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Yupescoenue ob6pasosanus
«benopycckuti eocyoapcmeenHvLil MEOUUUHCKULL YHUBEPCUMEem»!
V3 «3-s1 0emckas eopoOckas KAuHu4eckas 60nvHUYa»’

OcHOBHOTI NPUHUHOTL HenMYyXU ¢ npeobnadaruem npamoil eunepouUnupyouHemuu 6 A67semcs ne-
peHeceHHbLll HEOHAMATIbHYLLL 2eNAMuUm, c1edcmeuem KOomopozo sSI8UNACt ApPe3us 6HeNneueHOUHbLX
UNU BHYMPUNeueHOUHbLX Henuesul800suux nymei. O0HAKO, HENb3S UCKIIOUAMb U HAC/IEOCTNBeH-
HY10 npupody 3abonesanus. JuasHocmuueckuil NOUCK 2eHe3a 3a6071€8AHUS U YCINAHOBTIEHUE YPOB-
HS NOpaXceHUst OUNUAPHOTL CUCeMbL SBTISEMCS 8eCoMa CIOHCHOL 3adayeti u mpebyem nposedeHust
He PYMUHHBLX 1A00PAMOPHO-UHCMPYMEHMANIbHBIX UCCe008aHUll, makux Kak, Y3V opzaros 6prous-
HOUL NOMOCMU ¢ OYNEKCHLIM CKAHUPOBAHUEM U CHEKMPATbHOU 00NNaepoepapuu, MazHUmMHope3o-
HancHas momoepapus (MPT), anacmozpadus neweHu, 4pe3KoiHAST NYHKUUOHHASL NeueHOUHAS OU-
oncust. Heob6xo0umuvimu sS871510MCst KOHCYIbMAUUU 2eHemuKa, 2enamosnoaa, xupypea. Jleuenue crmono
MSIICENO0N NAMONoeUU, NPOABATIOULENCS 8 HEOHAMANLHOM nepuode, 00NHHO Oblb KOMNIEKCHVIM
U OCYULeCMBAAMBCS HA NPUHUUNE MEHOUCUUNTUHAPHOZ0 N00X00a, NPOBOOUNBCS 8 8bICOKOCHEUUA-
JIUBUPOBAHHBIX MEOUUUHCKUX YupesrdeHusax. JJuasHocmuka HAcnedcmeeHHbIX 3a001e8aHULL, CONPO-
BOHOAIOULUXCS CUHOPOMOM XOTIECA3a, He SB/LTeMCS PYMUHHbIM MemMOo0oM UCCTIe008aHUST, mpebyem
onpedesieHHbIX MAMEPUANLHBIX 3ampam, He 8ceza svinonHuma 6 Pb. Aemopamu cmamou paccmo-
mpeH KAUHUYeCKULI CIy4ail X0onecmamuueckoli Heamyxu, 8vla6/IeHHO Y MAb4UKa HA 6MOPOM
mecsye HusHu. JJunamuueckoe HabnwoeHue pebeHKa No380NUI0 NPeONONOH UMb HACTIEOCHBEHHDLTI
xapakmep xonecmasd, 4mo U S8Un0Ch 0CHO8AHUeM 0000C1e008AHUS MATbIULA MENMO0OM MACCOB020
napannenvHozo cexeHUposanus (namenv «xXonecmasul») 8 1a60pamopu cenekmusHo20 CKPUHUHEA.
Buisignen cunopom Anasxcunns 1 muna 3abonesanus. Aemopamu npoananu3uposarvl HanpaeneHus
KAUHUUECKO020, 1AO0PAMOPHO20 U UHCINPYMEHMATLHO20 NOUCKA HAPYUIEHULL 2eNamOOUNUAPHOLL CU-
ctembl, 0aHO N00POOHOe ONUCAHUE HACMOSULe20 CILyUuds, 4mo, 6e3ycnoeHo, npedcmasnsem axaoe-
MuvecKkuil unmepec 0715 NPaKMuUeckozo epaya.

Kongnuxm unmepecos. Asmopovl 3a1671710m 06 0MCcYymMcmeuu KOHPIUKINO8 UHMEPEeCOs.

Kntouesvie cnosa: zenamobunuapHas cucmema, ampe3us Henuesvl800suux nymeti, CUHOpom
Anamcunns Imuna.

I. A. Loginova, A. A. Ustinovich, E. N. Alferovich,
V. 8. Khatsko, N. V. Sarkisian

CLINICAL CASE OF ALAGILLE SYNDROME TYPE 1
WITH MANIFESTATION IN INFANTS

The main cause of jaundice with a predominance of direct hyperbilirubinemia in infancy
is neonatal hepatitis, which resulted in atresia of the extrahepatic or intrahepatic biliary tract.
However, the hereditary nature of the disease cannot be ruled out. A diagnostic search for the genesis
of the disease and establishing the level of damage to the biliary system is a very complex task and
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requires non-routine laboratory and instrumental studies, such as ultrasound of the abdominal
organs with duplex scanning and spectral Dopplerography, magnetic resonance imaging (MRI), liver
elastography, percutaneous liver puncture biopsy. Consultations with a geneticist, hepatologist, and
surgeon are necessary. Treatment of such a severe pathology that manifests itself in the neonatal period
must be comprehensive and carried out on the principle of an interdisciplinary approach, carried out
in highly specialized medical institutions. Diagnosis of hereditary diseases accompanied by cholestasis
syndrome is not a routine research method, requires certain material costs, and is not always feasible
in the Republic of Belarus. The authors of the article reviewed a clinical case of cholestatic jaundice
identified in a boy in the second month of life. Dynamic observation of the child allowed us to assume
the hereditary nature of cholestasis, which was the basis for further examination of the baby using
the method of massively parallel sequencing (cholestasis panel) in the selective screening laboratory.
Alagille syndrome type 1 was identified. The authors analyzed the directions of clinical, laboratory
and instrumental search for disorders of the hepatobiliary system, and provided a detailed description

of the present case, which, of course, is of academic interest for a practicing physician.
Conflict of interests. The authors declare no conflicts of interest.
Key words: hepatobiliary system, biliary atresia, Alagille syndrome type 1.

>Ke/\Tyxv|, 00yCAOBAEHHbIE NEPBUYHbBIM
HapYyLLUEHUEM 3KCKPELIMN KOHBIOTU-
pPOBaHHOro 6MAMPYbMHA, Ha3biBAKOTCA Mexa-
HUYyeckumun. OHM 3aHMMaloT ocoboe MecTo
B CTPYKTYPE XEATYX HOBOPOXAEHHbIX 1 AETEN
NepBOro ropa XusHu. MHave mexaHuuyeckas
UAK 0OTYpPaLIMOHHAA XEATyXxa OonpeAensieTcs
KaK OCAOXHEHWE MNATOAOTMUYECKUX MpOoLEec-
COB, HapYLUALIMX OTTOK XEAUM Ha pPasAny-
HbIX YPOBHSIX XEAUEBbIBOASLLIMX MPOTOKOB,
Kak rpynna 6oae3Hen OUAMAPHOM cucTe-
Mbl M MOAXEAYAOUHOM XEAE3bl, CONMPOBOXAA-
IOLLMXCA Pa3BUTUEM MEXaHWUYECKOW HENpo-
XOAMMOCTU XEAYHbIX NPOTOKOB, KAMHWUYECKM
NPOSIBASIOLLMXCS XEATYLLIHbIM OKpaLLlUBaHK-
€M KOXM 1 CKAep [D].

Hanbonee yacton NpUYMHON HapyLLEHUSA
OTTOKa XEeAYM Yy HOBOPOXAEHHbIX U AeTen
rPyAHOro BO3pacTa ABASETCA HEeCOOTBETCT-
BUE MEXAY NOBbILLIEHHOW NPOAYKLMEN BUAN-
PYOMHA, XXEAYHbIX KUCAOT U APYTUX KOMIMOHEH-
TOB XEAUM U OrpaHUYEHHOM CNOCOOHOCTLIO
K UX BbIBEAEHMIO U3 opraHuama [2]. MNocaea-
Hee O0OBbACHAETCA OTHOCWUTEAbHOM HE3PEAo-
CTblO GEPMEHTHbIX CUCTEM NeyveHu, obecne-
YMBAIOLLUMX 3aXBAT KOMMOHEHTOB XEAUn U3
KPOBW, NX BHYTPUKAETOUHbIN TPAHCMNOPT U 3KC-
KPELMIO BO BHYTPUMNEUYEHOUYHYH XEAUHYIO
CUCTEMY, NOBbILLEHHOW MPOHMULLAEMOCTLIO MEX-
KAETOUHbIX COEAMHEHWUIN, HU3KOW XOAEKMHE-

TUYECKOM aKTUBHOCTbBIO MO XXEAYEBbIBOASILLEN
CHUCTEME 1 NOBbILWEHHOW peabcopbumnen KoMm-
NMOHEHTOB XXEAYM B KULLIEYHUKE [4].

HapylwieHns neprnoaa paHHen apantauuu,
COCTOSIHMA OCTPON U XPOHUUECKOW TMMOKCUM,
TAXEeAas CONyTCTByKOLWAA NepuHataAbHas
NaToAOr1s CYLLLIECTBEHHO YAAMHSIFOT CPOKMU UX
CTAHOBAEHUA U MOTYT NMPUBOAUTb K 3HAYU-
TEAbHOMY MOBbILLEHUIO KOMMOHEHTOB XEAUM
B KPOBW, YBEAUYEHUIO PA3MeEPOB NEYEHH,
M3MEHEHUIO LIBETA CTyAQ BMNAOTb AO MOAHOWM
€ro axoAun U NOTEMHEHMIO MOYK. B ocHoBe
3TUX UBMEHEHUIN AeXaT Pa3AMUYHON CTeneHu
AECTPYKTUBHbIE W3MEHEHUA XEAYEBbLIBOAS-
LLIMX NPOTOKOB, HAPYLUEHUA NPOHULAEMOCTH
MeMObpaH renatoLunToB U MEXKAETOYHbIX CO-
€AMHEHWI, ABASIOLLIMECS B DOABLLMHCTBE CAY-
yaeB obpaTMMbIMKU U NO3ITOMY 0O0O3HAYEH-
Hbl€ TEPMUHOM TPAH3UTOPHbIN HEOHATAAbHbIN
XOAecTas [6].

ApPyron cTaTCTUYECKMU 3HAUYMMOWN NPUYK-
HOM MEXaHNUYECKOM XEATYXU, ABAAIOTCS aHa-
TOMUUYECKMe AedeKTbl renatobuAnapHOn cu-
cTtembl (buAnapHan aTpesusi, Kucta obLiero
)XEAYHOTO NPOTOKA, BPOXAEHHbIN GUOPO3 ne-
YEHM), a TaKXXe aTpe3nsi BHENEUYEHOUYHbIX XEAY-
HbIX MPOTOKOB. Hepeako npuUuMHOM BHene-
YEHOUYHOM aTpe3un XEeAUHbIX NyTern ABAS-
FOTCS NepPEHECEHHbIE BHYTPUYTPOOHO BUPYC-
Hble MHPEKLIMK. Pexe MexaHUYeckas XeAtyxa
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B NEepMOAE HOBOPOXAEHHOCTM BCTpevaeT-
CA MPU KUCTaX, XEAYHbIX KaMHSX, XEeAYHbIX
npobkax obLLEero XeA4Horo nNpoToKka U CAaB-
AEHUU OBLLErO XEAYHOTO MPOTOKA OMYXOASI-
MW U APYTMMKU 06BbEMHBIMK 0Opa3oBaHUSA-
My [3]. BHyTpMneyeHouHbI XoAecTa3 oT-
MeyaeTcsa Npu CMHAPOMAAbHOW (CMHAPOM
ANaXUAAS U AP.) U HECUHAPOMAAbHOM $op-
Max rMNonAa3vmM BHYTPUMEUYEHOYHbIX XEeAU-
HbIX MPOTOKOB; NEpPUHATAaAbHOM CKAEPO3UPY-
IOLLEM XOAQHIUTE; MyKOBUCLMAO3E; Aedu-
umTe anbda-1-aHTUTPUNCHUHA; 3aboNeBaHMSAX,
CBfI3aHHbIX C HapyLleHUAMKU MeTaboAn3mMa
YIA€BOAOB (ranakTo3emMus, Ap.); NpWU Hapy-
LeHUn MeTaboaM3ma O6enkoB (HepOCTaTou-
HOCTb LMKAQ 06pa3oBaHUA MOUYEBUHbI, TU-
PO3UHEMMUSA, OpraHMYeckan aumaemMus); 3a-
60AeBaHUAX, CBSI3A@HHbIX C HapylweHWEM
MeTaboAnM3Ma MEeTaANOB (HEOHATAAbHbIN re-
MOCUAEPO3, CUHAPOM BuabcoHa-KoHoBa-
AOBa), AMNMpo3ax (bonesHb lowe, HumaHa-
lNuka, BoamaHa), Ap. Kpome Toro, aHomManuu
Pa3BUTUA XEAYHbIX NyTEN, HAPSAAY C NOPOKa-
MW Pa3BUTUA APYIMX OPraHoB, MOryT HabAto-
AATbCA MPU XPOMOCOMHbIX 3aO0AEBAHUAX —
Tpucommn 13, 18, 21 nap xpomocom. Oc-
HOBHbIMWU KAMHUYECKMMU OCOBEHHOCTSMMU
MEXaHUUYECKUX XEATYX ABAAIOTCA: XEATYLU-
HOE OKpalLMBaHWE KOXW C 3eAeHOBaTbIM OT-
TEHKOM; YBEAUUYEHNE U YIAOTHEHUE MEUYEHM,
pexe - cene3eHKW; TeMHasa Mouva, obecupe-
YEHHbIN CTYA; BbICOKMW YPOBEHb NPAMOro
61AMpyBMHa, NOBbLILLEHUE TAYTaMUATPaHCNen-
™mMAa3bl (ITTI), xoAecTepuHa U APYTrMX Map-
KepOB XOAeCTasa; OTCPOUYEHHOE, YMEPEHHOE
noBbllleHne AcnapTataMMHOTpaHchepasbl
(AST), AnaHMHamMmuHoTpaHcoepasbl (ALT), us-
MeHeHue cooTHoleHnsa ANT/ACT < 1; oTcyT-
CTBME HaAPYLUEHWUIA CUHTETUUYECKON YHKLMMK
neyeHu (HOPMaAbHble KOHUEHTPaUMK B Cbl-
BOPOTKE KPOBWU anbbymuHa, dubpuUHOreHa,
npotpombuHoBoro nHaekca (MTU) > 80 %).
Mpu AAMTEABHOCTU XOAecTa3a bonee 1,5-2 He-
AEAb OTMEYAKOTCH MOCAEACTBUSA HapyLLUEHUH
BCACbIBaHMA B XEAYAOUHO-KULLIEYHOM TpaK-
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Te (XKKT) XMpPOB U XMPOPacTBOPUMbIX BUTa-
MWHOB, CAEACTBMEM YEro IBASETCA NAOXas
npubaBka B Macce, HEMPOMbILLIEYHbIE pac-
CTPOMCTBA, XEAYAOUHO-KULLIEYHbIE KPOBOTE-
yeHus n ap. [4].

\eyeHrne MexaHUYECKOM XEATYXM MPU XO-
AeCTa3e CBOAMUTCS K A€YEHMI0 OCHOBHOrO 3a-
6oneBaHUSA, TO eCTb K 06ECNEUYEHNIO NPOXO-
AVMOCTHU XEAYEBbIBOASALLMX NMPOTOKOB. [Mpu
aTpe3nn BHEMEYEHOYHbIX XEAUYHbIX MPOTO-
KOB KOPPEKLMA OYEeHb CAOXHA M CBOAMTCA
K CEPbE3HOMY XMPYPrMUyeCKOMy BMeELLIATEAb-
ctBY. OCHOBHbIM METOAOM AEYEHUS MpPU Mo-
PaXXeHUsIX BHYTPUMEUYEHOUHbIX XEAYHbIX NPO-
TOKOB (MPW HaAM4YMKM MOKa3aHWK) OCTaeTcs
TpaHCNAaHTaUMA NeYyeHn. BbkMBaemMocTb Noc-
AE TaKOW onepaumm cocTaBASieT OT 83 A0
96 %, N0 A@HHbIM MWPOBBIX LLEHTPOB [1].

OAHOW M3 HACAEACTBEHHbIX MPUUUH Me-
XaHUYECKOW XEATYXM ABASIETCA CUHAPOM Ana-
XUAASI — CUHAPOMaAbHOe 3aboneBaHKue, 06-
YCAOBAEHHOE HapyweHuem metaboansma
XEAYHbIX KUCAOT. CUHAPOM AAAXUAAA UMeEET
ayTOCOMHO-AOMMWHAHTHbIA TUM HacAeAOBa-
HWS, TEHHbIM AeDEKT CBA3aH C YaCTUYHOM
AEAELMEN KOPOTKOro naevya 20-M XpomMoco-
Mbl (20p11-12), rae Aokanmadyetcs reH JAGL.
370 U3MEHEHWE BbISIBASETCA C MOMOLLbIO
MOAEKYASPHO-TEHETUYECKMX METOAOB UCCAE-
poBaHMA. Tpu pAaHHOM cuHApome o0653a-
TEAbHbIM SIBASIETCS HAAUUME HE MEHEee Tpex
13 NATU KAMHWUYECKMX NPU3HAKOB: BPOXAEH-
Has rMNONAa3ust BHyTPUNEUYEHOUYHbIX XXEAYHbIX
NPOTOKOB, CEPAEUYHO-COCYAUCTbIE AEPEKTHI,
aHOMaAMM MNO3BOHOYHUKA, AedEKTbl TAa3,
XapaKTepHble YepenHO-AULEBbIE NPUIHAKM.
[aToreHeTMyecku runonAasusa BHyTpuneye-
HOUHbIX XEAUYHbIX MPOTOKOB 3aTPyAHSAET OT-
TOK XEeAYM U NMPUBOAUT K HAKOMAEHUIO ee
KOMMOHEHTOB B renatobuMAMapHomn cucteme
1 NOBbILLEHHOMY MOCTYNAEHUIO B KPOBb. U3-
ObITOYHOE COAEP)KAHUE KOMMOHEHTOB XEAUM
B CMCTEMHOM KPOBOTOKE MOXET ObITb NPU-
YMHOM KOXHOIO 3yAa U KCaHTOM, a HeAoCTa-
TOYHOE MOCTYMNAEHME XEAUN B KMLLIEYHUK CMO-



COBCTBYET HapyLLUEHWIO NPOLIECCOB BCAChIBaA-
HWS XXMPOB U1 XXUPOPACTBOPUMbIX BUTAMUHOB.
KAMHMUYECKME NMPOABAEHUA CUHAPOMa AAa-
XUAAST MAHUGDECTUPYIOT C NEPBbIX MECSLIEB
XU3HW CUHAPOMOM XOAecTasa. lpu atom,
XeATyxa He Nporpeccupyet, axoAusl CTyAa
HOCUT HEMOCTOSAHHbIM XapakTep, a NUrMeH-
Tauma moun BbiBaeT peako. K 4-my-6-my me-
CALAM XMU3HU HabAOAQETCA MCUYE3HOBEHMWE
UAU YMEHBLUEHUE XEATYXM, HOPMaAU3YETCH
LUBET CTyAQ, OAHAKO, MOXET NOABUTbCS KOX-
HbIK 3YA, KOTOPbIM B AAAbHENLLEM CTAHOBUT-
CSl OCHOBHOW XaA0b0M Yy HEKOTOPbIX NaLMUEH-
TOB C 3TUM CUHAPOMOM. [Tpn Aerkom BapuaH-
Te OTMEYaEeTCsa KyrnMpoBaHUE KAMHUUYECKUX
NPOSABAEHUA CUMHAPOMA XOAECTa3a K KOHLY
NepBOro roaa XW3HW NpU coxpaHeHur buo-
XUMUUYECKUX UBMEHEHUN B MOAb3Y CUHAPO-
Ma MEeYEeHOYHOro UUTOAM3a (MOBbILLEHUE aK-
TMBHOCTM ALT, AST, LLU®, ITTI1, XoneCTEPUHA).
3TN TECTbI MOTYT COXPAHATLCA MOBbILLIEHHbI-
MW B TEYEHME BCEN XM3HM NaALMEHTA, HE Ha-
pyLlas ee KauecTBO. MHCTPYMEHTaAbHbIE UC-
cAepoBaHMA: Ha Y3U BbIABAAOTCA HECNEeLU-
drUYECKME U3MEHEHUA B BMAE YMEPEHHOro
yBEAUYEHUA pa3MepPOB MNeYeHu, NoBblLLEHNE
39XOreHHOCTU NapPEHXUMbI; Ha 3AacTorpadun
neyeHun MoryT ObITb NPU3HAKK GUbPO3a; NpU
FTMCTOAOITMUYECKOM WCCAEAOBAHMM OuonTata
NneyeHn MOXET ObiTb 0OHaPYXEHbI TMMNONAa-
31S BHYTPUMEUYEHOUHbIX XEAYHbIX MPOTOKOB.
Mpu TAXEAOM BapuaHTe Mo Mepe nporpec-
CUpPOBaHUA 3aDONEBAHUSA HAPACTAtOT OCAOX-
HEHUSA AAUTEABHO COXPaHAIOLLErOCs XOAECTa-
3a. AeTn oTCcTaloT B GUIMUYECKOM Pa3BUTUM,
BbIPaXeHbl MPU3HaKKU AedULMTa XUPOopacT-
BOPMMbIX BUTAMUHOB, KOXHbIW 3yA U KCAHTO-
Mbl. KauecTBO XXM3HU MaUUEHTOB MPU 3TOM
CYLLLECTBEHHO CTPAAAET, UTO ABAAETCS OCHO-
BaHWEM AAS TPaHCNAAHTaUMKM nedveHu. Oa-
Hako, GOPMUPOBAHME LMPPO3a HE TUMMUU-
HO AASl AGHHOM MaToAOrMK. Y BOAbLUMHCTBA
OOAbHbIX MU3MEHEHUA MEYEeHU - Bepyllee
nposiBAeHWE BOAE3HU, B TO BPEMSA KaK aHO-
MaAUU UAU MOPOKU PasBUTUA APYrUX opra-
HOB M CUCTEM MOTYT ObITb CAyYaHON HaAXOA-
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KON Y UMEIOT AWLLIb AMArHOCTUUYECKOE 3HaYe-
Hue. U3BMEHEHUA CO CTOPOHbI CEPAEYHO-CO-
CYAUCTON CUCTEMbI MOTYT ObITb CAEAYHOLLUMMU:
reMOAMHaMUUYECKU HE3HaUNMbIM nepudepu-
YECKMK CTEHO3 WAM TUMOMAA3MA AErOYHOM
aptepuun (B 85 % cAyyaeB), Apyrve nopoku
cepaLa (AedeKTbl NEPErOPOAOK, KOapPKTaLms
aopTbl); peAko HabatopatoTca rpybbie BpoO-
XAEHHbIE MOPOKK cepala (TeTpapa Panno,
TPaAHCNO3MULUUA MaruCTpaAbHbIX COCYAOB), KO-
TOPbIE ONPEAEASIOT TAXECTb COCTOAHUA pe-
6eHKa Npu POXAEHUU U MOTYT ObITb MPUUK-
HOW CMepPTU. YUIBMEeHEeHUs rAa3 Npu CUHAPOME
ANaXUAAS: 3aAHMIA 3IMOPUOTOKCOH (Manas
aHOMaAKA Pa3BUTUA B BUAE KOAbLEBUAHOIO
NMOMYTHEHUA U YTOALLEHUS AMHWMK LLIBanbe
(Schwalbes ring) Ha AatepanbHOW rpaHuLe
pasyxku (y 80 % naumeHTtoB); y 10 % aeten
MOryT ObITb APYrMe U3MEHEHMUSA TAa3, @ UMEH-
HO, XOpeopeTUHaAbHas aTpodusi, NMUrMeHT-
Haa PEeTUHOMAaTUA, CXOAALLEECS MAM PaACXO-
AsiLLleecs Kocoranasme, aHoMaAnn AUCKa 3pu-
TEAbHbIX HEPBOB MAW BEH, 3KTOMWUA 3pauka,
HapylweHue pedpakuMn. KM3mMeHeHus co
CTOPOHbI NMOYeK BCTpeyarTca y 57 % na-
LMEHTOB W BKAKOUAIOT: TMMOMNAA3UA NOYKK
CO CTEHO30M MOYEYHON apTepUH, YABOEHME
MOYETOUHMKA, AUCTOMNMIO NOYEK, TYOYAOUHTEP-
CTULMaAbHYO HedponaTmo, MEMOPaAHO3HbIE
FAOMEPYASIPHbIE OTAOXEHUSI AMMUAOB, MpPO-
AMPEPATUBHbIN TAOMEPYAOHEDPUT C TpaH-
3UTOPHbIM KaHaAbLEBbIM aLUMAO30M, KUCTO3
noYyeK, MOYEKaMeHHY OO0Ae3Hb, 4YTO Cy-
LLLECTBEHHO OCAOXHSIET TEYeHUe OOAE3HM.
N3meHeHus ckeneTa: BO3MOXHO HaAUuMe aHo-
MaAUM TeA MO3BOHKOB (MX pacluenAeHne
B BUAE «AeTAllen 6abouku»), pepAKo - Ha-
AWYME CMMHHOMOS3IOBOMW TFPbIKKU, KOPOTKKE
AUCTaAbHblE aAaHIM NaAbLEB KUCTU, YKO-
poOYEHUE AOKTEBOM KOCTU, CAUsIHUE pebep.
Dur3MKaAbHOE WCCAEAOBAHWE: XapakKTepHb
0COBOEHHOCTW CTPOEHUS AMLEBOTO CKEAETA,
a MMEHHO, rT’MNonAa3usa CPeAHEN TPETU AULA,
rAYBOKO MOCaXeHHble, LUMPOKO PaCCTaBAEH-
Hbl€ TAa3a, AAMHHbIM NPAMOK HOC C YTOALLE-
HMEM Ha KOHYMKE, BbICTyNatoLLMIA NOABOPO-
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AOK, BbICTyNatoLLmi A0D. AeueHne cCuHApoMa
ANaXWUAAST 3aKAKOUAETCS B HAa3HAYeHUU Ane-
Tbl C MOBbILWEHHbIM COAEPXAHUEM CPeAHe-
LLenoYeYHbIX TPUTAULEPUAOB (B MAAAEHYE-
CKOM BO3pacTe - crneuuanbHble AevyebHble
CMEeCH) U MEeAMKAMEHTO3HOW Tepanun. Me-
AMKaMEHTO3HOE AeYEeHUEe BKAKOYAET MOCTo-
AIHHbIX NPMEM npenapatoB YPCOAE30KCH-
XOAMEBOMW KUCAOTbI, BbICOKMX MAWU MOBbILLIEH-
HbIX AO3 >XXMPOPACTBOPUMbIX BUTAMUHOB
BHyTpb (BUTaMuH D 5000-8000 EA/cyT, BK-
TamuH A 5000-20000ME/cyT, BUTamMuH E
20-25 ME/Kr/cyT, BuTamunH K1 Imr/Kr/cyT).
BeeaeHue ButamuHa K ueanecoobpasHo npo-
BOAMTb MOA KOHTPOAEM FreMOCTa3nMorpamMmbl.
Mpu CHWXEHUU NPOTPOMOBUHOBOrO MHAEKCA
HxKe 40 % noka3aHO NapeHTeparbHOE BBe-
AeHue BUTaMuHa K1 B TOM Xe pA03€e B Teue-
HME 3-X AHEN C MOCAEAYHLLUM MEPEXOAOM
Ha nepopanbHoe BBeaeHMEe. Kpome Toro, no-
Ka3aHO Ha3HayeHWe MUKPO- U MakpOane-
MEHTOB (Kanbum - 50MI/Kr/cyT, dochop -
25MI/Kr/cyT, UMHK — 1 MI/Kr/cyT). Xupypru-
yeCcKoe AeyeHue (TpaHCMAaHTaumMsa nevyeHu)
nokasaHa npu pasBUTUM NATOAOTUUYECKUX
COCTOSIHWK, CYLLECTBEHHO HapyLLALWINX Ka-
YeCTBO XM3HU (TAXEAOE TeueHue 3aboneBa-
HUS). TIPOrHO3 NP AErkomMm TeuveHun baaro-
NpusiTHbIY [4, 5, B].

MpeAMETOM HaLLEro akapAEMUUYECKOrO UH-
Tepeca SIBUACA KAMHUYECKUI CAyYal HEOHa-
TaAbHOW XOAECTATUYECKOM XXEATYXU, BbISIBAEH-
HOW Y MaAbUYMKa Ha BTOPOM MECSAILE XU3HM.
AnHamunueckoe HabaopeHne pebeHka no-
3BOAMAO MPEAMNOAOXWUTb HACAEACTBEHHbIM
Xapakrep xoAecTasa, YTo U ABUAOCb OCHOBA-
HMEM AOOOCAEAOBAHWSA MaAbllla METOAOM
MaCCOBOIro NapaAAeAbHOr0 CEKBEHUPOBAHUSA
(naHeAb «xonecTasbl») B AabopaTopum Cenek-
TUBHOIO CKPUHUHTA.

MaumeHT C. (ManbumK) poamacsa oT 1-n
6epeMeHHOCTU 1-X CPOUHbIX POAOB B CPOKE
39 Hepenb. HacTtosiwas 6epeMeHHOCTb Npo-
Tekana Ha GOHE aHEMUU, XPOHUUECKON de-
TOMAALEHTAPHOW HEAOCTATOMHOCTU. ManbumK
POAMACS CO CTAaHAAPTHbIMU AHTPOMOMETPU-
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YeCKMMM MOoKa3aTeAsiMU1, OLUEHKa no Anrap
8/9 6annoB. KAMHMKO-AABOpaATOpPHbIX AaH-
HbIX B MOAb3Y HAPYLIEHUS MUTMEHTHOro 06-
MEHa Ha aTane POAMAbLHOIO AoMa He 3aduk-
cupoBaHo. B Bo3pacte 1,5 mecsua pebeHok
KOHCYABTUPOBAH reMaTOAOroOM B CBSI3U C aHe-
MWEWN CPEAHEN CTENEHU TSAXECTH, BbIABAEH-
HOW Ha ambynaTopHOM 3Tane. B atom xe
BO3pacTe CAy4alHOW HAXOAKOW ABUAMCb NPK-
3HaKK XoAecTasa B BMOXMMUYECKOM aHaAU-
3e KpoBM (06WMM BUAMPYOUH 93 MKMOAbL/A
npsimon 59 MKMoAb/A (63,4 % oT obLero),
a TakXe NPM3HAKU MEYEHOYHOro LMTOAM3a
(ALT 52 EA/A, AST 79 EA/A). BbINO peEKOMEH-
AOBaHO NPOBECTU KypcC Tepanuu npenapara-
MW Xene3a U GOAMEBON KUCAOTbI, @ NoKasa-
TEAU NMUTMEHTHOrOo 06MeHa NPOKOHTPOAUPO-
BaTb B AMHamuke. B Bo3pacte 2 mecAua
20 pHel B OUMOXMMUUYECKOM aHaAM3e Kpo-
BWM OTMeYaAacCb OoTpuuaTeAbHasi AMHAMMWKa:
06LWMn BUAMPYOUH 157 MKMOAb/A, NMPAMOW
77 MKMONb/A (49,1 % oT obLuero), ALT 175 EA/A,
AST 183 EA/A, B 3TOM Xe BO3pacTte nosiBu-
AaCb MKTEPUUYHOCTb KOXHbIX MOKPOBOB. Pe-
6EHOK rocnuTasM3nMpoBaH B OTAEAEHWE BTO-
poro atana ¢ AMarHo3om «HeoHaTaAbHas
XeATyxa, 3aTsxHoe TeueHuer. [pu MOHUTO-
PUPOBaHMK MNoKas3aTener NMUIMEHTHOro 06-
MEHa yCTaHOBAEHO, YTO CUHAPOM XOAecCTasa
nporpeccupyer: B Bo3pacTte 2 mecsua 3 He-
Aenr, 3 mecsua, 3 mecaua 5 AHEW YPOBHHM
obuiero 6uanpybrHa n ero npsiMmon Gpakumm
COCTaBWAM, COOTBETCTBEHHO, 122 MKMOAb/A
n 57 mkmonb/A (53,1 % ot obuwero); 111,1
n 59,9 mkmonb/A (53,9 % ot obuero); 95,3
n 55,4 MKMOAb/A (58,1 %). NMokasaTeAn TpaHc-
aMKWHa3 B 3TUX Xe TeCTax He MMEAU YETKOM
TEHAEHUMU K CHUXeHuto: ALT 165,4 EA/A,
155,9 EA/A, 153,8 EA/A; AST 175,8 EA/A,
163,2 EA/A, 159,9 EA/A. YpoBeHb LD B An-
HaMuKe HapacTan: 357,3 EA/A, 668,6 EA/A,
692,3 EA/A. B 0bwiem aHaAM3e KpoBU OT-
MeyaAaCb aHEMMUA AETKOW CTENEHU TAXECTH,
B AEMKOLMTaAPHON GOPMYAE UBMEHEHUI HE 3a-
dOMKCUPOBAHO; NOKa3aTeAM reMocTalda Takxe
OKa3aAUCb B Npeaenax BO3PacTHOM HOPMbI.



B konporpamme BbiIiBA€Ha cTeatopesi, CTyA
MMEA CEPbIN TMMOXOAMYHBIN OTTEHOK. Pebe-
HOK 0bcAepOBaH Ha MPEeAMET HaAMuMA BHY-
TPUYTPOOHOW MHPEKUMU. B KpoBM METOAOM
MDA MMMyHOrA0BYAMHOB KAacca M K TOKCO-
nAasme, repnecy 1 v 2 Tmna, UMTOMEraAOBU-
pycy He BbINO OOHAPYXEHO, a TaKXe UCKALD-
YeHbl NapeHTepanbHble renatutel B u C
(He obHapyxeHo HBs 1 HCV aHTuUreHoB). Me-
Topom MLP B KpoBM He obHapyxeHa AHK
BMpYCca npoctoro repneca 1 m 2 TMNOB,
uMTOMEranoBupyca, Bupyca dnwtenH-bapa;
a TakXe uMTomMeranoBupyca B moye. [opmo-
HOMETPUYECKHK (B BO3pacTe 3 MecAUEB) 3a-
dUKCUPOBaHbI HU3KMIK YPOBEHb BUTaMUHa D
10,49 Hr/MA, NOBbIWEHHbIM YPOBEHb Na-
patropmoHa 166,6 nr/mMA, a nokasateau
TUPEOUAHOrO CTaTyca OKas3aAUCb B HOpMe
(TTT 3,4 MME/A, cBOGOAHBIN T4 17,2 HI/MA).
Ha ocHoBaHWM KAMHUMKO-AGaBOPAaTOPHbIX AdH-
HbIX COMYTCTBYIOLWMM AMArHO30M SBUACSH
«PaxuTt cpeaHer cTeneHn TAXeCcTu», Ha3Ha-
4yeH BuTamuH D, B AeuebHOW AO3MPOBKE
(2500 EA/CYTKM) MOA KOHTPOAEM FOPMOHO-
MeTpun 1 nNpobbl CyakoBuua. B aMHamuke
yepe3 2 HeAeAM YpOBEHb MapaTropmMoHa
CHM3UACA A0 86,3 nr/MA, a BUTamuHa D no-
BbICUACA A0 12,84 HI/MA; AeYEHUE paxuTa
6bINO PEKOMEHAOBAHO NPOAOAXMTL. BUsyans-
HO y MauMeHTa OTMeYaAUChb BbICTynatoLme
ANOBHbIE 6yrpbl. B Bo3pacte 3 mecaua Ha
Y3W opraHoB 6prOLWIHOM MOAOCTH Bbina 06-
Hapy>XXeHa rMNonAasmns XeA4YHOro nysbips,
a TakXe 0COOBEHHOCTM CTPOEHUS MOPTaAb-
HOW cUCTEMbl (pa3BeTBAEHWE Ha 3 BETBM,
AMAGTaUMA CTBOAQ U TpudyKauma MopTab-
HOW BEHbl, BMNAAEHUE €€ B CEeAe3EHOYHYIO).
Takxe Ha IXO-KI BbisBaeH BIIC (BpoxaeH-
Hbl MOPOK cepAaLa): buKycnMaanbHbIM aop-
TaAbHbIM KAGMaH C HE3HAUUTEAbHBIM KAaMNaH-
HbIM CTEHO30M. AobBaBOYHasA BEPXHAA AeBas
noAasi BeHa, APEHUPYIOLLAACS B KOpPOHap-
Hbl CUHYC. He3HauyMTeAbHO BblpPaXeHHbIN
nepudepuyecknn AerodHbin cteHod. 000.
Ha Y3M Tumyca BbiiBAEHa €ero runornaa-
31, HeMpocoHorpapusa — 6e3 0COBEHHOCTEN.

Case from practice Y¥

Ha Y3W opraHoB 6ptOLLIHOM NMOAOCTU C AOM-
NAEPOMETPUEN YCTAHOBAEHbI KOCBEHHbIE MPU-
3HAKWU aTPe3nn XEAUYEBbIBOASLLNX MNyTEW,
NOATBEPXXAEHbI 0COBEHHOCTU CTPOEHUS CO-
CYAOB CUCTEMbI BOPOTHOM BEHbI. B aTOM Xe
BO3pacTe MnpoBeAeHa anacTorpadusa neveHu,
NOAyYEHHbIE PE3YAbTaTbl KOTOPOM NO XECT-
KOCTU MapeHxMMbl 3aduKcrMpoBanu Gnbpo3
F 4 no wkane METAVIR. B Bo3pacTte 3,5 me-
cAueB NpoBeAeHa AMHaMuU4yecKkasa renarto-
CTUHUMIrpadus, rae He BbINO BbISBAEHO Ha-
AMUMe BAOKa OTTOKA XXEAUM U3 MEYUEHU, T. €.
CUMHUMUIPAdUUECKUN XEAUHbIE MPOTOKKU OKa-
3aAMCb NPOXOAMMBI. B Bo3pacTte 3 mecAues
10 AHEN B XMPYPrUUECKOM OTAEAEHUU TPO-
M3BEAEHA UPE3KOXHAs MyHKUMOHHaA buon-
CUSl NeYeHn, B pedyabTate KOTOpon BbIno cae-
AQHO cAepytollee 3akAlouveHue: «TMCTOAOTU-
yeckas KapTMHa XxapaKTepHa AAA aTpes3uu
BHYTPUMEYEHOUHbIX XEAUYHBbIX X0A0B. Prbpo3
2 cTteneHw». OU3NYecKoe U HepPBHO-MCUXU-
yeckoe pa3BuTHe pebeHKa COOTBETCTBOBA-
AO BO3PacTy, aHTPONOMETPUYECKHNE Napame-
Tpbl B 4 mecsiua - Mmacca Tena 6150 rpam-
MOB NpKU AOAXEHCTBYroWwen 5870 rpammos).
ManblLL HEOAHOKPATHO KOHCYABTUPOBAH WH-
GeKUMOHUCTaMK, COTPYAHUKAMU KapeApbl
AETCKUX OOAE3HEN, AETCKUMU XUPypramm,
TPaHCMAQHTOAOIOM; BCE PEKOMEHAALMU Bbl-
NMOAHSIAUCH. C LEABKD UCKAKOUYEHWUS] HACAEACT-
BEHHbIX 6oAe3Helr obmeHa B3ATbl NPoObI
6uonornueckoro matepuana. Ha ocHoBaHuM
KAMHUKO-A@OOPaTOPHbIX TECTOB U AAHHbIX
MHCTPYMEHTAAbHbIX METOAOB UCCAEAOBAHUSA
6bIA CHOOPMYAMPOBAH KAMHUYECKUIA AUATHO3:
«BocnanntenbHasi 60A€3Hb MEUYEHU HEeyTOou-
HeHHasa (K 75.9). BpOXAEHHbIM XoAecTaTu-
yeckui renatut, d1bpos 2, yacTmyHasa aTpe-
31 XKeAueBbIBOAALLMX nyTer. OcobeHHOoCTH
CTPOEHUA nopTanbHOM cucteMsbl. BIC (Buky-
CMMAAAbHbBIM @opTaAbHbIM KA@MaH C He3Ha-
YUTEAbHbIM KA@MaHHbIM CTEHO30M. He3Ha-
UYUTEABHO BbIPAXEHHbIN Nepudepuyeckuin Ae-
FOYHbIV CTeHO3. AobaBOYHAA AeBas BEPXHSA
nonas BeHa. 000. HK O cteneHu. PaxuT cpea-
HEeWn CTeNeHU TAXECTU, MOAOCTPOE TEUEHHUEY.
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B ycnoBusAx ctaumMoHapa pebeHOK MOAYUMA
CAEAYIOLLEE AEYEeHMe: npenapatbl ypcoae-
30KCMXOAMEBOM KUCAOTbI, KYypC aAEMETUOHU-
Ha (10 AHeW) BHYTPUBEHHO, XWPOPACTBO-
pUMble BUTaMWHbI. Ha dOoHe NpoOBOAMMOWN
Tepanuu HameTuAacb MOAOXKMUTEAbHAA Aa-
6opatopHas AMHaMuKa. Tak, MO AaHHbIM
6MOXMMMUYECKOTO aHaAM3a KPOBM, B3ATOM
B Bo3pacte 3 mecaua 12 aHen, 3 mecaua
20 pHen, 4 mecaua, ypoBeHb 06Lero 6UAK-
pyburHa 1 ero npAMon ¢ppakuum COCTaBMA, CO-
OTBETCTBEHHO, 89 MKMOAbL/A 1 49,3 MKMOAL/A
(55,4 %), 70,2 n 39,7 MKMOAb/A (56,5 %),
543,6 n 13,5 MKMOAb/A (24,7 %). YpoBeEHb
ALT B 3TKX Xe Tectax bbiA, COOTBETCTBEHHO,
154,7 EA/A, 146,8 v 119,7 EA/N; AST -
150,2 EA/A, 141,4 v 115,7 EA/A. Nokasa-
TEAU LWENOYHOW pocdaTasdbl PaBHAAMUCH B 3TU
xe cpokn 482,1 EA/A, 481,9 u 430 EA/A,
TN - 326,5 EA/A, 347 n 337,9 EA/A.; ypo-
BEHb 06LLero xonectepunHa B 4 mecsua 6bin
4 MKMOAB/A, YTO HE NPEBbLILLIAAO AOMYCTUMYHO
HOpMYy. K 4-xmecsiuHOMY BO3pacTy Hopma-
AM30BaAUCb MOKa3aTeAM KPacHOM KPOBWU -
remMornobuH 119 1/a, aputpoumntbl 4,2x10°/A
n rematokput 34 %. KopmMaeHWe MmaAbila
NpoBoAMAOCH 6a30BOM cMechto, ¢ 4,5 mecs-
LLEB PEKOMEHAOBAHO MOCTENEHHOE BBEAE-
HWe NPUKOPMOB. B aTOM Xe Bo3pacte MaAb-
UMK ObIA BbIMMCAH AOMOW C MOAOXMTEABHOM
KAMHUKO-AaOOpPaTOPHON AMHAMUKON. Peko-
MEHAAUMAMKU AN aMOyAaTOpPHOro BEAEHUSA
ObINO MPOAOAXEHME Npuema BuUTamuHa D
B AeuebHOM A03€e NOA KOHTPOAEM Ero COAEP-
XaHWS1 B CbIBOPOTKE KPOBU U YPOBHA KaAb-
UMA B MOuYe, HAaOAIOAEHWE KapAMOAOTa, WH-
bEKUMOHUCTA, KOHTPOAb remMocTasa, B1oxu-
MWYECKOr0 aHaAM3a KPOBU B AMHAMMUKE,
NMPOAOAXEHUE MPUEMa npenapara ypcoae-
30KCMXOAMEBOW KUCAOTbI B A03e 10 MI/KT,
KypCbl apAeMETUOHMHA (MO COrAacoOBaHMIO
C renatoAorom). MNpu nporpeccupoBaHnn Npo-
Liecca (pocT 0bLuero u npamoro 6uanpybmHa,
XonecTasda, KAMHUYECKUX MPOABAEHUSIX ac-
unuTa) PpEKOMEHAOBaAHa NOBTOPHAs KOHCYAb-
Taums renatonora M TpaHcnAaHTonora. feHe-
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TMyeckoe obcaepoBaHue pebeHKa U ceMbi
MPOAOAXANOCh, OKOHUYATEAbHbIN AUArHO3 Ha-
XOAMACA B npouecce yTouHeHus. MNpu katam-
HecTMyeckoM obcrepoBaHUK pebeHKa B BO3-
pacTte 1 ropa ypoBeHb BUAMPYOUHA C dpak-
LMSAMM COOTBETCTBOBAA HOpMe (06w mi - 8,2,
npAMon - 2,3 MKMOAb/A), OAHAKO COXpaHs-
AMCb MOBbILLEHHbIE YpoBHM AAT (103,7 EA/A),
ACT (99,5 EA/A), WD (431,9 EA/A), npoune
buoxMmuueckre nokasarenm - 6e3 ocoben-
HOCTEN, YPOBEHb BMTaMMHa D Hopmaau3o-
Bancsa. Du3anyeckoe pasBUTUE CPEAHEE rap-
MOHUWYHOE. KaTamMHecTMueckoe HabAoAeHWE
pebeHka B 1,5 roaa, 2 roaa, 2,5 rona He 3a-
OUKCUPOBAAO NPOrPeCCUPOBaAHUA CUHAPO-
Ma XoAecTasa, OAHAKO CUHAPOM MEeYEHOU-
HOro LMTOAM3a coxpaHsancs (6e3 oTpuua-
TEAbHOW AMHAMUKK). DU3MUYECKOE pPa3BUTUE
OCTaBaAOCb MO-MPEXHEMY CPEAHEE rapMo-
HUYHOE; OU3MKAABHO OTMEYAAUCh OCODOEH-
HOCTWU CTPOEHUA AMLIEBOIO CKEAETa, @ UMEH-
HO, LUMPOKO PacCCTaBAEHHbIE TAa3a, BbICTY-
natowwmm Aob. B Bo3pacte 2,5 neT pebeHok
npoLueA reHeTuyeckoe obcaepoBaHre B Qe-
AEPAAbHOM TOCYAAPCTBEHHOM OHOAXETHOM
Hay4yHOM yupexaeHun PO «Mepnko-reHeTn-
UECKMIN HayUHbIA LEHTP MMEHU akapeMUKA
H. M. BoukoBa» B MockBe B nabopatopuu
CEAEKTUBHOIO CKPUHMHIa, a MMEHHO, Mac-
COBOE NapaAAeAbHOE NaHEeAbHOE CEKBEHUPO-
BaHWe. MatepranoM AAA UCCAEAOBAHUS ObiAK
NATHA KPOBWU Ha KapTouke-GUALTPE, NpoBe-
AEH aHaAM3 52 reHoB, NaHeAb «XOAECTa3bl».
MeToAOM MacCoBOro NapaAAeAbHOrO CEKBE-
HUMpOBaHUA Ha npubope MiSeq (Tumina)
NPOBEAEH aHAAM3 KOAUPYHOLLEN MOCAEAO-
BaTeAbHOCTU 52 reHOoB, aCCOUMMUPOBaAHHbIX
C HaCAeACTBEHHbIMU 3aboAeBaHUSIMU, CO-
NPOBOXAQIOLLMMUCH CUHAPOMOM XOAECTa3a:
ABCB11, ABCB4, ABCC2, ABCD3, ACOX2,
AKR1D1, ALGS8, ATP8B1, BAAT, BCSIiL,
CYP7B1, DSDC2, DGUOK, DHCR7, EPHX1,
FAN, GALE, GALT, HSD3B7, JAG1, LARS1,
LIPA, MARSI, MPI, MPV17, MYO5B, NBAS,
NOTCH2, NPC1, NPC2, NR1H4, PEX1, PEX10,
PEX12, PEX26, PEX6, PEX7, PKHD1, POLG,



SERPINA1, LC25A13, SLCO1B1, SMPD1,
TALDO1, TJP2, TRMU, UGTIA1, VIPAS39,
VPS33B. Bepcus reHoMma yenoBeka - hgl9.

BbiSsBAEH He OMMCaHHbIKN Yy 3TOro nauu-
€HTa paHee Kak NaToreHHbl BapuaHT Hyk-
AEOTUAHOW MOCAEAOBATEABHOCTU B 3K30HE
24 reHa JAG1l (chr20:10621807GC"G)
B reTepO3UroTHOM COCTOSAHWK, MPUBOASLLINN
K CABUTY pamMKku cuntblBaHnsa (NM-00214.3:
¢.3001delG, p.(Ala1001LeufsTer35)). Boisie-
AEHHbIW BapWaHT HYKAEOTMAHOW MOCAEAOBa-
TEABHOCTU HE 3apPErncTPUPOBaH K KOHTPOAb-
HoM Bbibopke Genome Aggregation Databasa
(gnomADv2.1.1). TaybuHa NOKPLITUS TOUKM
Xx619.

CornacHo kputepuam ASMG, AaHHbIR
BapUaHT ABASETCA BEPOATHO NATOreHHbIM
(PVS1, PM2).

MaTtoreHHble BapuaHThbl B reHe JAGL npu-
BOASAIT K Pa3BUTUIO CUHAPOMa AAGXUAARA, TUN
1 (OMIM#118450), Tvn HacrepAOBaHUS ayTo-
COMHO-AOMWHAHTHbIN.

AN aBCOAOTHOTO MOATBEPXAEHUSA Bbl-
ABAEHHbIX U3MEHEHUI HeobxoanMa BaAu-
AaLMA METOAOM MNPAMOro aBTOMaTUUYECKOro
CEKBEHMPOBaHUA (MpobaHa+poanTenn). Apy-
FMX MNaTOreHHbIX, BEPOATHO MNATOreHHbIX U Ba-
PUaHTOB HEONMPEAEAEHHOr0 KAMHUYECKOIO
3HA4Y€eHUs, COOTBETCTBYIOLLUX KPUTEPUAM MO-
ncka, He obHapyxeHo. Obluee WMHTErpanb-
HOE MOKPbITUE FEHOB Ha NaHEeAU COCTaBUAO
99,4 %. B cuay orpaHuyeHun metopa, no-
KpbITUE psAAa reHOB MPW aHaAu3e He BCceraa
ABASIETCA MOAHBIM. METOA HE NO3BOASET Bbli-
ABASITb MHCEPLMN U AEAELIMM AAMHOW Bonee
10 n.o., BapuaHTbl B MHTPOHHbIX 0BAACTAX
(3@ UCKAKOUYEHMEM KaAHOHMUYECKUX CanTOB
CMAAWCKHra), Bapuauuu AAMHbI NMOBTOPOB
(B TOM UMCAE, IKCMAHCUN TPUMAETOB), @ Tak-
Xe U3MEHEHUSA B reHax, Y KOTOpbIX B reHOMe
CyLleCTBYeT OAM3KMI MO MOCAEAOBATEALHO-
CTW napanor (ncesporeH). Metoa He npeaHa-
3HAYeH AASl OMPEAEAEHUA LMC-, TPAHCNO-
AOXEHUS Nnap retepo3uUroTHbIX BapuUaHToOB,
a TakXe AAA OLEHKWU YPOBHS METUAMPOBA-
HUA, BbIIBAEHUS XPOMOCOMHbIX MNepecTpo-
€K, MOAUMAOUANK, BbISBAEHUSI BapuaHTOB

Case from practice Y¥

B COCTOSIHUM MO3anLum3Ma. BapuaHTbl, He uvie-
toLLME MPU3HAKOB MATOrEHHOCTH, AMBO nMme-
tOLLIME HEKOTOpble MPU3HAKKU MATOreHHOCTH,
HO He COOTBETCTBYHOLUME GEHOTUMY, ONMMUCAH-
HOMY B COMPOBOAMTEABHbIX AOKYMEHTaXx, MO-
ryT 6bITb HE BHECEHbI B 3aKAKOUYEHME.

Takum 06pa3om, NOCAE KOHCYAbTaLMM
Bpaya-reHeTuKa, CONMoCTaBAEHUN KAUHUKO-
FEHETUYECKMNX AQHHbIX (HAAMUYME TPEX KAMHU-
YECKUX KPUTEPUEB B NMOAb3Y CMHAPOMa Ana-
XWUAASI, @ UMEHHO, paHHAS MaHubecTauma
CMHAPOMA XOAecTal3a, M3MEHEHUS CO CTO-
POHblI CEPAEYHO-COCYAUCTOM CUCTEMBI, DU-
3MKaAbHblE A@HHbIE), BbIA COOPMYAMPOBAH
YTOYHEHHbIA KAMHUYECKUK AMArHo3: «CUHA-
poM AAaXUAAS, TUN 1 3a6oreBaHUAY.

3aknroueHue

Takum 06pa3om, HaMu NPOaHaAM3UPO-
BaHbl HaNpaBAEHUSA KAMHMYECKOrO, Aabopa-
TOPHOTO U WMHCTPYMEHTAAbHOrO MOUCKa Ha-
pyLIEHU renaTobuAMapHOM CUCTEMBI, AGHO
NOAPOBHOE OnMcaHWe HaCTOALLEro CAy4as,
yto, 6€3yCAOBHO, MPEACTABASET aKaAEMMU-
YECKMIN MHTEPEC AAA MPAKTUYECKOro Bpauya.
O6MeH OMbITOM MEXAY HayUYHbIMU COTPYAHM-
KaMW 1 NPaKTMKaMu Npu3BaH ONTUMU3UPO-
BaTb AMArHOCTUYECKMIW NOUCK W Tepanuio na-
LMEHTOB C CMHAPOMOM XOAecCTa3a.
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