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Pe3iome

Bsedenue. Cunnpom Aaxk s MpencTaBiisieT co00il HaCeICTBEHHYIO MYJbTUCUCTEMHYIO IMaTOJIOT M0, KOTOpasl MepenaeTcst 1Mo
ayTOCOMHO-IOMUHAHTHOMY TUITY. 3a00JieBaHUe OTIMYAeTCS 3HAUMTEIbHOM KIMHNUECKOM FeTepPOreHHOCTHIO OT YTPOKAIOIIUX K M3HK
TSIKEJIBIX KaparadbHBIX aHOMAJIN A M BBIPaXKeHHOM MeYeHOTHOM TUCHYHKIIUU 10 JIETKUX (GOPM ¢ He3HAUMTEIbHBIMU OTKJIOHEHUSIMU
B YPOBHSIX ITEYEHOYHBIX GepMEHTOB. DTa BapuabeIbHOCTh YCIOXHSET N depeHIInalbHY 0 IMarHocTuKy. [IpuMedaTebHO, 9TO
CTeIeHb MPOSIBICHUSI CHHIPOMAa MOXKET CUJIbHO BapbUPOBATh Make Y POJCTBEHHMKOB C OMMHAKOBBIMU T€HETUYSCKUMU MY TALIUSIMH.
3aboneBanue Bctpevaetcs ¢ yactoroit 1:30 000-1:50 000 HOBOPOXKAEHHBIX.

Pesyavmame:r. B cTaThe NMpeacTaBiIeHbl TPY KJIMHUYECKHUX CITydast CAHIpOMa AJTaXKMJLIST y MJIaIeHIIeB B BO3PAacTe OHOTO, TPEX U MATU
MecsiteB. Y Bcex neTeil Habaoaaauch CUMIITOMBI XOJIeCTa3a ¢ MePBbIX THEM XXU3HM, BKJTI0UYast KEeJTYITHOCTh KOXU U CKJIep, aXOJIny-
HBII CTYJI, TOBBIIIEHHBII O0IIMIT GUIAMPYOUH ¢ IpeobiagaHueM MpsiMoil GpaKIIMU M OTPUIIATEIbHYIO peaKIIMIO Ha CTEPKOOMINH
B KaJie. Y IByX neTeil Ha (hoHe XojiecTa3a pa3BUJICS XOJeCTaTUUECKU I remaTUT BHICOKOM CTEIeHW aKTUBHOCTH, ITPOSIBIISIBILIUIACS
MOBBIIIIEHWEM TpaHCAMMHA3 U 3X0rpadUyecCKMMU Npu3HakaMu TUGdY3HBIX U3MEHEHU i B TTedyeH . Y MJIaaeHIIeB OMHOTO U MSITH
Mecs1eB 00HapyXeHbl CUMIITOMBI FeMOPParn4ecKoro CUMHAPOMa, KOTOPBI KIMHUYECKU TPOSBIISIIICS SKXUMO3aMU. Y BCeX IeTeit
pa3BMJIaCh BTOPMYHAST aHeMU s Ha (hOHEe TTOBPEXACHUS TTeYeHU. Y MJIaleHIIeB TPeX U MSITH MecsIlieB HabJIronacs crnernduiecKuii
CHHIPOM B BHJie 6a00YKOBUIHBIX TTO3BOHKOB. Tak ke MaHHbIe MallUEHThl UMEJI TeMOAMHAMUYECKH 3HAY UMbl BPOXKICHHBII TTOPOK
cepaua. [1o pe3ysibTaTaM MacCcoBOIO MapaIeIbHOTO MaHEeJIbHOTO CEeKBEHUPOBAHUS Y BCEX JIeTell ObITM 0OHApYKeHbI TaTOTC€HHBIE
BapuaHThl B reHe JAGI.

3aknouenue. CAHIPOM ATTAXKUJIIIST — 3TO MYJBTU(HAKTOPHOE IMaTOJOrMYeCKOe COCTOSTHUE, OTIIMYAIONIeecsT 3HAaUUTeTbHOM KIMHUYeCKOM
TreTepPOreHHOCTHIO, UTO CYIIECTBEHHO YCIOXHSIET MPOLecC TMarHOCTUKHU B TIePBbIe TPU Mecsi1ia XKU3HU. BoisiBIeHe crielinpruyecKux
KJIMHUYECKUX U MHCTPYMEHTAIbHBIX MapKePOB, aCCOLIMUPOBAHHBIX C TAHHBIM CUHIIPOMOM, ITPEACTABIISIET COO0M KITIOYeBOI 2JIEMEHT
B CHCTeMe paHHEe! TMarHOCTUKK. DTO MO3BOJISIET He TOJBKO MPeI0TBPAIaTh IPOrPeCCUPOBAHNE TSIXKEJIBIX MHBAIUIU3UPYIOIIUX
OCJIOXKHEHU A, HO U OpMUPOBAaTH 0GO0CHOBAHHBIE CTPATErnM KJIMHUYECKOTO YIIPaBJIESHUS U TepareBTUYeCKOTO BMeIIaTe IbCTBa
y MaIlMeHTOB C TAaHHBIM CUHIPOMOM.

KaioueBsbie ciioBa: CMHIAPOM AJTaXX WIS, ayTOCOMHO-IOMUHAHTHBIN TUIT HACJIEA0BaHU S, TPOrPECCUPYIOLIN I CEMEIHbII BHYTPU-
MEYEHOUHbI X0JecTas

Jng uurupoBanuga: bypayukas A. B., I'ypuna E. C., Mnozemuesa . A., [lopoieHko fA. B., latoxuna H. C. Cunapom Anaxxuis
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Abstract

Background. Alagille syndrome is a hereditary multisystem pathology that is transmitted in an autosomal dominant manner. The disease
is characterized by significant clinical heterogeneity, from life-threatening severe cardiac abnormalities and severe liver dysfunction to
mild forms with minor abnormalities in liver enzyme levels. This variability complicates differential diagnosis. It is noteworthy that the
degree of manifestation of the syndrome can vary greatly even among relatives with the same genetic mutations. The disease occurs with
a frequency of 1:30,000-1:50,000 newborns.

Results. The article presents three clinical cases of Alagille syndrome: patient R., 1 month old, patient C., 3 months old, and patient B.,
5 months old. All children had symptoms of cholestasis from the first days of life, including jaundice of the skin and sclera, acolic stools,
elevated total bilirubin with a predominance of the direct fraction, and a negative reaction to stercobilin in the stool. Two patients with
cholestasis developed cholestatic hepatitis with a high degree of activity, manifested by increased transaminases and echographic signs
of diffuse liver changes. In children aged 1 and 5 months, manifestations of hemorrhagic syndrome were revealed, which was clini-
cally manifested by the presence of ecchymoses. All the examined patients developed secondary anemia due to liver damage. A patient
of 3 months and 5 months of the presented clinical cases had a specific syndrome in the form of "butterfly-shaped" vertebrae. These
patients also had a hemodynamically significant congenital heart defect. According to the results of mass parallel panel sequestration,
pathogenic variants in the JAG1 gene were found in all patients.

Conclusion. Alagille syndrome is characterized as a multifactorial pathological condition characterized by significant clinical heterogene-
ity, which significantly complicates the diagnostic process in the first three months after the patient's birth. The identification of specific
clinical and instrumental markers associated with this syndrome is a key element in the early diagnosis system. This allows not only to
prevent the progression of severe disabling complications, but also to form sound strategies for clinical management and therapeutic

intervention in patients with this syndrome.
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WHAPOM AJTaXUJIJIsl MPeACcTaBisieT cCOO0N reHeTUYEeCKY 0
MaToJIOTU10, MEePENaoILyIOCs MO0 ay TOCOMHO-IOMUHAHT-
HOMY TUITy HacJieAOBaHU S, KOTOpasi OTJIMYaeTCs 3Ha-
YUTETbHON KJIMHUYECKOMN reTeporeHHoCThio. M3-3a
MHOT000pa3usi KIMHUYECKUX (PEHOTHUITOB, aCCOLIMMPOBAHHBIX
C TAaHHBIM CUHJPOMOM, YCTAHOBJIEHUE €r0 TOYHOM SMUAEMUOJIO0-
rMYeCKOi pacnpoCTpaHEHHOCTH 3aTpyaHeHo [1, 2].
[Iporpeccupyoinit ceMeiiHbl i BHYTPpUTIEUEHOUHbIi X0OJIeCTas,
OJTHOI 13 HanboJiee paclpoOCTPaHEHHbIX (DOPM KOTOPOTO SIBJISIET-
csl CUHIPOM AJaxKUJJisl, MPeacTaBiaseT CO00i KOMITJIEKC PEAKUX
HAacJIEACTBEHHBIX ATOJIOT Ui ¢ HApYIIEHUEM TPAHCTIOPTUPOBKY
SKeTIHBIX KUCJIOT U3 TeNaTOUTOB. DTO MPUBOANT K TUCHYHKIIUN
CEKPELMU KETUYU U Pa3BUTHUIO BHYTPUTIEYEHOYHOTO X0JIecTasa,
pPE3YJIbTaTOM YEro MOXeT CTaTh ObICTPOE MPOTPECCUPOBAHUE LIMP-
po3a nevyeHu [3, 4]. DnuaeMuoJornyeckKue 1aHHbIE CBUACTE N b-
CTBYIOT O TOM, UTO YaCTOTa BCTPEYAEeMOCTH NMPOrpecCUpyloliero
CeMeiHOTO BHYTPUIIEUEHOUHOTO XoJiecTasa (progressive familial
intrahepatic cholestasis, PFIC) B monysitiuu coctaBisieT Mpu-
onusutenbHo 1 ciyvait Ha yuceo ot 50 000 go 100 000 yenosex [5].
B cooTBeTCTBMY ¢ KIMHUYECKMMU HAOTIOICHUSIMY TTPOSIBIICHUE

22

CUMIITOMAaTHKHU TaHHOTO MaTOJOTMYECKOTO COCTOSTHU I OOBIYHO
MPOUCXOAUT B TEUEHHME NIEPBOrO Mecsi1la MOCTHATAJIbHOIO MepU-
ona. K KJ1i04eBbIM MPOSIBIIEHUSIM OTHOCSITCS BSIJIOCTh, CHHIPOM
KEJITYXH, FrefmaToMerajausi, aCluT, TMCOYHKIIMS KOaryJIsIIIuOH-
HOTO U COCYIMCTO-TPOMOOIIUTAPHOIO KOMITIOHEHTOB reMocTasa,
a Tak:ke M3MEHEeHMe 1IBeTa MOYHM U KaJja [6-8]. Heobxomnmo mpo-
BOIMTH nUddepeHIIMaTbHY 0 TMaTHOCTUKY C TAKUMHU 3a60J1e-
BaHUSIMU, KaK TUPO3UHEMUSI, TaJaKTo3eMusl, 6oe3Hb [ole,
0ose3Hb Humana — INuka, nebuuut anbda-1-aHTuTpuncuHa
1 6oJsie3Hb Bunbcona — Konosasiona [9-12].

CuHIapoM AsaxXuiis, peakoe reHeTu4eckKoe 3aboJieBaHue,
BCcTpevaeTcs Npuban3uTesbHo ¢ yactoroit ot 1:30 000 mo 1:50 000
KMBOPOXICHHBIX. DTa IMCMOP(dOreHeThUecKast MaToJI0rusl XapaK-
Tepu3yeTcs CendUIecKMMU HapyIIEeHUSIMU B Pa3BUTHH, KOTOPbIE
o0OycioByieHbl MyTaLusiMu B reHax JAGI u NOTCH?2. B nonasisito-
11eM 6oJThITMHCTBE city4vaeB (71-98%) cHHIPOM CBsI3aH ¢ MyTallMSIMU
B reHe JAGI, pacroyio)keHHOM Ha KOPOTKOM Tijiede 20-if XpOMOCOMbI
(mokyc 20p12.2). B MeHbIiem mporieHTe ciydyaes (1-5%) 3aboneBaHue
BbI3bIBaeTCs MyTalusiMu B reHe NOTCH2, KOTOpbIii JoKaau30BaH
Ha KopoTKoM Tiede 20-it xpomocombl (Jiokyc 1pl2) [1, 2].
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KnuHudyeckast KapTHa CUHIAPOMa AJTaskK MJLIST OTJAMYaeTCs
MHOT000pa3ueM CUMIITOMOB, KOTOPbIe MOTYT 3HAYUTEJIbHO
BapbUpPOBATh ake BHYTPHU ofHOM ceMbr. C TedeHHeM BpeMeH!
4acTO OTMeYaeTCs TeHACHIINS K CHUKEHUI0 MHTEHCUBHOCTH
KJIMHUYECKUX TIPOSIBJIeHUH 3a001eBaHUs. [eTepOreHHOCTh CUM-
MTOMATUKU MOXET ObITh 00YCIOBJIeHa HATUYUEM TeHOB-MOIUGbU-
KaTopoB. B yuciie TaKoBBIX BBIAESETCS TPOMOOCITOHANH-2, KOTO-
DBIii SIBJISIETCSI MATPUKCHBIM O€JIKOM U 00J1a1aeT CIOCOOHOCThIO
MHTUOUpoBaTh B3aumoneiicteue mexny JAGI u NOTCH2 (1, 11].

B HayuyHoOI1 TUTepaType eCcTh yKa3aHUs Ha TO, YTO XoJjiecTas
Y HOBOPOXXJICHHBIX YaCTO BbI3BaH HAPYIICHUSIMU CUHTE3a KeJTU1
rernaTouuTaMu UM TUCchyHKIIUEH ee 9KCKPEIIUU, YTO MOXKET
OBITh CJIEACTBUEM aHOMAJIM I OUIMApHOTO AepeBa. DTO MPUBO-
IUT K HAKOTJICH U0 3KeTYHBIX KOMIIOHEHTOB B IT€YeHU, KPOBU
U BHETMEUYEHOUHbIX TKaHsX [1]. B TeyueHue HeoHaTaIbHOTO neproaa
M TIEPBBIX TPEX MECSIIIeB XKM3HU ((pr3nuecKoe pa3BUTHE HOBOPOXK-
NEHHBIX SIBJISIETCS KJTFOUEBBIM MHIMKATOPOM UX 3M0POBbST U GJIaro-
noayyuus [13]) yacTo pukcupyroTcst BbIpaxkeHHble KIMHUYECKUE
MPU3HAKH, XapaKTePU3YIOII1ecs CHHIPOMOM X0JiecTa3a, KOTOPbIi
MPOSIBJISIETCS B BUJI€ KOHBIOTUPOBAHHOW TUIIEPOMIMPYOMHEM U,
COIPOBOX TAIOIIEICS TePCUCTUPYIOLIEH ax0oIneit cTyIa.

JlaHHbIe CUMIITOMBI TPEOYIOT MPOBEIEH Ml TIIATETLHOM 1 -
depeHImaIbHOM TMarHOCTUKY T UCKJTIOYEHU ST XM Py PrivyecKoi
MaToJIOrMH, B YaCTHOCTH OunapHoii atpe3un. Toinbko 10-50% mnaiu-
€HTOB C CUHIPOMOM AJTaXKUJIJIST HYXKIaI0TCsI B TPAaHCIIAHTAllM U
nevenu [1, 2]. TouHast nuarHocTrKa MPeaCTaBIsIeT COOO0I KITI0oUeBOI
acCIIeKT, MOCKOJIbKY HelleJecoo0pa3Hoe MPUMeHEHUE XUPYPruIecKrX
BMeIIaTeIbCTB, TAKMX Kak onepaiiys Kacan, MoxeT 3HaYUTEIbHO
YCYTYOUTD KITMHUYECKOE COCTOSTHME TallieHTa M OKa3aTh HeraTUB-
HOE BO3/ICCTBME Ha TPOrHO3UPYEeMbIii Mcxos 3a0oaeBaHus [14].

CHHAPOM AJTaXX WIS XapaKTepU3yeTCss MHTEHCUBHBIM KOXKHBIM
3yIIOM ¥ 00pa30BaHUEM KCAHTOM M3-3a HAKOTLJICH M SI JTUTTHAIOB IO
KOXeii, BRI3BAaHHOTO HapyIlIeHUEeM OTTOKA XKeTYW U JTUTTUIHOTO
obmeHa [1]. JlaHHBII CUHIPOM TPEACTaBISIET COOOM OUH U3 ATUO-
JIOTMYEeCKUX (PaKTOPOB, CIIOCOOCTBYIOLIMX ITPOTPECCUPOBAHUIO
MeYeHOYHOTo (prdpo3a y neTeit cTapiie OMHOro roaa xkusHu [15, 16].

B paMKax KJIMHUYECKOI TUAarHOCTUKU CUHAPOMA AJTaK UJIJIsI
0co00e BHUMaHME YIeIsIeTCsT BBISIBICHUIO TUCMOPMHBIX 0COOEH-
HocCTeli 1ueBoii yact yeperna. OHU XapaKTepU3yIOTCs BICTYMa-
FOLIMM JIOOM, T1YGOKO IMOCakeHHBIMHU TJIa3aMu, IPSIMBIM HOCOM
C YIJIOIIEHHBIM KOHYMKOM 1 BBICTYIAIOIINM 3a0CTPEHHBIM O]~
GOpOIKOM, B pe3ysibTaTe 4ero (hopMa JMIia BBITISIIUT KakK repe-
BEPHYTHIU TPEYroibHUK [1].

IMopoku cepaia ooHapykuBaoTcs y 80-100% malmeHToB ¢ CMH-
npomoM Anaxuis. [Tpeo6aanaroiiein popmMoit sIBISIETCS CTEHO3
JIETOYHOI apTepuy, KOTOPBII JUarHOCTUPYETCS He MEHee yeM
B IBYX TPETSIX KIIMHWYeCKMX ciryvaeB. Terpama dao, mpencras-
JIsTIoIast COO0# CIOXKHYIO CTPYKTYPHYIO aHOMAJIMIO CepIlia, BbISIB-
JIsIeTCsI TPUOIN3NUTENBHO Y 16% MallMeHToB ¢ TaHHBIM CUHIPOMOM.
BosbIIMHCTBO MOPOKOB CEPIEUHO-COCYTUCTOM CUCTEMbI ITPU CUH-
IpoMe AJTaK LTSl TeMOIMHAMUYECKH He3HaYMMBbl. BeIpakeHHbIe
KapauoBacKyJIsipHbIe 1e(eKThI SIBISIIOTCS BEAyIIIUM (HaKTOPOM,
CIOCOOCTBYIOIIMM MOBBIIIIEHU IO PUCKa JIETAIBHOTO MCX0Ia y TaHHOM
KaTeropyuu MarueHToB. Y eTeil ¢ JaHHBIMU TTOPOKAMU TIPY CHHIPO-
Me AJTaXKVJLISE BBIKMBAEMOCTB JI0 6 JIET COCTaBJISIeT TPUOIM3UTEIEHO
40% 1o cpaBHeHUIO ¢ 95% y TTalleHTOB 6e3 TTOpoKoB cepma [1].

Bbaboukoobpa3Has aedopmaliys Mo3BOHKOB — OTHO M3 YaCThIX
MPOSIBJICHU M cCMHIpoMa AJlaxXuJuisi — BcTpedaetcs B 80% ciy-
yaeB. OHa 3aKJII09aeTCsl B CaruTTaJIbHOM Je(DeKTe OTHOTO TN
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HECKOJIbKUX I'PYIHBIX MTO3BOHKOB, BBI3BAHHOM CUMMETPUIHBIM
HapyllleHUeM CITUSTHUSI SMOPUOHABHBIX CTPYKTYP ITO3BOHOYHMKA.
Hedopmaiiust oGHapyXuBaeTCsl MPU peHTreHorpaduu 1 MHOTIa
BBISIBJISIETCS CIy9aiiHO y MAIIMEHTOB ¢ 6€CCUMIITOMHBIM TeYeH M-
eM cuHapoMa. OOBIYHO JaHHAas aHOMAaJIMsI He OKa3bIBaeT 3HAY -
TEJIHOTO CTPYKTYPHOTO BIMSIHUS Ha (DyHKIINIO TO3BOHOYHMKA.
B oTHenbHBIX CiTydasix y HaliMeHTOB MOTYT ObITh OOHAPYKeHbI TAKHE
U3MEHEHH ST, KaK Cy>KeHUe MeXITO3BOHKOBBIX IMCKOB B MOSICHUY-
HOM OT/IeJie, BBIpaXKeHHBII MepeTHW it OCTUCTBI OTPOCTOK MIEPBOTO
mreriHoro no3poHka (C1), paciiearHa mo3BOHOYHUKA U CIIUSTHUE
TIPUJIETaroNInX MO3BOHKOB. B 6osiee mo3mHeM Bo3pacTe y MalieHTOB
C CHIPOMOM AJIaXK VLIS M3-3a TIOJTMOPTaHHOTO MTOPaKeH ST Hepell-
KO pa3BUBAIOTCS MEeTabOIMUeCKe U3MEHEeHUsI KocTeid [1].

3aaHUIT SMOPUOTOKCOH, OPTaIbMOJOTMYECKU I TTPU3HAK,
He BIUSIOIMWIA HAa OCTPOTY 3peHus1, BcTpedaeTcs y 90% nanueH-
TOB ¢ CMHAPOMOM Anaxuyisg. OnHaKo OH Takke HabJonaeTcs
y 15% moneit 6e3 cunapoma n'y 70% c nenenyein XxpoMOCOMBI
22ql1, yTo OrpaHUYMBAET €r0 IMArHOCTUUYECKYIO IIEeHHOCTD. Y 15%
MalMeHTOB C CUHIPOMOM AJIaXKUJIJISI MOTYT OBITh COCYTUCTHIS
aHOMaJIMM, BenylIre K BHyTPUUYSPEITHBIM TeMOpParusiM, OObIYHO
MIPOSTBJISTIONIMMCS B G0Jiee MO3THEM BO3pacTe U He 0OHapyKHBa-
eMBIM TTPU POXIeHUU. BaXkxHO OTMETUTD, YTO BHYTpUYEPEITHOE
KPOBOTEUEHME MOXKET MTPOU30MTH ITOCTIe He3HAYUTEIbHOI TPaB-
MBI TOJIOBBI. BO3MOXHBI BpOXI€HHBIE aHOMATUU 0a3UIISIPHOI,
COHHOI1 U cpefHeit Mo3roBoii apTepuii [1].

YacTo HaOMOMAI0TCS U IPYTUe aHOMAaJIU K, BKJIIoYast CTPYKTYp-
Hble U3MEHEHHU S ITOYeK, MX YMEHbIIIEHE NN 00pa30BaHUe KUCT.
V neteii 3aepxKa pocTa, BeposiTHO, 00yCJIOBJIeHA HapylIeHEeM
KHIIEIHOTro BcachiBaHU . B 3pesioM Bo3pacTe y MariueHTOB MOTYT
Pa3BUThCS TAHKPeaTHuecKasi HelIOCTaATOYHOCTh M MHCYJIMHO3aBU -
CUMBIIT caxapHblil 1uabdeT. Takke y TaKuX 00JbHbBIX 4aCTO (HUK-
cupyeTcs 3aMelJIeHHOEe YMCTBEHHOE U MOTOpHOE pa3BuTue [1].

[1sTh IPU3HAKOB SIBJISIIOTCS KJIIOYEBBIMU B ONPEACICHUU CUH-
npoMa AJTaskK Ui U MOTYT CJIY>KUTh OCHOBO JIJIST TOCTAHOBKK
KJIMHWYECKOTO TMarHo3a: XpOHMYeCKHM i XxoJiecTas, TMCMOp(dHBIe
YyepThl U, MOPOKHU cepalia, 6aboukoodopasHas nedopmanus
MMO3BOHKOB, 3aIHU 1 SMOPUOTOKCOH [2]. B mpouecce nuarHoctuku
CHHApOMa AJTaXXUJIJIsl IepBOCTENEHHOE 3HaYeHMe MTPUIaeTCs
KJIMHUYECKUM CUMIITOMaM, HECMOTPsI Ha OCTYITHOCTh MOJIEKY-
JISIPHO-TEHETUYECKHUX METOIOB, ITO3BOJISTIONINX aHAJTU3UPOBATh
reH JAGI. JInst ycTaHOBJIEHUSI IMAarHo3a y MalueHTOB JOJXKHbI
OBbITh BBISIBJICHBI KAK MUHUMYM 3 3 5 OCHOBHBIX CUMIITOMOB
cuHapoma Anaxuis [1, 2]. O6HapykeHUe FreHeTUYeCKOro Map-
Kepa 3HAUMTeJIbHO 00JIerYujio 1MarHoCTUKY 3aboseBaHus [1].

B paMKax HeaBHero HayYHOTO MCCIIEOBaHMsI OBLIO YCTaHOBIIE-
HO, YTO 00111as1 JIETAJIbHOCTD JOCTUTAET 8,5%. 3HauuTeIbHA YacTh
JIeTaJIbHBIX MCXOIOB MPUXOAUTCS Ha TTePHUO PAHHETO IeTCTBa.
AHaJIu3 MPUINH CMEPTHOCTH BBISIBUJI, UTO BEAYIIMMU (haKTOpa-
MU SIBJISTIOTCST OCJIOKHEH U S, aCCOLIMUPOBAHHbBIE C TIPOLIEAYPaMu
TpaHCIUIAHTAIlM U ITeYeHH, KapAUOoJIOrnyeckue 3aboeBaHms,
TsiKeJble (DOPMBI TeMaToNaTUi U BHYTPpUUYEPEITHBIE TeMaTOMbI
[17]. Takke cMepTb BO3MOXHA B 00Jiee MO3IHEM BO3pacTe BCeI-
CTBUE cocynucToii natojioruu [1]. B cTpykType jieTaibHOCTH,
00YCJIOBJIEHHOI1 3200JIeBaHUSIMU FACTPOIHTEPOJOTUIECKOTO ITPO-
(s, maTosOruu neyeHu nmpuHaaaexur oosee 50%. HecMmotps
Ha 0OLIMIA TPEeHI K CHUKEHUIO TToKa3aTesieil CMepTHOCTH OT IaTo-
JIOTUY XeJIYIOYHO-KHUIIEYHOTO TpaKTa, 3a00JieBaHU ST IIEYeHU
COXPaHSIOT JOMUHUPYIOLIEe MOJT0XEHHE, COCTABIISISI 60I€ee MoJIo-
BUHBI BCEX 3apEeTUCTPUPOBAHHBIX cyydaes [18].
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MeauaTpuna

TepaneBTUYECKM I MOIXOM K JICUSHUIO IeTeil, CTpadaloIInX
CUHIPOMOM AJTa>kWJIJIsl, HOCUT CUMIITOMAaTUYECKU I XapakTep
Y HaTIpaBJIeH Ha KOPPEKIINIO OCTOXKHEHMU I, BBI3BAHHBIX IJTATETb-
HBIM X0JIecTa3oM. B pamkax j1e4e6GHOTO MUTaHU ST PEKOMEHIYEeTCS
BKJTIOUYEHUE MPOIYKTOB C MOBBIIIEHHBIM COZIep>KaHUEM CPeHe-
LIEMOYCYHBIX TPUTIUIIEPUIOB, YTO CITOCOOCTBYET YIYyUYIIEHUIO
YCBOGHU S XKMPOB U MPEIOTBPAILIEeHU O NeDUIINTa MUTATEIb-
HBIX BellecTB. PapMakoTeparnus npeaycMaTpuBaeT perysip-
HBII TIPUEM YPCOIE30KCHUX0JIEBOM KMCIOTHI, YTO CITOCOOCTBYET
yayudlieHu1o GyHKIMU TTIeYeHU U YMEHbIIeHU 0 XoJecTa3sa [1].
[Mankpeatnyeckue HepMEeHTHI ¥ KUPOPACTBOPUMBbIE BUTAMUHbI
MOKa3aHbI TTPY HAJIMYMU CUMIITOMOB, CBSI3aHHBIX C KUIIIEYHBIMU
MPOSIBICHUSIMU 3a00J1eBaHUsT (BKJTIOYAsT TAaHKPEATHUT).

JI1s1 JIeueHU st KOXKHOTO 3yJa IpU Nporpeccupyiolieit popme
CEMEITHOro BHYTPUIIEYEHOUHOT O X0JIeCTa3a TaKKe UCIOIb3yI0TCS
XOJIeCTUPaMUH 1 pudammuiimH. Eciu hapmakosoruyeckast Tepamnust
He TOCTHUTAeT XeJaeMoro 3 dekTa, peKOMEHIyeTCsl UCIIOTb30BaHNe
Ha300MJIMapHOTO IpeHaka JIsl YaCTUIHOTO OTBEICHUST KeTIM, YTO
TaKKe CIIOCOOCTBYET MACHTU(MUKALIMY TOTSHIIMATbHBIX KAHIUIATOB
IUJIS XMpYpruyeckoro BMerateabceTna [19]. B pamkax koMmaekcHoi
Teparnuu MarMeHTOB ¢ COMYTCTBYIOIIMMU AaHOMATUSIMU Pa3BUTHST
MTPOBOINTCS KOPPEKIIMOHHAsI paboTa. B ciydasix i[MarHoCTuKu
OGUIIMAapHOTO IIMPPO3a TIEYSHM, a TAKXKe TTPY BOSHUKHOBEHHMH T1aTO-
JIOTHUH, CyIIECTBEHHO BIUSIONIMX Ha KaueCTBO KM3HU MallueHTa
(TaKMX KaK MHTEHCUBHBII KOXXHBIH 3y, 3aJiep>kKKa B GU3MIECKOM
pPa3BUTUHU, U3MEHEHUSI, BEI3BAaHHBIE Ae(DUITUTOM JIMITUI0PACTBOPHU-
MBIX BUTAMMHOB), TIOKa3aHO IMPOBEeIeHYe TPAaHCTIAHTAIIH ITeYeH!
[1] kak eAMHCTBEHHOI onuMK, 061aAatoNIei JoKa3aHHOU a3 dek-
THUBHOCTBIO B Tepaliii MallMeHTOB IETCKOr0 BO3pacTa, CTpaaarolnX
TepMUHAJILHOM CTajuell meyeHOoYHOM HepocTaTouHOCTH [20].

KAMHUYECKUWA CAYYAH Ne 1

[Matment P., 1 mecsiu 3 Henenu (22.02.2019 . p.), ¢ 8 anpesns 2019
rojia MpoXoauJ JieueHue B otaeseHun maaauiero sospacra JJKKbB ¢
JKaJ00aMu Ha XKeJITYITHOCTb KOXU, SKXMUMO3bI, 0€CLIBETHBII CTYJI.

U3 anamuesa 3a601e6anus: KeJITYITHOCTb KOXKHBIX TTOKPOBOB
HabJII01aJ1ach C TIEPBBIX CYTOK XKMU3HU, aXOJTUYHBIN CTYJI C POX-
neHusi. CocTosTHUE pacIieHeHO KakK 3aTsKHasi GU3MOoJIornie-
ckasi kentyxa. Ha mepBom Mecsiiie )Ku3HU 00CIe10BaH MO MECTY
KUTEJIbCTBA — BBISIBJICHBI IIUTOJM3 U TUTIEPOMIIUPYOUHEM U,
CTEpKOOUJIMH B KOTIpOrpaMMe OTpUIaTeIbHbI. BupycHbie
WHOEKIIUU, Tepriec UCKITIOUYEeHbI, MapKePhl TeITaTUTOB OTPU-
naresbHbIe. [1py yIbTpa3ByKOBOM MCCIIETOBAHUU KEJTYI0UYHO-
kumeyHoro tpakTa (Y3U 2KKT) obHapykeHO cy>KeHue BHY-
TPUTIEYECHOUHBIX KETUYHBIX XOMOB. [IJIsT yTOYHEHU T TMarHO3a
HamnpaJieH Ha rocniutanu3auuio B JJKKB.

Anamnes wcusnu: pedOEHOK OT BTOPOIt OEpeMEHHOCTHU, BTOPBIX
cpouHbIX ponoB. KondaukT no ABO u pesycy — maTepu BBOLUJICS
AHTHPE3YCHBIII MMMYHOTJIOOYJIMH MOCJIe TIEPBBIX M BTOPBIX POIOB.
Ponwl nyTem kecapeBa ceueHus. Bec npu poxaenuu — 3710 r,
pocT — 53 cM. OteHka no mkane Anrap — 8/8 6annoB. Ha MoMeHT
TOCIIUTAIU3AIIMK HAXOMUJICS Ha TPYTHOM BCKapMJIMBaHUMU.

Obsexmusnblii ocmomp. COCTOSIHUE MPU MOCTYIJIEHU U CPe-
Heit Tsixkectu. Macca tena — 5200 r, nauHa — 57 cM (OTHOILIE-
HUe Macchl Tejia K JuinHe — z-score 0,17). HopMmocTteHnueckoe
TenociaoxeHnue. Koxka u BULIUMBIE CIM3UCThIE YUCThIE, UKTE-
pUYHBIe. DKXUMO3BI Ha MepeIHe TPYIHON CTeHKE M BEPXHUX
KOHEYHOCTsIX. [TOAKOXHO-KMPOBOI CJION pa3BUT yMEPEHHO,
pacripesniesieH paBHoMepHo. Jdedopmaiium kocTeit HeT. [lpixaHue
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My3PpUJILHOE, ITPOBOAUTCS BO BCE OTIEbI, XPUITBI HE BBICTYIIIU-
BalOTCsI, YacTOTA AbIXaTeJbHBIX nBVXKeHU I (Y1) — 46 B MUHYTY.
ToHbI ceplia sicHble, pUTMUYHBIE. YacTOTa cepaeuyHbIX COKpallle-
Huit (UCC) — 140 ya./muH. AprepuanbHoe nasiaenue (A) 70/35
MM DT. ¢T. 2KHUBOT CHMMETPUYHBII, MSITKUIA, 6€300JIe3HEHHBII
BO BceX oTnesiax. BeHo3Hast ceTh Ha TiepenHeit OpIONIHOM CTeHKe
He BbIpakeHa. [leyeHb BBICTYMAET U3-TT0 Kpasi peOepHO 1yTu
Ha 1 cM. CenezeHka He najabnupyetcs. CTyJ Kaliuieoopas3Hblid,
peryJsipHbIi, axodu4dHbIi. [ToloBBIe OpraHbl CHOPMUPOBAHBI
MPaBUJILHO, ITO MYXCKOMY THITY. [TOUKM He MajbIupyrOTCs, MOYe-
HCcIycKaHue cBobogHOoe. Mova cBeTasl.

IIpedsapumensholii duaerno3 yCTAHOBJIEH HA OCHOBAHMU XKaJI00
Ha XeJITYITHOCTh KOXHU, SKXUMO3bI, OECIIBETHBIN CTYJI, a TAKXe
aHaMHe3a 3a60JIeBaHu sl (3KeJITYITHOCTb KOXHBIX TTOKPOBOB C Mep-
BBIX CYTOK >KM3HU, aXOJIMYHBIN CTYJI C POXKICHUS), Pe3yJIbTaTOB
o0cieoBaHuU S Ha TIEPBOM Mecsiiie JKM3HU (CM. BBIIIIE), TaHHBIX
usMKaIbHOM TUarHOCTUKHU (KOXa M BUIMMbIE CTU3MCThIC UKTE-
PUYHBI, 9KXUMO3bI CIIepeIr Ha IPYIHOM KJIeTKe M BEpPXHUX KOHEeU-
HOCTSIX, aXOJUIHBIM CTYJT): «ATpe3usl KeTIeBbIBOMSIINX My TeH
(ZKBIT)? Xonecratuueckuii renatut? CUHAPOM AJaXK Usi?»

Nuaenocmuueckue npoyedypsi. JJabopaTOpHbIE UCCIETOBAHU S
BBITIOJTHEHBI 110 TIPUOBITUY TTallMeHTa B OTAEJeHUE MJIaIIIero
Bospacta 'BY3 «IKKb» (pedepeHcHbIe 3HaUueHM ST yKa3aHbl B
CKOOKax).

Oomuit ananus kpou (OAK) ot 08.04.2019 r.: TpoMOGOLIUTHI —
479 x 10%/m (160-390 x 10%/m), remorno6un — 97 r/x1 (105-145 1/),
reMatokput — 28,4% (29-41%).

buoxumunueckuit ananus kposu (BAK) ot 08.04.2019 r.: o61mii
ounupyouH — 208,8 Mmkmoub/1 (0-21 MKMOJIB/JT), IPSIMOIA OMITU-
py6ouH — 176,4 MmxMosib/71 (0-7 MKMOJTB/JT), alTaHMHAMUHOTpache-
paza (AJIT) — 267 En/n (0-40 En/m), acnaprataMmuHOTpaHchepasa
(ACT) — 283 En/n (0-60 En/n), ramMa-riiyTaMuHTpaHchepasa
(I'TT) — 567 En/n (0-204 En/n), menounas docdarasza (LILID) —
1066 Exn/m (70-518 En/n), kpeaTuHUuH — 75 MKMoJb/i (18-35
MKMOJTb/JT), XoJIecTepuH — 6,7 MMOJIB/JT (2,9-5,2 MMOJIB/JT), TPU-
runepunsl (TT) — 2,61 mmonb/a (0,34-1,13 Mmomb/m).

Koarynorpamma ot 08.04.2019 r.: ak TMBUpOBaHHOE YaCTUYHOE
TpoMmbomnaacTuHoBoe BpeMst (AUTB) — 110,9 cex (24-38 cek), mpo-
TpoMm6urHOBOE BpeMst (ITTB) — 98,7 cek (9,4-12,5 cex), npoTpombu-
ool uaaekc (ITU) — 12% (80-130), anturpomobun 111 — 137%
(83-128%), renatokoMmriiekc — 4% (83-193%), MmexX1yHapOIHOE
HopMmam3oBaHHoe oTHoeHne (MHO) — 8,65 (0,8-1,1), mpotenH
S (akTuBHOCTE) — 10,3% (63,5-149%), npotenn C — 20% (69-134%),
daxrop IX — 3,4% (65-150%), pakrop VII — 169% (50-150%), pak-
Top Bunnebpanna (autureH) — 196% (42-176%).

NmMmyHodepmeHTHBIN aHanmu3 (MIPA) Ha BUpYCHBIE TelaTH-
1ol 0T 08.04.2019 r.: Anti-HBor IgG — 0,08 S/CO (0-0,99 S/CO),
HBsAg — 0,3708 (0-1), Anti-HCV — 0,01 (0-1).

Konponorunueckoe ucciaenoBanue ot 08.04.2019 r.: uset
KaJia — CepoBaTO-0eIblii, KUPHBIE KUCIOTHI — OOJIBIIIOE KOJTUYe-
CTBO, MbLJIa — YMEPEHHOE KOJIMYECTBO, PeaKIIMs Kajia Ha CTepKoOu-
JIMH OTpULIaTeIbHas. AKTMBHOCTb KUCIION JIMTa3bl (CyXHe MsTHA) —
0,07 HMOJIb, aKTUBHOCTb B Mpeneiax pedepeHCHbIX 3HAaUCH U A.

MaccoBoe napaJiiesibHOe ITaHeJbHOe (TapreTHOe) CeKBEHU-
poBanue (PI'BHY «Meanko-reHeTUYECKU T HAyYHBII LIEHTP
nmenu akagemuka H. 1. BoukoBa»): BBISIBJIEH BApUAaHT HYKJIEO-
TUJHOM MOCc/IeIoBaTeIbHOCTHU B 3K30He 24-ro reHa JACI (chr20:
10621870C>T) B reTepO3UTOTHOM COCTOSIHU U, TTPUBOASI I i1
K MmucceHc-3ameHe — NM_000214.3: ¢.2939G>A, p. (Cys980Tyr).
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CorracHo KpUTepusIM AMEepUKaHCKOW KOJUIETUHM METUIITMHCKOMN
reHeTUkU u reHoMmuku (ACMG), naHHBII BApUAHT SIBJISISTCS
BEPOSITHO MatoreHHbIM (PP3, PM2, PMY5). T1aToreHHble BApDUAHTbI
B reHe JAGI IpuBOAST K pa3BUTUIO CUHIpOMa AJlaxKuuist 1-ro Tumna
(OMIM #118450) ¢ ayTOCOMHO-IOMUHAHTHBIM HaCJIeAOBAHUEM.

HucmpymenmanvHole uccaedoganus

V3U renatoOuinapHOi 30HBI C LIBETOBLIM JOIITJIEPOBCKUM
KapTupoBaHueM KpoBoToka oT 08.04.2019 r.: axorpaduueckue
MPU3HAKW YMEPEHHOM rermaromMeransuu ¢ 1ubdy3HbIMY U3MeHe -
HUSIMUY TTapeHXMUMBI TIeYeH U 3a CUeT sIBJICHU I XoyiecTasa.

V3U 1noyek ¢ IIBETOBBIM JOTIIJIEPOBCKUM KapTUPOBaHUEM
ot 09.04.2019 r.: axorpacduyeckue npu3Haku HEKOTOPOTO yMEHb-
IIEeHU s peHaJIbHOTO 06beMa movek ¢ 1udhy3HBIMU U3MEHEH U -
SIMU TTApEHXUMBI.

Dxorpadusi ¢ IBETHBIM U CHIEKTPaJIbHBIM JOITIIEPOBCKUM
aHasuzoM oT 09.04.2019 r.: dyHKIIMOHMPYIOLLIEe OBaJbHOE OKHO,
MOBBIIIIECHHBI TPAIUEHT NaBJICHUS B IPaBOi U JIEBOI BEeTBU
JIETOYHOI apTepuu (yMepeHHBI cTeHo3) 10 30 MM PT. CT.

D3odaroracrponyoneHockonus (DPIC) ot 08.04.2019 r.:
SPO3UBHBIN TACTPUT, KaTapaJbHBI! OYTbOUT.

XpoHoJtorust pa3BUTUs 60JIe3HU, KII0YeBbIe COOBITHUS U TTPO-
rHO3 y manueHTa P. mpencraBieHsl Ha puc. 1.

Kaunuueckuil duaeno3 ycTaHOBJIEH Ha OCHOBaHUM XaJjiod (Ha
JKEJITYITHOCTh KOXU, 9KXMMO3bI, 0€CIIBETHBI CTYJI), aHaMHEe-
3a 3a00J1eBaHUST (3KEJITYITHOCTD KOXKHBIX TIOKPOBOB C TIEPBBIX
CYTOK XW3HH, aXOJUIHBIN CTYJI C POKIECHUST), TaHHBIX 00Ce-
JIOBAHMUSI TTO MECTY XKUTEJIbCTBA (BUPYCHBIE MHMEKIINU Tepriec-
TPYIIITBI UCKJTIOYEHBI, MAPKePhI TeITaTUTOB OTPUIIATEIbHBIE, TTPU
V3U XKKT — cyxxeHue BHYTPUTIEUEHOYHbIX KEJTYHBIX XOI0B),
pe3yabTaToB 00BEKTUBHOTO OCMOTpa (KOXKa M BULUMBIE CITH-
3UCThIe UKTEPUYHBI, 9KXMMO3bI Ha MepeaHeil MOBEPXHOCTHU
TPYIHOM KJIETKU U BEPXHUX KOHEUHOCTSIX, CTYJI aXOJUYHBI),
J1ab0paTOPHOTO UCCIIEAOBAHUST (TPOMOOIIMTO3, CHUKEHHE TeMO-
rjao0MHa, MoBbIIIeHUEe 0011ero 1 npsimMoro ounupyouna, AJIT,
ACT, I'TT, LI®D, kpearunuHa, xonectepuna, T, AUTB, IITB
u [1TU, anturpomouna-II1, MHO, ¢akropos VII, Bunnedpanna,
CHUMXXEHHUE renaTokomIiiekca, nporeuHa S, C, ¢pakropa IX,

Pediatry

B KOITpOTpaMMe: IIBET — CEpOBaTO-0eIblil, HaJMYKe XU PHBIX
KUCJIOT ¥ MblJIa, OTpUIIaTeJIbHasI peaKIlis Ha CTEPKOOUIIMH,
10 pe3yJibTaTaM MacCOBOT0 MapaJijieIbHOrO MaHEIbHOTO CEKBEHU -
pOBaHMS BbISIBJICHBI MATOreHHbIE BApUaHThI B reHe JAGI), MHCTpy-
MEHTaJIbHOU nuarHocTuku (npu Y 3U renatobuinapHoit 30HbI
HabJIIonaTCs aXorpaduyeckre Npu3HaKu yMepeHHOM renaTo-
Meraiauu ¢ nuddy3HBIMU U3MEHEHUSIMU TTapEHXUMBbI TIEYeH U
3a CYeT SIBJICHU XosecTasa, npu ¥Y3U nouek — axorpapuyeckue
MPU3HAKW HEKOTOPOTO YMEHBIIEHM ST pEHaTLHOTO 00beMa MovYeK
¢ 1ubdY3HBIMU U3MEHEHUSIMU MTAPEHXMMBI, 3X0Trpadusi cepaia —
(byHKIIMOHUpYIOIee OBaJbHOE OKHO, TOBBIIIEHHBI IPaTUeHT
NaBJICHWS B IIPABOIA 1 JIEBOI BETBU JIETOYHOM apTeprM B CTEIIEHU
YMEPEHHOTO cTeHO03a, 1Mo pe3ynbratamM DPI'JIC BBISIBICH 3p0-
3UBHBII FracTPUT, KaTapaJibHbI OyJIbOUT): CUHAPOM AJTaXK U,
X0JIeCTaTUYeCKH i TeMaTUT BBICOKOW CTeNeHN aKTUBHOCTH, BTO-
pUYHas KoaryJonaTusl, BTOpUYHAasI aHEMU s CPeTHEe cTeneHn
TSKECTH, 9PO3UBHBIN FACTPUT, ITOBEPXHOCTHBI OYJILOUT, JIerou-
Hasl TUTIePTEH3M I IePBOM CTETICHH.

Meduyunckue emewamenvcmea. B otTneseHuu naueHTy HayaTo
JileyeHMe: aIleMeTHOHMH, YPCOIE30KCUX0JieBast KUCIOTa, MEHA M-
OH, cBexxe3amopoxeHHast miasma (C3I1), Koaneke, anioMuHus
docpar.

Munamuka u ucxodsi. Ha hoHe Tepanuu orMevaeTcs yayulie-
HHeE 3a cUeT KyIMPOBaHUs HapyllIeHHWsI reMocTa3a (yCKOpeHue
AUTB, noBbliieHUe MPOTPOMOMHOBOIO MHIEKCa, aHTUTPOMOMHA
111, remarokomriekca, npotenHa S u C, ¢pakropa IX, cHuXeHue
noka3sateneit MHO, ¢aktopa Buniebpanna), perpecc remoppa-
TUYECKOM CHIITU Ha MepeHell Py THOI CTeHKEe M BEPXHUX KOHEeU-
HocTsix. HaGmogaeTcst mporpeccupoBaHKe MOBPEXICHU S TIeUeH!
Ha oHe CMHApOMa AJTaXKUJLJISI C pa3BUTUEM €€ LIMPPO3a C CUH-
JPOMOM XOJIeCTa3a, MopTaJIbHOM TUTIEPTEH3UH, CIIJICHOMETaTuu,
ayTOMMMYHHOI uTonieHuu. [IpomoskeHa Tepanus ypcone30K-
CHXOJIEBOI KMCJIOTOM, MaHKPEeaTHIeCKUMU (hepMEeHTaMU.

Ilpoero3 HeGAATONPUSITHBIN B CBSI3U C Pa3BUTUEM IIMPPO3a
TMeYeH! U MoPpTaTbHOU TunepTeH3un. [1pu mporpeccupoBaHun
MPU3HAKOB MEUeHOUHO-KJIETOYHOM HEMOCTATOYHOCTH TToKa3aHa
TpaHCIJIAHTAIIU S TIEYSHH.

ABAEHUAMMU CTaAU
Xanobbl Ha XEATYLU-
HOCTb KOXHbIX

Mo MecCTy XMTEAbCTBA
BbISIBAEH LIMTOAW3,
runepbuanpybuHemus,
CTEPKOOUAMH

B KOMporpamme.

Y3W XKT — cyxeHne
BHYTPUMNEYEHOUHbIX
XEAUHbIX XOAOB.

o A\AA pOOBCAEAO-
BaHWS HanpaBAEH

B [BY3 AKKB

¢ Xxanobamu
MOKPOBOB W aX0AWY-
HbIA CTYA C NEepPBbIX
CYTOK

CTYA.

B IBY3 AKKB

06cnepoBaHue FocnutanusupoBaH Bbinucan
Poasom B NOAMKAWHUKE B OTAEAEHUE U3 oTAENEeHUA
AL no mecTty MAaALLEro Bo3pacra MAaALLEro
XXUTEAbCTBaA rbyY3 AKKb Bo3pacTta
22 ¢peBpana 2019 4 anpeasn 2019 8 anpensa 2019 19 anpens 2019
o [lepBbIMK MpoO- o lpu 0bcrepoBaHUM e [ocnuTanM3nMpoBaH ® BbinucaH e HebnaronpusTHbIN

B OTAEAEHUE AETCKOTO
Bo3pacta [bBY3 AKKB

Ha XEeATYLIHOCTb
KOXHbIX MOKPOBOB,
OKXMMO3bl, aXOAUYHbIN

e A\nd poobenepo-
BaHWs HanpaBAEH

no TpeboBaHuto Ma-
Tepu NoA Habatoae-
HWe neanaTpa

Mo MecCTy XMTEAbCTBA

NPOrHO3 B CBA3M
C pa3BUTUEM LIMPPO3a
reyeHu, NopTaAbHOM
runepteH3uu. Mpu
NpPOrpeccupoBaHnm
NpU3HaKoB
NeyeHoYHO-KAETOUHOW
HEAOCTaTOYHOCTH
nokasaHa
TPaHCNAAHTaUMA NeyYeHn

Puc. 1. XpoHoAaorus pa3Butus 6one3HU, KAOueBblie CoObITUA U NPOrHo3 y nauueHTa P. [npeapocTtaBaeHo aBTopamu] / Chronology
disease progression, key events, and prognosis for patient R. [provided by the authors]
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KAMHUYECKHMH CAYUYAH Ne 2

IManuent C., Tpu Mecsiua u Tpu Hegeau (13.02.2018 r. p.),
¢ 21 mapra 2018 roma HaxoaUJICS B OTIEJACHUY MJIaLIEro Bo3pacTa
I'BY3 IKKDB c xkanodbaMu Ha KeJATYLIHOCTb KOXU, OSCLIBETHBI i1
CTYJIL.

U3 anamuesa 3a601e6anus: XeJITYITHOCTDb KOXMU ITOSIBUJIACH
Ha BTOPbIE CYTKU KWU3HU, CTYJI aXOJTUIHBIIA. BeICTaBIeH TMarHO3:
3aTsSHYBIIAsICSI KOHBIOTAIIMOHHAS XeJITyxa. B onuH mMecsir mpu
V3U XKKT natojiornu He BbISIBJACHO, XXEeJTYHbIH My3bIPb BU3Yya-
nusupyetcs. B Tpu mecsinia npu Y3U KKT BoisiBaeHBI TpU3Ha-
KU reraToMerajuu. Pe6eHOK rocriuTaan3upoBaH IIst o6ciie-
noBaHus B LIPB. T'unep6unupyounemust — 152,36 MKMOJIb/1,
¢ peobyiamaHrueM PsIMOI pakIlMu, MOBBIIIEHUE TpaHCAMUHA3
1o 10 HopM. ITpu Y3U XKKT BbIsiBJIeHA yMepeHHas renatoMe-
rajusi, yMeHbIIIEHHe pa3MepOoB XeJIUHOro ny3bipsi. HazHaueHa
ypcoae3zokcuxoseBast Kuciota. [TanueHt HanpaBiieH B JIKKbB
IUTSl yTOYHEHMST TUarHosa.

Anamues ucuznu: pedbEHOK OT BTOPOI OepeMEHHOCTHU, ITPOTe-
KaBIeil Ha (h)oHe aHeMU M, TeHUTaJIbHOTO reprieca, MaJOBOIMSI.
Ponbr Ha 37-i1 Henelle, caMOCTOSITeNIbHBIE, BEC TTPU POKICHUN —
2980 1, nmuHa — 47 cm. OnieHKka 1o mKaje Anrap — 8/8 6aos,
Ha IPyTHOM BCKapMJIMBAaHU U IBE HEIEIU.

Ob6sexmuenblit ocmomp. COCTOSIHUE MTPU MOCTYMJIEHUU TSXKE-
noe. Macca tena — 4850 1, miiHa — 56 ¢cM (OTHOIIIEHHWE MaCChI
Tesa K giuHe — z-score 0,04). HopMocTeHMYecKoe Tes1ociao-
KxeHue. Koxa u BUIMMBbIe CIU3UCThIC YUCThIC, UKTePUUHBIE.
TTonKoXHO-KMPOBO CJI0i pa3BUT YMEPEHHO, pacipeaesieH paB-
HoMepHo. lecdopMariny KocTeid HeT. I bIXxaHue My3puIbHOe, TPOo-
BOJIMTCS BO BCE OT/AEJbI, XpUITbl He BhicaymuBatores, Y/ — 30 B
MuHYyTY. ToHbI cepana sichble, putMuaHble. YCC — 129 yn./MuH.
Al — 75/40 MM pT. cT. ZKMBOT CUMMETPUYHBII, MITKUI, 6€3-
60JIe3HEHHBII BO BCeX oTnesiax. BeHo3Hast ceTh Ha IepeaHei
OpPIOIIHON CTeHKe He BbhipaxkeHa. [leueHb BBICTyHaeT U3-T10
Kpast pebepHoit nyru Ha 1 cMm. Cesie3eHKa He MaJbIIUPYeTCs.

CryJs KalmneoOpa3HbIid, peryasspHbIi, axoMuuHblIi. [TooBbIE
opraHbl cOOPMUPOBAHBI MPAaBUJIIBHO, MO MYXCKOMY THUITY.
TTouku He MaJbIMUPYIOTCSI, MOYEUCITYCKaHUE CBOOOIHOE.
Moua cBeTnas.

Ilpedsapumenvnoiii duaeno3. Ha ocHoBaHM U Xajio0 (Ha xXeJ-
TYIITHOCTb KOXU, 6ECIIBETHBII CTYJI), aHaMHe3a 3a00JIeBaHU ST
(KeITYITHOCTb KOXHBIX ITOKPOBOB IOSIBUJIACH HA BTOPBIE CYTKH
JKU3HM, CTYJI aXOJTUYHBIN, ObLJT YCTAHOBJIEH IUAaTHO3 «3aTSHYB-
11asicsi KOHbIOrallMOHHas XKeaTyxa»; B Tpu Mecsitia Ha Y31 KKT
BBISIBJICHBI TPU3HAKY TeITaTOMeTalnu, TUNepOnIupyouHeM st —
152,36 MKMOJIB/7T ¢ TIpeobaagaHueM MPsIMOit hpaKIlMu, MOBBI-
meHue TpaHcamuHa3z 10 10 Hopm; Ha Y3U KKT — ymepenHas
rermaTtoMeraius, yMeHbIIeHe pa3MepPOB XeJTYHOTO Iy3bIpsT), TaH-
HBIX GU3UKAIBHON TMATHOCTUKU (KOXa M BUIUMBbIE CIU3UCThIE
MKTEPUYHBI, CTYJI aXOJMIHBII) yCTAHOBJICH IUAaTHO3: «ATpe3ust
JKeJTYeBBIBOMSIIMX MTyTei? XosecTaTuIeCKUil renaTuT?»

Juaenocmuueckue npouedypol

JlabopaTtopHble UcCIeT0BaHM ST BBITIOJTHEHBI TTPU MOCTYTIIJIE -
HWU MauueHTa B otaejeHue Muaniiero so3pacra 'bY3 « IKKb»
(pedepeHcHBIe 3HaUeHU S YKa3aHbl B CKOOKaXx).

OAK or 21.05.2018 r.: TpomGouuTsl 542 % 109/1 (160-390 x
109/x), remorno6us — 97 /1 (105-145 /1), rematokput — 28,1%
(29-41%).

BAK ot 21.05.2018 r.: o6mmit ouaupyoun — 102,7 MKMOJIb/T
(0-21 MKMoOJIB/T), IpsIMOit OUNUPYOUH — 91,4 MKMOJIb/
(0-7 mxmonb/n), AJIT — 370 En/n (0-40 En/m), ACT — 408
En/n (0-60 En/m), makratnerunporenasa (JIAT') — 506 En/n
(0-450 En/m), II®D — 2447 En/n (70-518 En/n), TT — 2,5 MMoJb/71
(0,34-1,13 Mmmonp/m).

NU®DA na BupycHble renatuthl oT 21.05.2018 r.: Anti-HBor
1gG — 0,08 S/CO (0-0,99 S/CO), HBsAg — 0,3708 (0-1), Anti-
HCV —0,01 (0-1).

Komnponorunueckoe ucciaenoBanue ot 21.05.2018 r.: peakuus
KaJia Ha CTePKOOUJIMH OTpUIlaTeTbHas.

CKPUHUHT .
Y3U opraHos nl(\)?::n(:)?;" S NepeBeaeH
MepBble GproLuHoii focnutaAusa- Ha ambyAa-
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pacte AKKB
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y XUTEeAbCTBA
XUTEAbCTBA
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¢ xanobamu HabAtoAEHWE nporpeccu-
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Puc. 2. XpoHoAorua pa3BuTUs 60Ae3HHU, KAOUEBbIe COOLITUA U MPOrHO3 y nauueHTa C. [npeaocTtaBAeHo aBTopamu] / Chronology of

the disease, key events, and prognosis for patient S. [provided by the authors]
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MaccoBoe napaJijieibHoe aHelibHoe cekBeHupoBaHue (PI'BHY
«MeanKo-reHeTUYeCKM i HayYHBI IIeHTP UMEHU aKaJleMuKa
H. Il. BoukoBa»): BbIsIBJIEeH BapUaHT HYKJEOTHUIHOM Mocieno-
BaTeJIbHOCTU B 9K30He 22-ro reHa JACI (MIM 601920; RefSeq
NM _000214.3), nymukanmus ¢.2601dupG, p.(Ser868Glufs*11) B rete-
pO3UTroTHOM cocTosiHuM. CornacHo KputepusiM ACMG, naHHbI i
BapHaHT SIBJISICTCST BEPOSITHO MaTOreHHBIM. [1aToreHHbIe BApMaHTHI
B reHe JAGI mpuBOASIT K Pa3BUTHIO CUHIpOMa AJTaXK UJLis, 1-i Tun
(OMIM #118450), c ayTOCOMHO-TOMUHAHTHBIM HaCJI€IOBAaHHEM.

V3U renatoOuauapHOii 30HbI C IIBETOBBIM TOMIJIEPOBCKUM
KapTupoBaHueM KpoBoToka oT 21.05.2018 r.: axorpaduyeckue
MPU3HAKU YMEPEHHOM renatoMerainu ¢ 1uddy3HBIMUA U3ME-
HEHUSIMU TTapEeHXM MBI TTIeYeH U, He ucKItodeHa arpe3us 2K BIT.

V3U noyek ¢ IIBETOBBIM JAOTTIJIEPOBCKUM KapTUPOBAHUEM
ot 22.05.2018 r.: axorpaduyeckue MpUu3HaKu yABOCHU S JIeBOI
MOYKH, HEBBIPAXKEHHbIE M3MEHEHMU ST TApEHX MBI TTOYEK.

DOI'AC ot 23.05.2018 r.: kKaTapaabHBIi pedaokc-330darur,
MOBEPXHOCTHBIN TaCTPUT, SPO3UBHBIN TYONEHUT, 9PO3UBHBII
ManuJInT.

PeHnTtrenorpadus meifHOTO OTaeJla MO3BOHOYHUKA OT
22.05.2018 r.: He3apaiueHue 3agHuX nyxkek C2-C7, Teja Mo3BOHKOB
MaJibIX pa3MepoB.

XpoHoJtorust pa3BUTUs 60JIe3HU, KIIOYeBbIe COOBITUS U TTPO-
ruHo3y nauueHrta C. rpeacTaBlieHbl Ha pUC. 2.

Kaunuueckuii duaeno3. Ha ocHoBaHU M Xano0 (Ha XeJTYIIHOCTb
KOXW, OECLBETHBIN CTYJI), aHaMHe3a 3a00JIeBaHU S (KEITYIIHOCTh
KOXHBIX TOKPOBOB MOSIBUJIACHh Ha BTOPBIE CYTKM XKMU3HU, CTYJI aX0-
JIMYHBII, COCTOSTHUE PACIIEHEHO KaK 3aTsSTHYBIIAsICS KOHbIOTallU-
OHHas xentyxa, B Tpu mecsitia mpu Y 31 KKT BbisiBAeHbI TpU3Ha-
KU renaToMerainu, runepouanpyonaeMus — 152,36 MKMoJb/J
¢ mpeobianaHueM MpsiMoii hpakIlvu, MOBBIIIIEHUE TPaHCAMUHA3
1o 10 Hopwm; mpu Y3U KKT obHapy:keHbl yMepeHHas renaTome-
rajusi, yMeHbIIEHUE pa3MepOB KeJTYHOTO ITy3bIpsi), TaHHBIX 00b-
€KTMBHOTI'0 OCMOTpa (KOXa U BUAUMBIE CITU3UCThIC UKTEPUIHBI,
CTYJI aXOJUYHBI), TaOOPATOPHOTO UCCIeNOBaHUS (TPOMOOLIUTO3,
CHUXEH IreMOIJIOOMH, MOBBILIEHbI O0IIIMIA U MPSIMOW OUIUPYOUH,
AJIT, ACT, JIAT, LLI®, TT, oTpuuateabHas peakiiis Ha CTepKOOH-
JIMH B KOMIPOrpaMMe, TI0 pe3yJibTaTaM MacCOBOTO TapaJljie IbHOTO
MaHeJbHOTO CEKBEHUPOBAHW ST BBISIBJICHBI TATOT€HHbIE BAPUAHTHI
BreHe JAGI), pe3yJibTaTOB MHCTPYMEHTAIbHBIX UCCIIENOBAH U
(Y3U renatobuyinapHoii 30HbI — 3XorpadruyeckKue nNpu3Haku
YMepeHHO# renatroMeraiuu ¢ AMMOy3HBIMU U3MEHEHUSIM U
MapeHXUMbI NeyeHu, He uckatodeHa atpesust KBI1, Y3U nouek —
axorpaduvecKue Mpu3Haky YIABOCHMS JIEBOM MOYKU, HEBbIpa-
>KEHHBIE U3MEeHEHU I mapeHXuMbI mouek, DPIJIC — kaTapaib-
HBII pedIIoKC-330(haruT, MOBEPXHOCTHBII TaCTPUT, SPO3UBHBI I
IYONEHUT, 9PO3UBHBII MANTMJUIMT, HA PEHTTeHOIpaMMe IIeiHOTO
oTaeJla MO3BOHOYHUKA — He3apalleHue 3aaHux ayxek C2-C7,
Tejla TO3BOHKOB MaJIbIX pa3MepOB) BBHICTABJIEH TMAaTrHO3: CUH-
IPOM AJTakK MJLJISI, XOJIECTaTUYSCKU I TeNaTUT BBICOKOM CTeTIeHU
aKTHMBHOCTU, BTOPUYHASI aHEMU ST CPEHEl CTeNeHU TSIXKECTH,
SPO3UBHBIN TaCTPOMAYOACHUT, MATTUJIIUT, YIBOECHHE JICBOI MTOYKH.

Meoduyunckue emewamenvcmea: B OTACJICHUW HAYaTO JICUEHUE:
alleMeTHOHUH, yPCOIe30KCUX0JIeBast KNUCI0Ta, AKTOBETMH.

Munamuka u ucxodol: Ha GoHE Teparuu y 00JbHOI0 OTMEUECHO
yJIy4qIlleHWe — MOBBIIIEH e FeMOTJI00MHA, TIOJIOXKUTETbHAsI TMHA-
MHUKa Beca (Mpu BbIMUCKE U3 cTalimoHapa — 5130 r, oTHolleHue
Macchl Tesa K JinHe — z-score 0,62). Habmonaetcs amOyatop-
HO B IETCKOM TMAarHOCTUYECKOM IIeHTpe. B ¢BsI3M ¢ pa3BuTuemM

LECHASCHI VRACH, VOL. 29, Ne 1, 2026, https://journal.lvrach.ru/

Pediatry

KOXXHOTO 3yJia U OTCYTCTBUEM MPOTPECCUPOBAHM S MOBPEXKACHU S
MeYeH KOHCUJIMYMOM PEKOMEHIOBAH Mperapar Mapaankcuoar.
PeGeHok nonyyaer naHHy10 Tepamnuio ¢ 2022 1.

ITporHo3 OTHOCHUTENBHO GJIATONPUSTHBIN B CBSI3U C MEIJICHHBIM
MPOTPeCCUPOBAHUEM MOBPEXKICHUS TICUSHH.

KAMHUYECKUWA CAYYAH Ne 3

IManuenTka b., nsath MecsueB v ogHa Heaens (24.09.2021 1. p.),
21 despans 2022 roga nocTymnuia B OTAeJeHUE MIAAIIEr0 BO3-
pacta IKKDB c xxanob6amu Ha KeATYIIHOCTb KOXHU U CKJIEP, IKXU-
MO3bI, aXOJIUYHBIA CTYII.

H3 anamnesa 3ab601e6anus: ponvaach HeIOHOILIEHHOM, HAX0-
NIMJIach Ha JICUEHU U U BbIXa>XK MBAaHUY B IIEPUHATAJIBHOM IIEHTPE
JKKDB, otaeneHun peaHuMallii HETOHOLIEHHbBIX, C AUaTrHO30M
«BPOXIIeHHas THEBMOHM S Ha (hOHE peCITMpaTOPHOIO TUCTPeCC-
CUHIpOMa, liepedpasibHast UIIeMUsT BTOPOiA CTeNeHU, CUHIPOM
YITHETEHU S, HEAOHOUIEHHOCTh 28 He/lesib U 2 TH ST».

27.09.2021 1. moce cTabuJIn3aluK COCTOSTHUSI peOSHOK MepeBe-
JIeH Ha 2-11 9Tal BbIXaxk MBaHUsI B IETCKYIO TOPOICKYIO OOJBHUILY
0 MECTY XUTeJbCTBA, rie B BAK Ob1J10 BBISIBIEHO TTOBBILLIEHUE
o01ero ouaupyouHa 10 97 MKMOJIb/J1 M HE3HAYUTEbHOE TIOBbIIIIE-
HMe TpaHcamuHa3. [1pu BBITTUCKE M3 CTAllMOHAPA ITO MECTY KU TEJb-
CTBa OOIIM 1 OMIUPYOUH KpoBU — 79 MKkMoJib/J1. 1o pesynbratam
CKPUHUHTA ITOBBIIIIEH UMMYHOPEaKTOTeHHBIN TPUTICUHOTEeH.

12.10.2021 r. peGEHOK MPOKOHCYJIBTUPOBAH I€HETUKOM, MTPO-
BejleHa TIoToBast po6a, MYKOBUCIIMI03 UCKTIoUeH. [Ipu ocMoTpe
21.01.2022 r. nenuarpoM otaesnenus karamHesa I KKb BoisiBieHa
UKTEPUIHOCTD KOKHBIX TOKPOBOB U CKJIEP, aXOJIUYHBII CTYJI.
B OnoxmuMuyeckom aHaau3e KpOBU — TMNEpOUTIUPYOUHEMUS,
cuHapoM uTonusa. [1o pesyapratam ¥Y3U — nuddysHbie uame-
HEHUsI TAapEHXMMBbI TIeUeHU, KeTIHBII My3bIpb BU3YaJIU3UPYEeTCS
B BUJIE TsIKa, He UcKJitouaeTcs atpesust 2KBIT.

21.01.2022 r. neBoYKa OCMOTpEHAa KapAHOJOroM, BbICTaBJICH
NIMArHo3: BpoxaeHHbI mopok cepaua (BI1IC) — aneBprusma mex-
xenynoukoBoii neperoponku (M2KIT) ¢ nedpekrom MXKII, Heno-
CTaTOYHOCTb KpoBooOpanieHus HyaeBoii cteneHu (HK 0), byHk-
LIMOHUPYIOIlee OBaJbHOE OKHO, TeMOIMHAMUYECKH HE3HAY M-
Moe. HazHavyeHa rocnuTaau3anus B efuaTpuIeckoe oTaeIeHe
no Mecty xkuteabcTBa. 20.02.2022 r. mocjie BEHENMyHKIIUU ISt
cllauu KpOBU y pebeHKa 00pa30BaiMch MOIKOXHbBIE TeMaTOM bl
Ha JICBOM IIpeATIIedbe U B JIEBOI KyOuTanbHOM siMKe. [TepeBeneHa
B oTaeseHue maaniiero Bospacta 'bY3 IKKDB ais yrounenust
IMarHo3a U KOPPEKIIUY JICUCHU .

AHamue3 yucusHu: OT TIepBO OEPEeMEHHOCTH, MPOTEKaBLIEH Ha
bone ropmMoHabHOIM o AepXKU. [TpodunakTrka pecrnuparop-
HOTO IUCTpecc-CUHIpoMa MpoBeaeHa. Poibl iepsbie, Ha 30-it Hene-
nre. OreHka o mkaje Anrap — 6/7 6aninoB. Macca tena — 770 T,
IIHaA — 36 CM.

Oo6sexmueHnbiii ocmomp. COCTOSTHUE MTPU MOCTYMIJIEHUU TSKEJI0€.
Macca tena — 4220 r., iiuHa — 56 ¢cM (OTHOILIEHME MacChl TeJla
K nnHe — z-score 1,63). Hopmoctennueckoe tenocnoxenne. Koxka
Y CKJIepBI MKTepruHbIe. [T0IKOKHbBIe TeMaTOMBI Ha JIEBOM IPeTiie-
Ybe U B IPaBOi KyOUTaJbHOM SIMKE C 9KXMMO3aMHU B CTaIUU I1BE-
TeHus. [ToaKoKHO->KMPOBOI CJION pa3BUT YMEPEHHO, pacrpeae/ieH
paBHOMepHoO. Jledopmalium KocTeit HeT. MbIllleuHast Macca He
COOTBETCTBYET BO3PACTY, YMEHbIIIEHa, TUTIOCTaTypa. JpixaHue mya-
PUITBHOE, TIPOBOIMTCSI BO BCE OTIEIBI, XPUITBI HE BHICTYIIIMBAIOTCS,
YA — 42 B MuHyTy. ToHBI cepalia sCHble, pPUTMUYHbIE, CUCTO-
JIMYECKU I yM 1o jieBomy Kpato rpyauHbl. YCC — 139 ya./MuH.
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MeaunaTpuna

Al — 72/48 MM pT. cT. 2ZKNBOT CUMMETPUYIHBII, MSITKU, 630013~
HEeHHBII BO Bcex oTnenax. BeHo3Hast ceTh Ha IepeaHeil GpIoIHOI
CTeHKe YMEePEeHHO BbIpaxkeHa. [1edeHb BBICTYMaeT U3-T10/1 Kpast
pebepHoit nyru Ha 2,5 cm. Cene3eHka He najbnupyercs. CTyn
KalnIieo0pa3HbIi, peryJIspHbIi, axoTUIHbIA. [ToI0BbIe OpraHbl
copMUpPOBaHBI MPAaBUIIBHO, IO KeHCKOMY TUITY. [ToUKM He maib-
MUPYIOTCsI, MOYEUCITyCKaHue cBOOoIHOe. MoJa cBeTasl.

IIpedeapumenvhoiil duaeHo3: HAa OCHOBAHUM XaJlo0 (Ha XeaTyIlI-
HOCTb KOXU U CKJIep, SKXMMO3bI, aXOJIMYHBIH CTYIT), aHAMHe3a 3a00-
JIleBaHUs (Ha TPEThM CYTKHU XKM3HU BBISIBJICHO MOBBIIIIEHUE 001IIe-
ro 6unupyouHa 10 97 MKMOJIb/J1 U HE3HAUMTEJIbHOE MOBbILIIEHUE
TpaHCaMMHa3, TI0CJIe TTPOBEICHHOTO JIeYeHUsI 00N OUINPYOrH
CHUBUJICS 10 79 MKMOJIb/J, B YEThIPE MeCsI1ia HA OCMOTpPE y Meau-
aTpa BbISIBJIeHa MKTEPUIHOCTb KOXH U CKJIEP, aXOJIMIHBIM CTYI,
B BAK — cuHapoM xosiecTasa v LUTOIM3a, O pe3ysibratam Y31
neyeHu — nuddy3Hble M3MEHEHU s TapEHXUMBbI OpraHa, KeJTIHbII
My3bIpb BU3YAIU3UPYETCS B BUJIE TSIKA, HE MUCKJTIOUAETCS aTPe3ust
KBII, kapauonorom BeictaBiieH nuardo3 BITC: anespuzma M2KIT1
¢ necpekrom M2KII, HK 0, ¢pyHKILIMOHUPYIOILIEe OBaJTbHOE OKHO,
reMOAMHAMWYEeCKM He3HAYMMOe, BO BpeMsI TOCTIMTaIu3alluu
0 MECTY XUTEJIbCTBA MOCJe BEHEMYHKIIMHU IJIsI CIaYy KPOBU
y pebeHKa 06pa30BaIiCh MOIKOKHBIE TeMAaTOMBI Ha JIEBOM TIpe/IIiie-
Ybe U B JIEBOI KYOUTaIBHOM SIMKE), TAaHHBIX 00beKTUBHOI'O OCMOTpA
(KOXa ¥ BUTMMBIE CIM3UCThIE MKTEPUIHBI, ITOMKOXHbIE TeMaTOMBbI
Ha JIEBOM IPEATJICYbe U B MIPABOM KYOMTaIbHOM SIMKE C 9KXMMO-
3aMU B CTaJIUU LIBETEHUSI, CTYJI aXOJIMYHBIN) YCTAHOBJICH TUATHO3:
«Atpesus KBIT? Cunapom Anaxuins? TuposuHemus, Tur [?»

Juaenocmuueckue npouyedypul

JlaGopaTopHbIe UCCIIeI0BaHU Sl BHITTOJHEHBI TTPY TOCITUTAIN3a-
LMY IeBOYKU B oTAeaeHne muaaiiero o3pacta 'bBY3 « IKKb»
(pedepeHCcHBIe 3HaUeH U ST YKa3aHbI B CKOOKaX).

OAK: TpomGouuTsl 426 % 109/1 (160-390 x 109/7).

BAK: o6mumit 6unupyoun — 219,2 Mkmosb/i (0-21 MKMOJIb/7),
npsiMoii ounupyouH — 174,3 mxmonb/n (0-7 mxkmouib/n), AJIT —

257 En/n (0-40), ACT — 449 En/n (0-60 Ex/m), JAT — 798 En/n
(0-450 Ex/m), II®D — 1693 En/n (70-518 En/m), TT — 3,16 MMoab/1
(0,34-1,13 MMoITB/IT), XOJIECTEPUH — 5,6 MMOJIB/T (2,9-5,2 MMOJTB/M).

Koarynorpamma: AUTB — 187,8 cek (24-38 cek), [ITB — Het
koaryasiuuu (9,4-12,5 cex), [ITU — Het Koarynsiuuu (80-130),
antutpomouH I11— 130% (83-128%), MHO — HeT koaryJsiuu (0,8-
1,1), mpotenn S (akTuBHOCTB) — 10,3% (63,5-149%), npotenn C —
20% (69-134%), daxrop IX — 3,4% (65-150%), dbaktop VII — 169%
(50-150%), dakTop Bumneopanna (anturen) — 196% (42-176%).

DA Ha BupycHbie renatuthl: Anti-HBor IgG — 0,08 S/CO
(0-0,99 S/CO), HBsAg — 0,3708 (0-1), Anti-HCV — 0,01 (0-1).

Komposnoruueckoe ucciaenoBaHue: peakiins Kajga Ha cTep-
KOOMJIMH c/1abOoTOJOKUTeIbHAS, SKUPHBIE KUCIOTHI U MblJIa
B 3HAYUTEJTbHOM KOJIMYECTRBE.

MaccoBoe napaJijieibHOe MaHeJbHOe CEKBEeHUPOBaHUE
(PI'BHY «Mennko-reHeTUUECKM i HAyYHBII LIEHTP UMEHU aKa-
nemuka H. I1. boukoBa»): B ak30He 17 rena JAGI (MIM 601920;
RefSeq NM_000214.3) BoisiBiieHa neneuus ¢.2122_212delCAGT,
p.GIn708Valfs*34 B rerepo3uroTHoM cocTosiHuu. [TaToreHHbIe
BapuaHThl B reHe JAGI MpUBOASIT K Pa3BUTUIO CUHApOMaA
Anaxwunns, 1-ro tuna (OMIM #118450) ¢ ayTOCOMHO-T1OMU-
HAHTHBIM HacJleJIOBaHUEM.

HNHcTpyMeHTaIbHBIE KCCIIEIOBAHU S TermaToOMIMapHOl 30HbI
C IIBETOBBIM JIOMTIJIEPOBCKUM KapTUPOBaHUEM KPOBOTOKA: 3XO-
rpacduveckue Npru3HaK1 yMepeHHOM remaroMerainu ¢ nudoys-
HBIMU U3MEHEHMSIMU MMapeHXUMbI. 2KeTIHBIIA TTy3bIPb MPeACTaB-
JIeH B BUJIE TsTXa.

Oxokapauorpadusi: BITC — aHeBpu3MaTnueckoe BbIOyXaHue
MKITI ¢ meprMeMOpaHO3HBIM Ae(DEKTOM B Heil. DYHKIIMOHUPYIOILEe
OBaJIbHOE OKHO. [TOBBIIIEHHBII TPAUEHT NaBJICHUS B JIETOYHOMI
apTepuu 10 35 MM pT. CT.

V3 1ouex ¢ 11BETOBBIM JOMTUIEPOBCKUM KapTHPOBAHHMEM: 9XOTPa-
buveckue Mpu3HaAK1 yMEePEHHBIX UM GY3HBIX M3MEHEHM I TTapeH-
XUMBI royek. Jvmatausi cCoOMpaTeIbHOM CUCTEMBI JIEBOM MOYKH.

Focnutanm-
)KI:.e:aeHHu": B" ;EIK?(-K 3aumsa OTaeneHUEe KaTaMHe-
OPMT Ne 2 BAAFB 3a AAL IBY3 AKKB
- r. AHana

FfocnuTanusaumsa
B Alb r. AHana

lTocnutaAusaums
B I'bY3 AKKB

24 ceHTA6pa 2021 24 ceHTA6pa 2021

e B 6roxummue-
CKOM aHaAu3e
KPOBU BbINO
BbIIBAEHO MOBbI-
weHue obLiero
6uAMpybrHa

U TpaHCaMWHa3.
[pu BbINKCKE
OUAMPYOUH —

79 MKMOAb/A

e \eBOYKa POAMAACH
HeAOHOLLIeHHOW. Ha-
XOAMAACh Ha AeYEHMM

1 BbIXaxxuBaHuu B ML,
AKK OPUT Ne 2 ¢ kau-
HUYECKUM AMArHO30M:
BPOXAEHHasA MHEBMOHMSA
Ha GOHe pecnmpaTopHo-
ro AUCTPECcC-CMHAPOMA.
LiepebpanbHas uemus
2-}1 cTeneHu, CUHAPOM
yrHeTeHus. HepoHOLWEH-
HOCTb 28 HepeAb U 2
AHSA. Mocae cTabuansa-
LMK COCTOAHUA pebeHOK
6bIA NepeBeAEH Ha 2-i
3Tan BblXaXuBaHWA

HOCTb KOXW U CKAEP,

YEeBbIBOAALLNX I'IyTel7I.

21 anBapa 2022

o [py ocMOTpe NearaTpPoMm
BbIIBAEHA CyOUKTEPUY-

AXOAMYHBIN CTYA. B BUOXK-
MUWYECKOM aHaAn3e Kpo-
BW — runepbuanpybuHe-
MUS, CUHAPOM LIMTOAM3A.
Mo paHHbIM Y3M OBl —
AMPPY3HbIE UBMEHEHNMA
napeHxX1Mbl NeYeHn, He
MCKAKOUEHA aTpesuns Xen-

e OcMOTpeHa KapAMOAO-
rom. BoictaBAeH ANArHO3:
BMNC — aHeBpu3Ma Mexxe-
AYAOUYKOBOM NEPErOPOAKHM
¢ ee pepektom. HK— 0

16 deBpana 2022 16 ¢peBpana 2022

e [ocnutanusauums e [ocnutanusa- e [TporHo3
B NeamvaTpuyeckoe uma B N'BY3 AKKB HeQ/\aroanﬂT—
OTAEAEHWE NO MECTY ¢ Xanobamu HblW B CBA3K

¢ dopmupoBa-
HWeM uMppo3a

XWUTeAbCcTBa. Ha-
3HaYeHa ypCOAE30K-

Ha XEeATYLIHOCTb
KOXHbIX MOKPO-

CMXOAEBAfA KUCAOTa.  BOB M CKAEP, NeyeHu 5
MocAe HeyaauHOW 3KXMMO3bI, C NOPTaAbHON
BEHENYyHKLWK 06- HUCTarm runepTeHsuen

pa3oBaA1Cb NOA-
KOXHble reMaToMbl.
HasHaueHa mecTHO
renapuHoBas Mmasb
u nbynpodeH
BHYTPb. [lepeBepe-
Ha B TBY3 AKKB
AR YTOUHEHMSA
AVarHosa

C Np13HaKamu
neyeHoUHo-KAe-
TOYHOM HepoCTa-
TOUYHOCTH

Puc. 3. XpoHonorua pa3Butus 6one3HU, KAOUeBble COObITUA U NPOrHo3 y nauueHTkU b. [npeapoctaBaeHo aBTopamu] / Chronology
of disease progression, key events, and prognosis in patient B. [provided by the authors]
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DOI'AC: katapalbHbIN pedIroKc-330(harut, MOBEPXHOCTHBII
racTpoayoJeHUT, Mujiopocmnasm, arpe3us KBIT.

PenrtreHorpadus meiiHoro otaesna mo3BOHOYHMKA: aHOMAJTU St
pa3BUTUSI TPYIHBIX MO3BOHKOB — He3apallleHue a1ykeK oT Th4-
Th10 (6a60YKOBUIHBIE MO3BOHKM).

XpoHoJorus pa3BuTUsI 00JE3HU, KIIOUEBbIe COOBITUS U MTPO-
THO3 y MallMeHTKU b. mpeacTaBieHbl Ha puc. 3.

Kaunuueckuii duaeno3. Ha ocHoBaHU M Ka100 (Ha XeJTYIIHOCTb
KOXU U CKJIEP, 9KXUMO3bI, aXOJUYHbIU CTYJT), aHaMHe3a 3a00Jie-
BaHUs (Ha TPEThU CYTKH KM3HU BBISIBJICHO IMOBBILIIEHKE OOIIETO
ounupyobuHa 10 97 MKMOJIb/J1 U HE3HAYUTEJbHOE MOBBIIIIEHUE
TpaHCaMUWHa3, MOocJje MPOBEIEHHOrO JeUeH U T 00U OUIUpY-
OWH CHU3UJICS 10 79 MKMOJIb/N, B 4 Mecsilla Ha OCMOTpE y Meu-
aTpa BbIsSIBJIEHA UKTEPUYHOCTb KOXMU U CKJIEP, aXOJUUYHbBIN CTY,
B BAK — cuHapom xoJiecTasa v LIUTOJIM3a, MO pe3yibTatam Y3U
nedeHu — nudby3HbIe U3MEHEHUS €€ TapeHXUMBbI, KeTUHbII
My3blpb BU3yaJM3UPYETCs B BUJIE TSIXKa, HE UCKJIIOUEHA aTpe3ust
2KBII, xapauonorom BeisiaeH BITC: anespusma M2KII ¢ nedek-
Tom MKII, HK 0, dyHK1IMoHuUpyIollee oBaJibHOE OKHO, TeMO-
IUHAMUYECKU He3HauMMoe. PekoMeH10BaHa rocruTaain3alius
10 MECTY XUTEeJbCTBA, TJIe MOocJie BEeHEMyHKIIUU JJI51 CTaYu KPOBU
y pebeHKa 00pa30BaMCh MOIKOXHbIE TeMaTOMbI Ha JIEBOM Ipe/I-
MnJjeybe U B JIEBOU KyOUTaJbHOU SIMKE), TAHHBIX 00BEKTUBHOTO
ocMOTpa (KoXa M BUIMMBbIE CIIM3UCThIE MKTEPUIHBI, TOIKOXKHbIE
reMaToMbl Ha JIEBOM Mpearjeuybe U B MpaBoii KyOuTaabHOI SIMKe
C DKXMMO3aMU B CTalM U [IBETCHMSI, CTYJI aXOJIUIHBIN), TaHHBIX
JJabOPaTOPHOTrO MCCAEAOBAHMS: TPOMOOLIMTO3, MOBBIILIEHUE OOLIETO
u npsimoro ounupyouna, AJIT, ACT, JIAT, LD, xonectepuna, TT,
AUYTB, anturpombuna-III, dpakropa VII, dbakropa Bunnedpanna
(anTureH), cHuxenue nporerHa S u C, dhaxkropa IX, [1TB, I[1TH,
MHO — HeT Koaryasiiiuu, B KOIPOrpamMmme: K MpHbIe KMCTOThI
U MblJIa B 3HAYUTEJIbHOM KOJTMYECTBE, CIA00MOJOKUTEbHAS peak-
1M S Ha CTEPKOOUJIMH, IO pe3yJibTaTaM MacCOBOTO MapajjiebHOro
MaHeJIbHOTO CEKBEHUPOBAHWSI BHISIBJICHBI TATOr€HHbIE BAPUAHTHI
BreHe JAGI, a Tak:Xe JTaHHbBIX MHCTPYMEHTAIbHbIX UCCIIEA0OBAH U
(oxorpaduryeckre Npu3HaKy yMEPEeHHOI rernaroMerajiuu ¢ aud-
Gy3HBIMU NU3MEHEHUSIMU TTAPEHX U MBI, KETIHBII TTy3bIPb MTPeI-
CTaBJIEH B BUJIE TSXKa, dXorpacduyeckre Mpu3HakKu yMEepPEeHHbIX
1 dy3HBIX U3MEHEHU A TapeHXUMBI TTOYeK, TUIaTallisi cCooupa-
TEJIbHOW CUCTEMBbI JIEBO MOYKHU, MO TaHHBIM 3XOKapauorpabuu
BIIC — aneBpusmaruueckoe BoidyxaHue M2KII ¢ nepumeMOpaHo3-
HBIM Ie(eKTOM B Heid, 1o pesynbratam DPIIC: kaTapaabHBbIi ped-
JIIOKCA30(aruT, MOBEPXHOCTHBII racTPOAYONEHUT, MUJIOPOCIIa3M,
arpesust ZKBI1, peHTreHorpacdust meitHOro oTae1a Mo3BOHOYHMKA —
aHOMaJIMs pa3BUTU S I'PYIHBIX TO3BOHKOB — He3apalleHue 1y XKekK
no3BoHKOB Th4-Th10) BbicTaByieH auarHo3: «CuHIAPOM ATaxXuJs.
OcnoxxHeHue: BTopuuHas koarynomnatusi. ConyTcTByonime 3a60-
JeBaHus: HegoHoeHHocTh 30 Henenb, BIIC — aneBpuzma M KT,
HK 0. dyHKIIMOHUpPYOIIee OBaJIbHOE OKHO, TeMOTMHAMMYECKY
He3Haunmoe. KarapanbHblii peduiokc-330¢parut. [ToBepXHOCTHBI
ractponyoneHUT. [Tunopocnasm. [TuenokaankosKTasusi».

Meoduyunckue emeuwramenscmea

B otneneHuu nainMeHTKe HaYaTo JeyeHue: MEHAAMOH, 9TaM3H-
JIaT, TpaHeKcaMoBasi KUCJIOTa B BO3PACTHBIX 103MPOBKAX, MJIaTu-
¢dunnun, C3I1, ypconezokcuxoseBasi KUCIOTA.

Junamuxa u ucxodvt

Ha doHe Tepanuu y 601bHOI OTMevaeTcs yay4dlleHHe: MOBbI-
IIEHUEe reMOrJIo0MHa, KyNUpoBaHUe KoaryjaonaTuu (CHUXeHue
AYTB, antutpomouHa I11, bakropa VII, dbakropa Buniedpana,
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I1TB, unnexkc, MHO, nossiiienue nporenHa S u C, pakropa 1X),
perpecc remopparuyeckoii ceini. Habntonaercst amOynatopHo
B JIETCKOM TMAarHOCTUYECKOM LIEHTpe, OTMevaeTcst hopMupoBaHue
LIMPpO3a MeYeHU B UCXOIe CUHAPOMA AJTaXKUJLISI C CHHIPOMOM
MOPTaJbHOM TUNEPTEH3UHU (CTICHOMETaJINsl, peKaHaIu3aius
MYITOYHOM BEHBI, JJOKAJbHBII aCIIUT) C TPU3HAKAMU ITEeYeHOTHO-
KJIETOYHOI HemoCcTaTOYHOCTU. MMeeTcs 3amepxKa pa3BUTH .

IIporHo3 HeGIarONPUSITHBIN B CBSI3U ¢ (DOPMUPOBAHUEM LM P-
po3a MevYeH ! ¢ TOpTaIbHOM TUIepTeH3Mel ¢ TpU3HAKaMU Teve-
HOYHO-KJIETOYHOI HETOCTATOYHOCTH.

OBCY)XAEHUE
B pamkax naHHO IyOIMKalUuy Mbl TOAPOOHO paccMaTprBaeM
BOITPOC, KacaloNIUICs CHHIpOoMa AJTask MJLIST, aKIIEHTUPYST BHU-
MaHHe Ha TOM, YTO OJTHUM M3 ITEPBBIX U HanboJIee 3aMeTHBIX CM-
TITOMOB TAHHOTO 3a00JIeBaHMST SIBIISICTCS KeJITyXa. DTOT CUMIITOM,
0COOEHHO aKTyaJbHBII B TIepHOJ HOBOPOXKAEHHOCTH, TPeOyeT Mpo-
BeJCHUsI TIIATEJILHOIO NCCIeI0BaHUs YPOBHSI OMIMpYyOMHa, pas-
JIeJICHHOTO Ha (ppakIMu, YTOObI 00ECIeUUTh MPaBUIBHOE 1 CBOE-
BPEMEHHOE TUarHoCTUpOBaHKe. BaxkHBIM acIieKTOM SIBJISIETCS TO,
YTO CHHIPOM XOJIeCTa3a BEICTYITaeT B KauecTBe HanboJiee pacipo-
CTPaHEHHOTO KJIMHWYECKOTro MPOsiBIeHUsI 3a00/1eBaHMsI U ObLT OOHA-
PY>KEH y BCeX TpeX MallMeHTOB, y9aCTBOBABIIINX B MCCIICIOBAHUU.
CrienyeT MOMYepKHYTh, YTO Y KaXXI0T0 U3 AeTeil, HaXOMSIIMXCS
o/ HabJTIoIeHeM, ObLTH BBISIBJICHBI XapaKTepHbIE KIMHUYECKUE,
J1abopaTOpHBIE U YIbTPa3BYKOBbIE TTPU3HAKY, KOTOPHIE TUTTHMIHbI
IUJ1s1 OMJIMAapHOI aTpe3ru. DTO 0OOCTOSITENBCTBO MOTPEOOBAJIO ITPOBE-
NeHW ST YITyOIeHHOM 1 IeTalbHOM T depeHIInaIbHOM TMarHOCTH-
KU, YTOOBI HICKJTIOYMTh BO3MOXKHBIE OCTIOKHEHUST M COITYTCTBYIOIIIHE
3aboneBaHus1. Kpome Toro, y IBOMX U3 TpeX 00CIeI0BAHHBIX e Tei
OblJ10 OOHapYKEeHO He3apallleHre 3aTHUX 1yXKeK MTO3BOHKOB, UTO
MPOSIBUJIOCH B BUJIE TaK Ha3bIBaeMbIX 6a00YKOBUIHBIX TTO3BOHKOB.
DTO elle OHO BaXKHOE HAOJIOJICHUE, KOTOPOE MMEET 3HAYSHUE LTSI
KOMITJIEKCHOTO TIOHMMAaHUsT KIIMHUYECKOM KapTHHBI 3a00JIeBaH M.
B nomosiHeHME K U3JI03KEHHOMY BBIIIE, Y OMHOTO M3 TPeX Mall-
eHTOB 06111 BbisiBaeH BIIC, uTto, 6€3ycIOBHO, BHOCUT JOMOTHU-
TeJIbHBIE CIOXKHOCTH B ITPOLIECC JIEYCHUST ¥ 3HAYUTEIIBHO YXY/I-
IIaeT MpPOrHo3 JJisl JaHHOro KOHKpeTHoro pedbeHka. B cBere
COBPEMEHHBIX TOCTUKEHU A B 006JIaCTH MOJIEKYJISIPHOM TeHETUKH
CTOUT OTMETHUTh, YTO ITPUMEHEHNE COBPEMEHHBIX METOIOB MOJIe-
KYJISIPHO-TE€HETUYECKOTO TECTUPOBAHUSI CYIIIECTBEHHO CHU3MIIO
HEO0OXOIMMOCTh B IPOBEIEHUH NMHBA3WBHBIX MPOLIEAYP, TAKUX
KakK OMOIICHST TIeUeHU, IJTs TOCTAaHOBKHY IMarHo3a.
leHeTHUecKkoe TeCTUPOBaHME, IPOBEICHHOE B paMKaX UCCIe-
JIOBaHM I, BBISIBUJIO HAJIMUUME TTaTOreHHbIX BapuaHTOB reHa JAG]
y BCeX MallMEHTOB, YTO CTAJIO BECOMBIM apI'yMEHTOM B ITOITBEPXK-
JIEHUU IMarHo3a CUHaApoMa Ajaxxujjis 1-ro Tumna. 9To rMo3Bojauio
BpayaM HeMeJIEHHO PUCTYTIUTh K JIEYEHU 0, YTO CYIIECTBEHHO
yJIyqIiaeT MPOrHO3 IS TallMeHTOB.

3AKAKOYEHUE

CuHapoM AaxX s MpeacTaBisieT co00il yHUKalbHOE
U BecbMa peikoe reHeTuueckoe 3abojieBaHUe, Haclenyole-
ecsl 10 ayTOCOMHO-IOMUHAHTHOMY TUMY. DTO 3a00JieBaHUE
OTJINYAETCS TeM, YTO y TTAIIMEHTOB HabII0HaeTCsI XPOHUYeCK I
BHYTPUITEYECHOUYHBII X0JIecTa3, KOTOPBII SIBJSICTCS CISICTBUEM
HaJU4Yus aHOMAJIMii B CTPYKTYpe OuanapHoro aepesa. Kpome
TOro, CHHAPOM AJ1aXKUJIJIs1 4aCTO COMPOBOXIAETCS 1IEJIbIM
PSIIOM pa3JMYHBIX TOPOKOB Pa3BUTH S, YTO JIeJTAET ero KIM-
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HUYECKYIO KapTHHY 0COBGEHHO pa3HOOOPa3HOM U CIOXKHOM
IS TUaTHOCTUKHU.

Bpauu cTaIKMBAIOTCS C HEMAJIBIMU TPYAHOCTSIMU TIPU TOMbIT-
KaX yCTAHOBUTb MPaBUJIbHBII AMArHO3 HA PAHHUX 3Tarnax 3a60-
JIeBaHM S, MOCKOJIbKY MHOT0OOpa3ne CUMIITOMOB MOXET BBECTH
B 3a6J1y>KAeHME U 3aTPYAHUTH Mpoliecc AuarHocTuku. Tem He
MeHee COBpeMEHHbIe TOCTHKEHUS B 00J1aCTH MOJIEKYJISIPHOII reHe-
TUKHU OTKPBIBAIOT HOBbIE MEPCIEKTUBBI 14 BBISBJIECHUS CUHIPOMA
Anaxuns Ha 60Jiee paHHUX CTaausIX ero pa3sutus. [IposeaeHue
MOJIEKYJIIPHO-TEHETHYECKOTO aHAIM3a CTAHOBUTCS KJTIOUEBBIM
WHCTPYMEHTOM, KOTOPbIii 03BOJISIET HE TOJNLKO TOYHO IUATrHO-
CTUpOBATh 3a60/IeBaHKE, HO ¥ HAYaTh COOTBETCTBYIOILEE JIeYeH e
Ha paHHUX 3Tarax, YTO B CBOIO OYepeb 3HAUUTEIbHO MOBbILLIAET
IaHCHI HA 6IATONPUSTHBII KCXOA U yJIy4LIaeT MPOTHO3 LIS MaLlk-
€HTOB, CTpaJaloIUX cuHIpoMoM Anaxuiis. JIB

MHd)OpMMpOBaHHoe cornacue: o1 3aKOHHOTIo NPeACTaBUTEAA NaUUEHTa
(Mambl) NOAYYEHO MUCbMEHHOE MHOOPMHUPOBAHHOE AOOPOBOABHOE CO-
rhnacue Ha yyactne B UCCAEAOBaHUN, ﬂyﬁAMKaLI,VIIO OMUCaHUA KAMHUYe-
CKOro CAyyas n I'Iy6AVIKaLLVIIO (])OTOMaTepMaAOB B MEAULMHCKOM XYpPHaAe,
BKAKOUYAS €ro 3AEKTPOHHYIO Bepcuto (pata noanucanmns — 01.04.2024 r.).
Consent for publication: a written informed voluntary consent was
received from the legal representative of the patient (mother) to
participate in the study, publish a description of the clinical case and
publish photographic materials in a medical journal, including its
electronic version (date of signing — 01.04.2024 g.).
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