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Cuxgpom Anaxnns (CA) — peskoe MynbTUCUCTEMHOE ayTOCOMHO-FOMUHAHT-
HOE HacneACcTBeHHOE 3a00/16BaHNE. Ero MOXHO MAEHTUULMPOBATL HA OCHO-
BaHUN PAfa KIIMHNYECKUX PU3HAKOB: XO/IECTa3, MOPOK CepALa, CKEeTHbIE
aHOManMu, TUNNYHBIN BUG Nnya, aHoManuy rnasHoro s6o0ka. CA conpoBo-
Xpaetcs 3afiepxkoit pocta, uanyeckoro passuus. OTMEYaeTcs 04eBUAHAS
rUNonaasns BHyTPUMEYEHO YHbIX XKETYHbIX MPOTOKOB, 16CHEKTbI IEYEHN MOTYT
00YCNOBUTL OPAXKEHNE B TEDMUHATILHOM CTaZMN ¢ HEOOXOAUMOCTbIO TPAHC-
nnaxTaumn. bonbLuas 4acte neTanbHbIX c1y4aeB npu CA Bbi3BaHa Matonornei
CepAeYHO-COCYANCTON CUCTEMbI. MOPAXEHNE TIErOYHON apTepuu, ee BETBel
(4aLye cTeH03), knanaHa, HenocpPeACTBEHHO cepaua (Tetpaga danno, JeghexT
MEeXOKeIyH0YKOBOI 1 MEXNPEACEPAHOV Meperopofok, CTEHO3 aopThbl U 66 Ko-
apKTayns); Lepe6poBacKyspHas naTonorns (aHeBpu3Mbl roso0BHOro Moara,
apTepuonartus, [ONX0IKTa3ns, 601e3Hb MOS-MOSs). PacnpocTpaHeHbl KoCT-
Hble aHomamu npu CA: 6a604KOBU/HbIE O3BOHKY, CIUSHUE M03BOHKOB, 110-
J1YNI03BOHKU, MEXPEOEPHbIE COBAMHEHNS, YKOPOYEHHbIE MaNbLbl, BbIMYKIIbI
7100, YMEPEHHBIN rUNepTENopu3M ¢ I71y060K0 MOCAKEHHbIMU [1a3aMM, CEAI0-
BUAHbIA WV PSMOI HOC C YTOLLEHHO-BbIMYKIbIM KOHYUKOM U GOJTbLINE YL,
CA nposBisercs TakXe CUbHOI 3a/1ePXKOV poCTa, XPOHUYECKUM UCTOLLE-
HUEM, NHOTZAA YMEPEHHOM YMCTBEHHOM 0TCTANoCTh 0. Crieynghnyeckas Tepanus
CA He paspaboraHa.

B pabote npuBOAATCA KNUHNYECKNE HAOMKACHUA (Manbyuk 11 et u ero ce-
cTpa 5 niet). Y [etei — xanobbl Ha BbIPAXEHHBINA 3yf, CYXOCTb, CTAHYTOCTb
KOXHbIX M0KpOBOB; CA NPOSBAETCS MOJIHIM HAO0POM YKA3aHHbIX KIMHNYe-
CKUX MPU3HAKOB C OTCTABAHNEM B PAa3BUTUN — YMCTBEHHOM U (hU3NYECKOM.
JInwb Yepe3 HECKObKO JIET CRELMAaINCTbI PErnOHasbHbIX U (DeAepanbHbIX
KIMHUK Poccum Ha 0CHOBAaHNM COBOKYMHOCTY MPU3HAKOB BbICTABUIU ANArH03
CA. Mbi oTMeTUNN PSJ KITMHNYECKU BbIDAXKEHHBIX MPOSBIEHWI Y 000MX naym-
6HTOB, KOTOPbIE, BO3MOXHO, BAKTCS npusHakam CA: BepTuKanbHbI TapaH
CTOM, BOPOHKOOGPAa3Has Aeqopmauynsi rpyaHoui KneTku, UXTUO3UMOPMHOe
10PAXXEHNE NIOAMbILLIEYHbIX 00/1aCTeM, HOTTEBbIE MIACTUHKU B BUAE «4ACOBbIX
CTeKOJ1», BOJIOChI UCTOHYEHHbIE U TIOMKNE.

CUHAPOM Anaxunsi, 0630p NUTEPATYPbI, CAyHan U3 NPaKTUKU.
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UHAPOM Anaxuiss (CHHOHUMBI: CUHAPOM YOTCOHa—
Muniepa, apTepruornieueHOYHAsT TUCTUIA3UST) SIBIISIETCS
peNKUM MYJBTUCUCTEMHBIM ayTOCOMHO-JIOMUHAHTHBIM
HacJIeICTBEHHbIM 3a0osieBaHueM. Ha3BaH 1o MMeHu yde-
Horo Alagille, kotopslii B 1975 . cuctremaTusupoBai aua-
THOCTUYECKME KPUTEPUU ITOTO 3a00JIeBaHMUSI.



MytupoBaBimii reH JAGGED (JAG1) 3adpukcupoBaH
Ha xpomocoMe 20p12. OnHAKO BHISIBICHBI ITAIIMEHTHI C CUH-
npomoM Anaxwuisi (CA) 6e3 yKazaHHOU MyTaluu. Y HUX
uneHTudupoBaHa mytauust B NOTCH?2 [1]. Psan 3apy-
OCXXHBIX aBTOPOB OTMEUAIOT, UTO YaCTOTAa HOBBIX MYTallWii
y nauneHToB ¢ CA gocTatoyHo Bbicoka — 15—20%, a ya-
crota ooHapyxkeHus aejeunii 20p12 onu oueHuBaioT <7%
¥ YKa3bIBAIOT Ha YCIICUTHYIO UX MACHTU(UKAIINIO B KOPOT-
KoM muiede 20-i1 XxpoMOocOMBI [2].

Takum obpazomM, HEOOXOAMMO MPOAOKEHNE HayYHBIX
WCCeNOBaHUI B 3TOM HarpaBieHUu. [JaHHBIA AedekT
pa3BuTus BeTpedaeTrcss v 1 m3 100 ThIC. KUBOPOXICHHBIX
nereii [1].

Knunnuyeckue niposiieHusi CA BbICOKOBapUaOEIbHBbI,
YTO 3HAYUTEIBHO 3aTPYTHSICT €T0 MACHTU(UKAINIO. Tem
HE MEHee MMarHo3 MOXKET OBbIThb YCTAHOBJICH KIMHUYECCKU
Ha OCHOBaHMU psiAa MPU3HAKOB: X0JiecTas, MOPOK Cepilia,
CKeJICTHBIC aHOMAaJIMW, TUIMYHBIA BUI JIWIA, aHOMAaJINU
r1asHoro sonoxa [3].

CA comnpoBoxaaeTcsl 3afepXKKoit pocta, (pU3NIECKOro
pa3BUTHS (B TTOJIOBUHE CIIy4yaeB COMPOBOXIAETCS OTCTaBa-
HUEM B IICUXWYECKOM U TIOJIOBOM PAa3BUTUH), Ae(PUIIUTOM
MAacChl Teja, YTO BBI3BAHO XPOHUUYECKMM XOJIECTAa30M IIe-
YeHHU, HO He 3aBUCUT OT ero BbhlpaxkeHHoCTH [4, 5]. Berpe-
YalOTC TMALMEHTHI ¢ OYeHb MATKUMU, JTU00 eMMHUIHBIMU
npusHakamu CA [1].

B cpennem y 89% 6Goabubix CA oTMevaeTcs (IaTo-
TUCTOJIOTMYECKM) OYEBUIHAS THITOIJIA3USI BHYTpUIIEUYE-
HOYHBIX XCTIHBIX ITPOTOKOB (YMEHBIICHWE MX YHCIA)
C Pa3IMYHON CTEIEeHbIO BBIPAXKEHHOCTU, MPUYEM JIHUIIb
y 60% nereit — B Bo3pacre 10 6 Mec.

JITUTeNbHBIN X0JIecTa3 KOppelupyeT ¢ 00pa3oBaHuEM
KCaHTOM B THIIOACPME Ha THUIbHOM MOBEPXHOCTH CYCTaBOB
nayblieB, JaA0HSX, 3aAHEN MTOBEPXHOCTH 11IeU, BOKPYT aHy-
cau B naxy [3].

Ormeyaltorcs Takke penkue Manudecrannu CA, acco-
LUUPOBaHHBIE C neneneit xpoMmocombl 20p12 JAGI: BbicO-
KUI roJyioc, ToTepsl ciyxa (CpeaAHU OTUT), MHOXECTBEH-
HBIE «CTHOATeTbHBIC» CKIIANKH TaJIblIeB, KPAHHOCUHOCTO3,
CTEHO3 Tpaxer M OPOHXOB, XPOHMYECKUI CUHYCUT, MaKpO-
Hedanus, TMIOTUPEO3 U caXxapHblii [uabdeT (MHCYIMHO3a-
BUCHUMBII), aHOKCHSI HOBOPOXICHHBIX, TeHepaT30BaHHEIC
OestecoBarbie Tranyisl [1, 6].

Bonbias yactb netanbHbIX ciaydyaeB nmpu CA BbI3BaHa
naToJOTUell CepaeyHO-COCYAUCTON cucTeMbl [7]; MOPOKU
cucteMbl BbisiBJieHbI Y 81—100% GonbHbIx CA. [IpeBanupy-
eT TTopaXkeHMe JISTOUHOI apTepuu, ¢ BeTBe (Jalle CTCHO3)
U KianaHa. Y ¥ yactu 6osbHbIX CA 0TMEUEHO MopaxeHue
HeTocpecTBeHHO cepaua (teTpaga Pano, aedekT Mex-
KEJIYIOYKOBOM U MEXIIPEACEPAHON NMEPEropojoK, CTEHO3
A0OPTHI U €€ KOapKTallusl), KOTOPbIe 1 SIBJISIOTCS MpUYUHA-
MU JieTajbHOro ucxoaa npu 3tom cuHiapome [1]. Ilpu CA
BBICOKA TaKKe YacTOTa IIepeOpPOBACKYIISIPHON MATOJIOTHH
(apTepralIbHBIX M BEHO3HBIX COCYIOB): aHEBPU3MbI TOJOB-
HOTO MO3ra, apTepuoIaTusl, J0JIMX0IKTa3usl, 00JIe3Hb MOsI-
Mosi. [Ipuyem BeHO3HbBIE 1IepedpaTbHbIe aHOMAIUM MOXXHO

——

oTHecTu K ocobeHHocTsIM CA [8]. TIpu 3TOM 10CTaTOUYHO
yacTo (16%) npuunnoii cMmeptu 1pu CA SBJISIIOTCSI BHYTPU-
yeperHble KPOBOTEUEHUS (AMUAYPalIbHbIe, CyOLypaIbHbIE,
cybapaxHouIaabHbIe, MHTparapeHxuMaro3Heie). KpoBote-
YyeHHs OOJIBIIIE YacThIO CIIOHTAHHBI MO0 SBJISTFOTCS T10-
CJIeICTBUEM JIETKOM TpaBMbI TOJIOBBI MJIM KoaryJjornaruu [1].

Imaszueie anomaauu npu CA TIpeAcTaBIeHBI 3aTHUM
SMOPHOTOKCOHOM, MO3aWYHBIM PHCYHKOM CTPOMAaJIBHOM
TUIIOTIA3UM PALy>KHOI 000JI0YKM, MUKPOKOpHEa, Apy3aMu
3PUTEJIBHOIO IUCKA Y TTUTMEHTHOM peTUHOIAaTUEel. 3anHuit
SMOPUOTOKCOH (BbIpakeHHOE TIepenHee ITorpaHUYHOE
ko110 I1IBanp6e) HEKOTOPBIE aBTOPHI OTHOCST K ITaTOTHO-
MOHMYHBIM npu3HakaM CA, 0JHAKO KIMHUYECKOTO 3Haue-
HUS OH He uMmeeT [9].

Y GonbHbIX ¢ CA BbIpakeHbl HapylIeHUsI B CUCTEME
xenmynouHo-kumredyHoro tpakra (2KKT), koTtopsie TposiB-
JISIIOTCST AeDeKTOM XKeJTYeBbIACIeHHUsI, X0JecTa3oM (M3-3a
HEIOCTaTOYHOCTU BHYTPHUIICYCHOUYHBIX JKETYHBIX ITPOTO-
KOB), TerlaTOMeTajieil, MUPPO30M B COYCTAaHUH C TOOPO-
KAYeCTBEHHBIMM TMIAaHTCKUMM TI€UYEHOUHBIMU Y3JIaMU,
HEJIOCTaTOYHOCTBHIO TTOMIKETyTOYHOM XKeJe3bl, aTpe3ueit
¥ CTEHO30M TOIIEeil W MOIB3IOIIHON KUIIOK, MIKPOKOJIO-
HOM M MajibpoTaiueii, criieHomeranueii [ 1, 10]. YkazanHbie
nedeKThl TeYeHU MOTYT BECTU K Pa3BUTUIO TEPMUHATbHOM
CTaINM ee TTOpaKeHUsI 1 HEOOXOIMMOCTY TPAHCTUIAHTALINN
[1]. OgHako Tipu KBaMM(MUIMPOBAHHOM CHELMATA3NPO-
BaHHOM yxoje 3a 00abHBIMU CA pe3Ko CHUXKaAeTCsl IMpo-
IrpeccUpoBaHMEe TIOPaXEHUs TEeYeHU OO0 TEePpMHUHAIBHON
cragnu [1, 3].

[loyeyHnast maToJOTMSI TakKXKe HOOCTAaTOYHO YacToe
(85,7%) nposienenne CA. I1pu 3TOM OTMEYaIOTCs OBYCTO-
POHHSISI TTOYEeUHAsT TUCIIIA3KSI, TIOYCTHBIN areHe3, TUCTaThb-
HBII TTOYEYHbIN KaHAIBLIEBBINA allMA03, CHUKEHUE KITyOou-
KOBO# (puabTpauuu u (M) NPOTeMHYpUsl, eAMHCTBEHHAs
IOYKa, YIBOCHHE MOYCTOYHWKOB, ITOJUKKMCTO3 W IWC-
IUTa3Usl TOYeK, JIETAJbHBIN IOBCHWIBHBIN HeGpoHODTHU3,
«TUIHUI03» KIIyOOUYKOB, apTepUaTbHbI CTEHO3 (IIPUBOIUT
K CUCTEMHO runepTeH3un) [11].

PacnipoctpanenHoii kKoctHoit aHomanueit CA sBmsi-
[0TCST 0a00YKOBUIHBIC TTO3BOHKM (OE€CCHMMIITOMHAS ITaTo-
JIOTHST), OOYCJIOBJIEHHBIE DACILEIJIEHUEM Teja MO3BOHKA.
Pexxe BcTpedaroTcsl CMSHUS TTO3BOHKOB, IOJTYITO3BOHKH,
MEXpeOepHbIE COCIUHEHMSI, YKOPOUYeHHBIC IMalblbl. OT-
JIeJIbHO BBIIEISIOT opodaliianibHble (JIMLIEBbIE) CKEJIETHbIC
IUCOYHKIMU: BBINYKIBIA JI0O, YMEPEHHBI TUIIEPTEIO-
pU3M ¢ TIYOOKO ITOCaK€HHBIMM TJIa3aMH, CEITOBUIHBIN
WIN TIPSIMON HOC C YIUIOIIEHHO-BHIITYKJIBIM KOHYUKOM U
OosblMe yiu. 1o npunaet 6oabHbIM CA XapaKTepHbId
BHEIIHUI BuA. Hago oTMeTHUTh, YTO HapylleHUE TMTUTaHUS
y nauueHToB ¢ CA, nedunur ButamuaoB D n K, maraus,
HapylieHue GyHKUUI MeYeHU, MoYeK U IMOMKeTyI0uHON
JKeJe3bl BEAYT K OCTEONOPO3y M MAaTOJIOTMYeCKUM Tepelio-
mam [1, 12].

K xaunnueckum nposieaeHussM CA OTHOCAT U 3HAYM-
TEJBbHYIO 3amepkKy pocta (50—87%) OONbHBIX, XpOHWYE-
CKOE MCTOIICHME, BBI3BAHHOEC HapyIICHHEM BCACHIBAHUS
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B KUILIEYHHUKE. Y yacTu 00/1bHbIX (16%) HabM01aI1MCh yMe-
peHHasi YMCTBEHHasl OTCTaJoCThb [1].

Cneunduueckas tepanusi CA He paspadoraHa. Cum-
TOMaTUYeCKOe JIeUeHWe HaIpaBJIeHO Ha KOPPEKIMI0 Ha-
pylIeHn (PYHKIIMI BOBJIICUEHHBIX opraHoB. CHATHIO 3yda
CIIOCOOCTBYIOT aHTUTMCTAMUHHBIE TIperapathl (B yMEpeH-
HBIX Cly4dasix — HaJITpeKCoH Jubo pudamnuuuH) [1]. He-
(uut xupopactBopumbix ButTaMuHOB A, E, D u K, koto-
pBIif yacTo BcTpedaeTcs y mamueHToB ¢ CA, HeoOX0auMO
BOCTIOJIHSATH (KaK M Ha3HAYeHME MperapaToB Kajablusl Mpu
ocreonopose). OgHako Ha3HauYeHWe BUTaMUHA A B CBSI3U
C €T0 TeMaTOTOKCMIHOCTHI0 He peKOMEHIYeTCsI. B TSoKeabIx
cly4yasix ToKasaHa TpaHCIIaHTauus nedyexu [1, 3].

[IpencraBisgem onucaHre COOCTBEHHOTO KIIMHUYECKO-
To HaOJIIOIeHNUS.

Martb nBoux gerteit, Mmaabunka 11 JeT u JeBOYKHM 5 JIeT,
obpaTuach B KOXKHYIO KJIMHUKY C Xajno0aMu Ha HaOItoaa-
folMecs y o0ouX NeTell BhIpaXXeHHBIN 3yl, CyXOCTb, CTS-
HYTOCTh KOXHBIX ITOKPOBOB, OTCTaBaHME B pPa3BUTUU (YM-
CTBEHHOE 1 (pU3UUYECKOE).

Maavuuk b., 11 nem, boreem c poxcoerus. Jle-
ueHue nposoduau HeooHokpamuo 6 LIPh 2. /lepbenm,
20e oH npoxucusaem, Mockee, Pocmoese-na-/lony,
Canxkm-Ilemepbypee. Emy Obiau ebicmagieHnsvt pas-
AUYHblE OUACHO3bl U HA3HAYEHO AeYeHle, KOmopoe, CO
c106 mamepu, He 0asano 3ggexma (8binUcKU He npe-
docmaenenst). Cocmoum Ha «II»-yueme ¢ OuaeHo30M:
amonu4ecKuil 0epmamum; 6 cés3u ¢ e2o 000cmpenuem
20CNUMANuU3UpPo8arn 8 0emckoe KOJCHoe omoeneHue
I'BY P/l PKBI].

Pebenox om nepeoii bepemennocmu, npomekag-
weil Ha ghone mokcukosa 1 noaosuHsl, podsl cpouHble,
cmumyauposartnvle. Y podumeneil 6paxk 6au3kopoo-
CMBEHHBI — AGAAIOMCA 080HPOOHBIMU OPAMOM U
cecmpoii no mamepuuckoli aunuu. Ouenka no wKa-
ae Aneap 7/8 6arnos. Macca meaa npu podxcoenuu
3000 e, pocm 50 cm. CamocmosmenvHo epyodb He CO-
can, 6CKapMAUBAACs 00 2 Mec CUENCeHHbIM MONOKOM,
3amem NUMAMeNbHLIMU A0ANMUPOBAHHBIMU CMeCIMU.
ITlpusnaxku 3yda nossuauce 6 5 mec, 6vin becnokoeH
ecezoa. Jlo 1 200a ommeuancs evipasicenHblii cebopeil-
HbLil depmamum. B eospacme 2 mec o6caedosarn 6 Ma-
Xxaukane no nogody mokconaasmosa. B 6 mec 6 e. baxy
20CNUMANU3Upo8ar no N08oady UHDEKYUOHHO20 SHme-
pokoauma (6030ydumens Heuzeecmer). Ommeuanacs
noevieHHas 00 GedpunbHbIX yupp memnepamypa.
Ilocae evinucku cman cnokoiinee, omcymcmaue Auxo-
paodku 6 meuenue 7 mec. Macca meaa npakmuuecku He
npubasasnacs,, HeCMOmMps Ha HOPMAAbHbIL Annemum
u omcymcmeue namosozauyeckux nomeps. B 1 eod
2 mec 6 Pocmose-na-Jlony 8vis61eHbl Kucma npo3pa-
HOUl nepeeopodku, pacuiuperue 60K08bIX Hcenydo4Kos
Mmo3ea. B 2 e00a 2 mec npoaeuen amnuyuiruHoMm,
CHMAMUUUHOM, MEMPOHUOA3040M OM AUCMepUo3d,
Mams — HOCUMEAbHUYA.
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Bsauneape 2011 e. (6 6o3pacme 2 aem 11 mec) Haxo-
duacs Ha eocnumanuszayuu 6 Cankm-Ilemepoypeckoii
neduampuueckolil akademuu. Juaenocmuposansl ade-
Hououm, @apuumeum, UCKAIOHEeHbl NOPOKU 20PMAHU.
B ananuzax kposu — HenocmosHHAS HellmponeHus,
ounupyouH u xonecmeput 8 Hopme, weaouHas gocga-
maz3za do 1400 ed/ma.

B mae 2011 e. enepsvie 06caedosan 6 2acmposn-
meponoeuneckom omoenrenuu HI[3/] PAMH, scanoob:
Ha UBHYPAIOWUI 2eHepalu308aHHblil 3y0, eOpUIbHY0
AUXOPAOK)Y.

Ilposedena kpaesas OGuoncus newenu: A6AeHUs
XoaaHeuoauma 6 cmaduu paspewerus. Ilpoaughe-
pauusi Jceaynvix npomokos. Dubpo3 nopmanvHbix
mpakmos ¢ hopmuposanuem HenoaAHvlX PUOPO3HBIX
cenm (undekc guoposa no Desmet I barn — caabvlii).
Pebenok evinucan domoii ¢ pexomenoayusmu npuema
npenapamog ypcooesokcuxonesoil (YAXK) u xonesoii
KUCA0MbL, HCUPOPACIBOPUMBIX BUMAMUHOE, HO DEKO-
MeHOauuu He coba00arucsy, cocmosnue be3 ouHamu-
Ku.

B mapme 2012 2. noemopHas eocnumanuzayus
6 eacmposumeponocuueckoe omodeaenue HI[3/]
PAMH. ZKanobwvr coxpansiomes. Ilo pezyarvmamam
He@ponoeuuecko2o 00cAe008aHUs YCMAHOBAEH OUa-
2HO3 <«HenoaHblil cundpom Daukonu (6onesuv Jew-
ma)». Xponuueckas 6one3ub novex I cmadus.

Tlocnednsas eocnumanuszayus 6 cenmsope 2015 e.
Haxoouncs 6 omoenenuu eacmposnmepono2ul ¢ 2ena-
monoeuyeckoii epynnoii 6 PIbOY «Hayunviii yenmp
300posvs demeit» M3 PD (Mockea), ede Gbino npo-
6edeno oocaedosanue.

Penmeenocpagpus  mazobedpennvix cycmaeos
(29.09.15). 3axaiouenue: penmeenosocuueckue npu-
3HaKU «coxa valga» ¢ 0beux cmopom.

Cuunmuepagus (25.09.15). 3axaouenue: Hako-
NUMENbHO-8bI0CAUMEeNbHAS (YHKUUS 2enamoyumos
He cHudceHa, Hedocmamounocms curnkmepa 000u,
Hapyuienue nOCMynAeHUs Hceadll 8 HCeAHHbL ny3bipb
(cokpauien? nepeeud diceauHo2o ny3vips? 3anoaHeH-
HbLIL JcenuHbLil nY3bipb ?)

Penmeenoepapua xucmeii (ouenxa Kocmmozo
eo3pacma) (25.09.15). 3axawouenue: KOCMHbLI 6803-
pacm coomeemcmeyem npumepHo 4,0—5,5 eodam
(omcmaem om kanendapHoeo Ha 2,0—2,5 eoda). Ilpo-
3pAUHOCMb KOCMHOU MKAHU nogvliuena. Busyaiusu-
DPYIOMCsL A0pa OKOCMEHeHUsl NOAYAYHHbIX KOCIeLL.

buoxumuueckaa ouaenocmuxa memodom mam-
demnoit  macc-cnekmpomempuu  (ESI-MS/MS)
(01.10.15). 3akawuenue: nokazameneii, ceude-
MeAbCMBYIOUUX O PA3GUMUL HACACOCMBEHHbIX aAMU-
Hoauudonamuii, Oepekmos MUMOXOHOPUANbHOLO
B-oKucaenus u opeaHuueckoil ayudypuu He GblaeAeHo.

Dzopazoecacmpodyodenockonus (05.10.15). 3a-
KAtoueHue: oucmanvhslil 33o¢paeum I cmenenu. An-
mpanvubiil eacmpum. yodenum. Jlumgpogornuxy-



AAPHAS 2UNEPRAA3USL CAUBUCMOU 000404KU AYKOBUUbL
deenaduyamunepcmuoil KUK (UCKAUUMb UHBAZUIO
eaucmos, npocmeiuiux). /lyodenoeacmpanvHolii peg-
awke. Tlpusnaku eunomonuu npuepamHuKa.

Y3U opeanos oOprownoii nosocmu (22.09.15).
KenuHolil ny3oipb: 10KAAUAYUUSL 8 MUNUYHOM MeCme;
pazmep 70x24 mm — yseauueH; neveHv: pamep 1e60i
doau — 75 mm (Hopma); pasmep npaeoit doau — 95 mm
(yeeauuena); KOHMYpP POGHbLIL; IXOLEHHOCHb NOBbLULEe-
Ha; napeHxuma HeoOHopooHas. Bopomnas eena: pas-
Mmep 7 MM — pacuiupena; cmeHKu yniomuerul. Ileue-
HOUHble 6eHbl He usmeHeHvl. Kposomok osyxgasmblii.
Tlooxcenydounas xcenesa: eonoska 22 mm — ygeauue-
Ha; meno 20 mm — ygeauueHo,; xeocm 23 Mm — yeeau-
uen. Ilapenxuma HeoOHOPOOHAS. Dx02eHHOCMb HOPMA.
Cmenku cocyooe He ynaomueHwl. Bupcyneoe npo-
mok He pacuiuper. Cenesenxa: pasmep 75%30 mm —
Hopma. Konmyp poenutil. Ixocennocms 6 Hopme. Ila-
peHxuma 00HOpooHas. JlonoaHumenvHas 00AbKa He
suzyanuzupyemcs. Cocyovl He uzmeHeHbvl. XKenyook:
CMeHKU — HopMa, ceKpeuus — codepicumoe. JleeHao-
UamunepcmHas KUKAa: CMeHKU — HOpMA,; CeKpeyust —
codepacumoe. Jumpamuueckue yznvl He eU3YANU3U-
pyromes. Ce0000Has HcuoKocmnb: He 8U3ya-
AUBUPYEMCS; KOHMYD POBHBIIL.

Ilpu ogpmanvmosocuneckom o0b6caedo-
eanuu — aHeUOpemuHoOnamus 000ux enas.

Onpeoeaenue codepxcanus  xnceau-
HBIX KUCAOM: DiceAyHble KUCAOMbL HA
gone YIXK — 13 mxmonav/n (Hopma 0o
10 mxmonw/n), nocae ommenvt YIXK —
3 mmonv/n; Comamomedur C 23,3 ne/ma
(Hopma 57—316 ne/ma).

Om o6uoncuu 043 UCKAIOYEHUS 8POJIC-
0eHH020 UXMmuo3a Mamos OMKa3aiacs.

Annepeoanamues He oms2ouleH.

Coyuanvro-6b1mogvie  ycaosus y006-
Aemeopumenvole.

Status praesens: obujee cocmosaHue
Ha MOMEHmM KOHCYAbMAuuu y0081emeo-
pumenvroe. Temnepamypa menra 36,6°C.
Koocnvie nokposst cmyenvie, cyxue ¢ men-
KO-NAGCMUHYAMbIM  WeayleHuem obene-
coeamoeo uyeema Ha 6ceil NOBEePXHOCMU
U MHOMNCECMBEHHbBIMU — IKCKOPUAUUSIMU.
Iepupepuueckue aumpamuueckue y3avl

Bepmuraneusiit mapan cmon. Iumosuodnas xcenesza
npu nasvhauuu He yseauvena. [vixanue e3uxyisap-
Hoe, xpunoe Hem. Yacmoma Ovixanus — 18 6 muny-
my. Cepoeunbie MOHbI ACHbBIE, PUMMUYHBLE, ULYMOB
nem. Ileuenv — y Kpas pebeproil dyeu, ceaeseHka He
naavnupyemcsi. XKueom npu nasvhauuu msaexuil, 6e3-
001€3HeHHbLIl.

MHuoocecmeennuiii kapuec. Boaocer nomkue, uc-
moHueHHble. Pebenox omcmaem 6 ¢husuueckom (co-
omeemcmeyem 7—8 200am) u ncuxopeuegom paszeu-
muu.

Status specialis: Koocnble nokpossl cmyenvie, cy-
Xue, ¢ MeAKO-NAACMUHYAMbIM UWeaYUeHuem 0eaeco-
8aM020 Ysema Ha 6cell NOBEPXHOCHU U MHONCECHIBEH -
HbIMU dKCcKopuayuamu. Kpachas kaiima 2yo cyxas, ¢
mpewunamu (cm. puc. 1, a). B noomviueyroii obaa-
cmu Kodica HanomuHnaem polovio weutyio. Beku omeu-
HbL, nepuopbumansras ckaadouamocms. Ha nadownsx
U NOOOWEAX HEe3HAYUMENbHbII 2UNEPKepamos, Koxcd
wenywumes u cxooum (puc. 1, 8). Hoemesvie nia-
CMUHbL HA 8ePXHUX U HUICHUX KOHEUHOCMSX NOMKUE,
cyxue, 6 gude yacoguix cmekon (puc. 1, 2). Ywnoie pa-
KosuHbl deghopmuposansl. lepmoepaghusm KpacHulil.

He yeenuuenvl, 6e3001e3HeH bl npU Nalbna- Puc. 1. Manbyuk b., 11 neT; a2 — runepTennopusm, TpeyrosibHOe fUL0, aHTUMOHI010UAHBIR
yuu. Peberok Hu3zkoeo (ne coomeemcmeyem pa3pes rnas, Hoc NPAMON C KPYrbIM KOHYUKOM, KOXHbIE MOKPOBbI CMYTIIbIE, CYXHe, C MENKo-
803pacmy) pocma, NOHUNCEHHO20 NUMA- MAACTUHYATBLIM LUENyLLIEHNEM; 6 — BOPOHKOOGpa3Hast AechopmaLns rpyaHON KNeTKu, LUMpoKue

nus. Tunepmennopusm, mpey2onvhoe AULo, KVCTV, KOPOTKVE ACTanNbHbIe thanaru KI/ICTeI7I;.B, [ — Ha NafoHsAX 1 NOAOLLBAX — HE3HAYUTENb-
N HblIil TUNEPKepaTo3, KoXa LENYLINTCA U CXOAUT; 4, € — HOTTEBbIE MNACTUHBI HA BEPXHUX N HUXK-

anmumoneonoudnslii paspes enas. Hoc nps- HIX KOHEYHOCTSIX NIOMKWE, CyXMe, B BIULE YaCOBbIX CTEKON

Mot ¢ kpyenvim Konuukom (puc. 1, a). Co Fig. 1. Boy B. aged 11 years; a — hypertelorism, a triangular face, an antimongoloid slant.

CMOPOHbL  KOCMHO-MbIUEYHOU  CUCIEMbL: A straight nose with a rounded tip. The skin is swarthy, dry, with microscale desquamation;

60poHK00OpasHas  Odegopmauus  2pyoHol 6 — funnel chest, broad hands, short distal phalanges; 8, r — the palms and soles show slight

hyperkeratosis; the skin flakes and peels off; g, e — the nail plates on the upper and lower limbs

KAemKU, WupoKue Kucmu, Kopomkue ouc- .
» Wup » op are fragile, dry, and watch-glass

manvuble araneu Kucmei (cm. puc. 1, 6).
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Kaunuveckuit anaaus xposu (13.0 3.19): Hb — JMeeouxa JI., 5 rem, mams o6pamunace 6 I'bY PI]
144 ¢/n, ap. — 5,1+ 10"%/a, 2. — 5,9+ 10°/a; 303uHo- PKBJ] ¢ scanobamu Ha cyxocms KOJICHbIX NOKPOBOG.
Qunvt — 3,0%; c/a neiimpodpuavt — 35,0%; aumeh. — Anamnesis vitae: podusace om 6mopoii Gepe-
56%; monouumot — 6%. mennocmu. bBepemennocmv u podst npomexaiu 6e3

Obwuit anaauz mouu (13.03.19) — 6e3 ocodernno- ocnoncrenuil. Ouenka no wkane Aneap 7/8. Ha-
cmell. C1e0CMBEHHOCHb NO KOJICHBIM 3A001e6AHUIM HE OMsi-

Buoxumuueckue uccaedosanusa (13.03.19): enro- eoujena. Annepeonocuteckuil hoH He OMsOUleH.

Ko03a — 4,1 mmonv/n; Kpeamurur — 76 MKMOAb/A; MO- Status praesens: obuwjee cocmosiHue Ha MOMEHM
ueguna — 3,0 Mmoab/A. ocmompa  y0061emeopumensHoe, CO3HAHUe SCHOe.

Ha ocnosanuu KomnaexcHo2o myabmuducyuniu- Temnepamypa meaa 36,6°C. Kooxchble nokpoewt cmy-
HapHo2o 00cAe008aHUsL MOJCHO BbICIAGUMb OUACHO3: 21020 Ugema ¢ MeAKONAACMUHYAMbBIM UWeNYUleHUEM.
cunopom Anaxcuns. Pebenox omemaem 6 ¢uzuveckom pazeumuu (coom-

Conymcmeyrouwue 3a60aeeanusn: guopo3 neuenu,; semcmeyem 3 eodam). lunepmennopusm, GHMUMoH20-
HecuHOpomanvHas OVKMYAApHAas UNONnAas3us; peg- A0UOHbLI paspes ena3. Boaocwt ucmonventole, 10MKuUe,
AHKC-330(hazum: OUCMANbHbLI NOBEPXHOCMHDBIL 330~ cyxue, dupgpysnas aroneuyus (puc. 2, a). Co cmopomsi
haeum; xpoHuuecKuil NOGEPXHOCMHbLI 2acmpodyode- KOCMHO-MbIUEYHOI CUCeMbl — B0POHKO0OPA3HAS
nHum, Hp — neaccoyuuposanHbiil; dyoeHoeacmpanbHolii deghopmayus epyonoil kaemku (puc. 2, 6), wupoxue
pearokc; duchynkyus 6uiuapHoeo mpakma, Henoa- Kucmu, Kopomiue ducmanvhvle ¢haraneu Kucmel.
uotit cundpom Dankonu (bonesuv ewma?); xpouu- Ivixanue eesukynsproe, xpunogé Hem. CepdeuHvie
yeckas bonesnv nouek, I cmadusi; 60poHKO0OPaA3HAsL moHbL sicHble, pummuynble. [leuensv He yseauuena, ce-
deghopmayus epyoHoil Knemku,; 6epmuKaibHblil mapaH ne3enka He nanvhupyemcs. Ilcuxouesponoeuueckas
cmon «coxa valga»; 3a0epicka NnCUxopeueao2o paseu- cpeda: pebeHoK omcmaem 6 NCUXopeuesom pa3eumuil,
Must; aHeUOPEMUHONAMUsL 0O0UX 21a3. Ha OUCNAHCEPHOM yYeme y Heepos02d He COCMOum.,

Ilposeoeno aeuwenue: wadsauwas duema,; cynpa- HO npoxoodum neveHue 8 HacmHoll KAUHUKE.
cmun 2% — no 2 ma ympom u 6euepom; aesum — Status specialis: KooicHble NOKpo8bl cmyenvle,
1 kancyaa 1 pas 6 denv. Hapyscro: memunenoswlii cu- cyxue, ¢ MeAKONAACMUHHAMbIM WesyueHuem oene-
Hutl 1% — 2 pasa 6 denv; mass cunaghaan — 1 pas 6 dens. co8amoeo yeema Ha 6ceil NOBEPXHOCMU U MHOdICe-

B pesyavmame npogedennoii mepanuu yayuuenus CMBeHHbIMU dKCKopuayusmu. Bexu omeunnt, nepuop-
COCMOSIHUSL KOJICHBIX NOKPOBOE HE OMMEHUEHO. oumanvhas ckaaduamocms. Ha nadousx u nodowsax

Peromendavuu: He3HAYUMeNbHbLI 2UNEPKEPAMO3, KOHCA WeAYUUMCH.

1. Koppekuus ocaoicHeHuil 0AumensHo coxpansi- Ihasza eayboko nocasicenvt, ymeperubli eunepmenno-
oue20cs xonecmasa. puszm. Jlo6 evipaxncennwiii. Hoc cedaosuonuiii ¢ kpy-

2. Ilpu pazeumuu namosoeu4ecKux cocmosi- 2/bIM KOHUUKOM. YuiHble pakosunvl deghopmuposarvi
HULL, 3HAYUMEAbHO HAPYWAIOWUX KAYeCMBO MCUZHU (puc. 2, 8). Hoemeesvie naacmumbl Ha 8epXHUX U HUJIC-
001bH020 (KOJICHBLI 3Y0, omcmasanue 8 PU3UHeCKOM HUX KOHeYHOCMSX A0MKUe, cyXue, 8 eude 4aco8bix
pazeumuu, UsMeHeHus, 00ycioeaeHHble Odehuiu- cmekon (puc. 2, ). lepmoepagusm KpacHwlii.

MOM JHCUPOPACMBOPUMBIX BUMAMUHOB), KOMUCCUOH- Kaunuueckuit anaauz xpoeu (13.03.19): Hb —
HO (CMedicHble CHeyUaiucmol) paccmompems 80NpocC 144 2/n, 9p. — 5,1; 2. — 7,9; 5. — 4%; ¢/a neiimpoghu-
0 Heobxo0umocmu MpaHCHAGHMAYUY NeYeHU. abl — 47%; aumep. — 44; mon. — 3, COD — 10 mm/u.

Puc. 2. [lesoyka J1., 5 net: a — runeptennopnam, aHTUMOHIONONAHBIA Pa3pes rnas; BeKi 0TeYHbI, NeprnopbuTanbHas CKnag4yatocTb; BOAOCH! UCTOHYEHHbIE,
NOMKWE, Cyxue; anddysHas anoneuuns; 6 — BOPOHKO06Pa3Hasa Aechopmaums rpyaHON KNeTKI; B — HOC CeANI0BUAHBINA C KPYbIM KOHYMKOM; YLUHbIE PAKOBUHbI
1ehOpPMMPOBAHbI; I, 4 — HOITEBbIE MIACTUHbI HA HWXKHUX 1 BEPXHIUX KOHEYHOCTAX — TIOMKME, CYXIe, B BUE YACOBbIX CTEKON

Fig. 2. Girl L. aged 5 years: a — hypertelorism, an antimongoloid slant; swollen eyelids, periorbital folding; thinning, brittle, and dry hair; diffuse alopecia; 6 — funnel
chest; 8 — a saddle nose with a rounded tip; deformed auricles; r, 4 — the nail plates on the lower (A) and upper (b) limbs are fragile, dry, and watch-glass
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Obwuii anaauz mouu (13.03.19): 6e3 ocobento-
cmeltl.

Buoxumuueckue uccaedosanusa (13.03.19): aaro-
Ko03a — 3,8 MmMoab/n; Kpeamunun — 76 MKMOAb/A; MO-
uesuna — 5,0 MMoab/A.

Ha ocnosanuu kauHuveckux 0aHHbIX U CeMeliH020
aHamHe3a 8bicmaesieH OUaeHO3: CUHOPOM Anadicus.

Ilpoeedeno aeuenue: waoswas ouema; cynpa-
cmun 2% — no 2 Ma ympom u eeuepom; aesum —
1 kancyna 1 pa3 6 denv. Hapysicno: memuneHogolil cu-
nuit 1% — 2 pas 6 denv; mase cunagnan — 1 pas 6 oenv.

B pe3yavmame nposedennoil mepanuu yayuuleHus
COCMOSIHUS KOWCHBIX NOKPOBOG HE OMMEHUEHO.

Pexomenoayuu:

1. Koppekuus ocaoxicHeHuil OAumensvHo cOXpaus-
fouje2ocs xonecmasa.

2. Ilpu pazeumuu namosoeu4ecKux cocmosi-
HULL, 3HAYUMEAbHO HAPYWAIOWUX KAYeCmE0 MCUZHU
001bH020 (KOJNCHDLI 3Y0, OMCMAganue 8 Gu3U4ecKom
pazeumuu, usmMeHeHus, 00ycao6aeHHble 0euuyumom
HCUPOPACBOPUMBIX — BUMAMUHOB),  KOMUCCUOHHO
(C yuemom cMedNCHbIX CNeyudiucmos) paccmompenms
80npOC 0 HEOOXOOUMOCMU MPAHCHAAHMAYUU NEHEHU.

Onucannble cirydan CA SBJISIOTCS PEIKVUMHA B ITPAKTH-
Ke IeauaTpa U aepMmartoBeHeposiora. JIocTaTOuHO CJI0XHO
MIECHTU(MULIMPOBATh 3TOT F€HOAEPMATO3 U OMMPATHCS IIPU
5TOM cJIe[lyeT B TOM YMcCJie Ha KanHuYeckue rnpusHaku CA.
CBOEBPEMEHHO BBICTABJIEHHBIA AMATHO3 U KOMIUIEKCHAS
Tepanusl MO3BOJISIOT M30eXaTh TpaHCILIAHTALUUM IeYeHU
y TaKMX IMALMEHTOB. MBI MOXEM OTMETHThb s KJIWHWYE-
CKU BBIPAXXCHHBIX ITPOSIBIICHUI y 000MX TALIMEHTOB, KO-
TOphIe, BO3MOXKHO, sIBsIOTC Tpu3Hakam CA (TpeOytorcs
JajbHENIINEe KIMHUYeCKKE HAOI0AeHNs): BEepTUKAIbHbBIM
TapaH CTOIl, BOPOHKOOOpa3Has acdopMaius TPYITHOM
KJIETKHU, UXTUO3U(DOPMHOE MOPAXKEHUE MOAMBIILIEYHbBIX 00-
JIACTEi1, HOITeBbIE TIACTMHKMU B BUJIE YaCOBBIX CTEKOJI, UC-
TOHUYCHHEBIE W IOMKHE BOJIOCHI.
k %k %k
Hugpopmauus 06 ucmounuxe gpunancupoeanus:
06caedosatue u neyerue NayueHmo8 npoeoousoCh
3a cuem cpedcme locydapcmeennozo 6100xcemHo2o
yupexcoenus Pecnybauku lacecman
«Pecnybaukanckuii KojicHO-6eHeEPON0CUMECK UL OUCNAHCED».

Asmopbr cmambu noomeepicoarom omcymemaue
KOHpAUKmMa unmepecog npu HANUCAHUU CMambl.
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ALAGILLE SYNDROME
M. Gadzhimuradov, MD; M. Alieva; G. Mamasheva, Candidate of Medical Sciences
Dagestan State Medical University, Makhachkala

Alagille syndrome (AS) is a rare multisystem autosomal dominant hereditary
disease. It may be identified on the basis of a number of clinical signs: cholestasis,
heart disease, skeletal abnormalities, typical facial appearance, and eyeball
abnormalities. AS is accompanied by growth retardation and delayed physical
development. Obvious hypoplasia of the intrahepatic bile ducts is noted, defects of
the liver can cause its end-stage disease that needs transplantation. Most of fatal
AS cases are due to cardiovascular diseases: injury of the pulmonary artery, its
branches (more commonly stenosis) and valve, directly that of the heart (tetralogy
of Fallot, ventricular and atrial septal defects, aortic stenosis and coarctation);
cerebrovascular diseases (cerebral aneurysms, arteriopathy, dolichoectasia,
moya-moya disease). Bone abnormalities are common in AS; these are butterfly
vertebrae, vertebral fusion, hemivertebrae, intercostal joints, shortened fingers, a
convex forehead, moderate hypertelorism with deep-set eyes, a saddle-shaped or
straight nose with a flattened-convex tip and large ears. AS is also manifested by
severe growth retardation, chronic exhaustion, and sometimes moderate mental
retardation. Specific therapy for AS has not been developed.
The paper describes clinical cases (an 11-year-old boy and his 5-year-old sister).
The children complained of obvious itching, dry and tightened skin; AS was
manifested by a complete set of the above clinical signs with delayed mental and
physical development. Only a few years later, the specialists from regional and
federal clinics of Russia diagnosed AS on the basis of a set of symptoms. The
authors note that both patients have a number of clinical manifestations that may
be signs of AS, such as talipes valgus, funnel-shaped deformation of the chest;
ichthyosiform lesions of the axillary regions; watch-glass nails; thinning and brittle
hair.
Alagille syndrome, review of literature, case report.
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