHKEJION CHCTEMHON apTepHralib-
Ho rurieprensuu [10, 22].

Jpyrue aHoOMamuu, acCOIMHPOBAHHBIE C CHHIPOMOM
Anaxunia—YO0TCOHa, BKJIIOYAIOT B ce0sl TpaxeajabHbIH U
OpOHXHMAIIBHBIA CTEHO3, aTPE3UI0 TOIEH KWIIKH, CTEHO3 H
aTpe3nIo TIO/IB3/IONIHON KHIIKH, HE3aBEPIICHHBIH TTOBOPOT
KHIIIEYHUKA ¥ MUKPOKOJIOH. OTMCaHbl TaKKe HeIOPa3BUTHE
TIPUIATOYHBIX Na3yx Hoca, Mukporedanus. MoryT BcTpe-
4aTbCsl MHOYKECTBEHHBIE COCYANCTBIC aHOMAJHMH, CTEHO3HI.
I'mmoTnpeos3 1 MHCYTMHO3aBUCUMBIN CaXapHbIA AMa0eT Tak-
K€ ONMCAHBI Y psifa OOJIbHBIX.

3anepikka HU3NIECKOTO Pa3BUTHI — XapaKTEpHAs 0CO-
OCHHOCTh OOJBHBIX C CHHIPOMOM AJlaXuiia— YOTCOHa,
YTO CBSI3aHO C BOZHUKHOBEHHUEM CHHAPOMA MAaJIhJUTECTHH U
MasibabCopOINH B CBA3U € NS(DUIIMTOM KETUH B KUILICUHUKE
B paMKax XOJIECTAaTUYECKOro nmopaxkeHus rnedenu [16]. Tak-
)K€ HEPEJKO MPUYMHOM 3a/lepiKKU (PU3NUESCKOTO Pa3BUTHS
SBIISIETCSI COMY TCTBYIOIIMN rUnoTupeos [28].

B mepBbIX COOOIIEHUSIX OMMCHIBAIACH 3aJCPKKA YM-
CTBEHHOTO Pa3BUTHUSA [2], OJHAKO MPHU MOCIEAYIOMNUX OIH-
CaHMSIX ATOT CUMIITOM BCTPEYAJICS] HEYACTO.

Jleuenne. [TaTorenernueckn 0O0OCHOBAHO MOKU3HEHHOE
Ha3HA4YE€HHE YPCOJEC30KCHXOJIEBOM KHCIOTHI B CBSI3U C XO-
JIECTaTHYECKUM TOPaXCHUEM TIEYeHU TIpU CUHApoMme Aua-
Kuiuta— YotcoHa. [lopakeHue reueHn nMeeT porpeccupy-
IOIIMNA XapakTep, B CBSI3U C Y€M B OPTOTONMMYECKOW TPaHC-
TUIaHTauuu redeHn Hyxaatorces 20—50% OombHBIX [29].
JUTMTENHHOCTD TTOCIICOTIEPAIIMIOHHON BBKMBAEMOCTH TIPEBBI-
maeT 90% [29]. BaxHbIM acrieKToM TpaHCIUIAaHTAIIH [TeUYeHH
y JIaHHOH KaTreropuu OOJIbHBIX SBISIETCS] KPUTHYECKAst OIICH-
Ka BOBMOYXHOCTHY TPAHCIUIAHTAIIMH OT KMBOTO POJCTBEHHOTO
JIOHOpA, B YaCTHOCTH OT POIUTENICH, KOTOPBIE JTOJHKHBI OBITh
CKpUHUpPOBaHbI Ha Hanmuuue MyTtanuu reda JAGGEDI [30].
OcTabHBIC OpTaHHEIC TOPAKCHUS TIPY CHHIPOME AJaKUII-
na—YOTCOHA TPEOYFOT CHMIITOMATHYECKOM TePaITru.
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K cm. BypHesuuy 3. 3.
u coaem.

Puc. 1. AHauo2pamma 6osbHol B. CmeHo3 eepxHeli 6pbikee4yHOl apmepuu o 0aH-
HbIM aHauozpadguu.

Puc. 2. Oco6eHHOCMu cmpoeHusi 1uyeeo20 ckesiema 6osibHol B.
O6bsicHeHuUe 8 mekcme.

Puc. 3. MPT-xonaHauozpamma 6osnbHol B. Omcymcmeue gau3yasiu3ayuu xen4eabl-
eodsiwux nymed.

Puc. 4. 3a0Huti 3M6puomokcoH y 6osbHOU B.
ObbsAcHeHue 8 mekcme.

Puc. 5. PeHmaeHo2pamMma no3eoHOYHUKa 60s1bHol B. [To38oHKU @ ghopme 6aboyKu.




