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Pesiome

CeMmeliHbI BHYTpUNEUeHOUHbIA X0NeCTa3 NpeACTaBAAET COOO reTepOoreHHyI0 rpynny reHeTUYECKUX HApYLLEHWI, BAVAKOLLUX
Ha CEKPEeLMIo U TPaHCMOPT XKeNUHbIX KUCIOT. [porpeccupytowuni ceMeiHblin BHyTprneyeHouHbIR xonectas (MCBX) moxer
[ebTNPOBATh B Pa3Hble BO3PACTHbIE Meprofbl. B HacTosAwlee Bpems u3BecTHO 13 Tvnos MCBX, cBA3aHHBIX C U3MEHEHWAMM
B Pa3NNUHbBIX TeHax, KOTOpble NPOABNATCA KpaiHel GeHOTUNUeCKON n3MeHUMBOCTbI0. [TCBX2 cBA3aH C BapuaHTamu B reHe
ABCBI1, Bbi3blBatOWMX AedUUUT nnmn AncdyHKUMIo ATD-CBA3bIBAIOLIErO TPAHCMIOPTHOTO Bes1Ka, OCYLLECTBAAIOLLETO SKCKPELIMIO
MKENUHbIX KMCIOT U3 TenaToLmTa B XXenyHble KaHanuKybl NPOTUB FPajveHTa KOHLEHTpauum. HakonneHmne xenuHblx KNcnoT
B renaToumMTax NPYBOANT K Pa3BUTMIO XONECTa3a, HAYMHAA OT TPAH3UTOPHOIO 1 3aKaHuMBasa GaTanbHbiM [1CBX, conpoBoxaa-
IOLLMMCA KENTYXOW, 3318 PXKKOI POCTa, LMPPO30OM NeYeHu, NeyeHOUHOM HeloCTaTOYHOCTbI0. CBOEBPEMEHHAA ANArHOCTMKA
KpaiHe BaXkHa A4 Hauana Tepanuu ¢ Lenbio NpeaynpexaeHna XonecTaTuyeCKoro NoBPexAeHna neveHn.

MpencTaBneHHbIA KMHUYECKNA Cydalt JEMOHCTPUPYET BOIMOXHOCTb HO30/10MMUYECKOW AMArHOCTVKM PeKON Hacnea-
CTBEHHOW Natonorum u 3¢pGeKTMBHOCTL NPOBOAVMON Tepanuu. [poBeileHHOe reHeTUYecKoe UCCe0BaHVe NO3BOANIIO
AMArHOCTMPOBATb CEMENHbIA BHYTPUNEUEHOUHDIN XonecTas. KnnHnyecknii deHoTnn y AaHHOTO NalueHTa B NOMHON Mepe
He COOTBETCTBYET J0OPOKaYeCBEHHOMY PELMAVBUPYIOLLEMY BHYTPUMNeYeHOYHOMY XonecTasy 2 (OMUM # 605479) n NMCBX2
(OMM# 601847), BepOATHO MMEET MECTO NPOMEXYTOUHbINA peHOTUN. HeobX0AMMO AMHAMUYECKOe HAabAIOEHNE U KOHTPOMb
KIMHUYECKIX, TabopaTOPHbIX 1 BU3Yann3UPYIOLLIVX XapaKTePUCTUK C LIEMbIo CBOEBPEMEHHOTO BbIABNEHNA MPOrpeccupoBaHus
3aboneBaHyA.

KntoueBble c10Ba: NPOrpeccupyioLLnii CeMeHbI BHYyTPMNEUEHOUHbIN X0NnecTas 2 Tun, AeTn

KOHRMKT nHTepecoB. ABTOPLI 3a9BAAIOT 00 OTCYTCTBUN KOHOANKTA UHTEPECOB.
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summary

Familial intrahepatic cholestasis is a heterogeneous group of genetic disorders affecting the secretion and transport of bile
acids. Progressive familial intrahepatic cholestasis (PFIC) may debut at different periods of childhood and in adults. Currently,
13 types are known, associated with changes in various genes and extreme phenotypic variability. PFIC2 type is associated
with changes in the ABCBIT gene, causing deficiency or dysfunction of the ATP-binding transport protein that excretes bile
acids from the hepatocyte into the bile canaliculi against the concentration gradient. Accumulation of bile acids in hepatocytes
leads to the development of cholestasis, ranging from transient to fatal progressive familial intrahepatic cholestasis, accom-
panied by jaundice, growth retardation, liver cirrhosis, liver failure. Timely diagnosis is extremely important for the initiation
of therapy to prevent cholestatic liver damage.

The presented clinical case demonstrates the possibility of nosological diagnosis of a rare hereditary pathology and the
effectiveness of the therapy at this stage. The conducted genetic study allowed us to diagnose familial intrahepatic cholestasis.
The clinical phenotype in this patient does not fully correspond to benign recurrent intrahepatic cholestasis type 2 (OMIM
#605479) and PFIC2 (OMIM # 601847), an intermediate phenotype is likely to occur. Dynamic observation and control of clinical,

laboratory and imaging characteristics are necessary in order to timely detect disease progression.

Keywords: progressive familial intrahepatic cholestasis type 2, children
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pOrpeccupyIomuil CEMEHbIN BHY TpUIIEYe-

HouHbIi1 X0necTa3 (IICBX) - rpynmna pegkux

reHeTHYeCKMX 3a00/IeBaHMIL C Ay TOCOMHO-
pelLieCCUBHBIM TUIIOM HacIefOBaHMS, XapaKTepuay-
IOLIAsICsl BHY TPUIIEYEHOYHBIM X0/IECTa30M BO3HUKAO-
M BCIEICTBIE HAPYLIEHN CUHTEe3a JKelTuu UK ee
9KCKpenuu. ITH PacCTPOICTBA OOBIYHO eGI0TUPYIOT
B M/IafieHYIeCTBE VI B IPyTIie IEPUOBI AeTCTBA I CBSI-
3aHBI C IPOrPECCUPOBAHIEM CHIDKEHNA QyHKIUK
MeYeH! BIVIOTH A0 Pa3BUTHS TEPMUHAIBHOM CTALNA
[1,2, 3]. Bosmo>xHO pOpMUpOBaHII€e TeNaTOLe/ITIONAP-
HOJ KapLuHOMBI [4, 5]. Yacrora BeraBnsiemoctu IICBX
cocrtaBnder 1:50000-1:100 000 poxxpgennit BO BceM
Mmupe [3, 6]. VI3BecTHbIe B HacTOsIIjee BpeMsl BapuaH-
o1 reHoB (ATP8BI, ABCBII, ABCB4, TJP2, NR1H4,
SLC51A, USP53, KIF12, ZFYVE19, MYO5B, SEMA7A,
VPS33B [5, 7, 8,9] u PSKHI1) npuBOAAT K U3MEHEHUSIM,
xapakrepHbIM 11 [IBCX 1-13 [10] (ma6x. 1.). Cnenyet

OTMETUTD, 4TO Kaxkaplit Tuil IICBX conpoBoxxpaercs
cBouMu peHoTUNMYeCKUMY 0cObeHHOCTsIMM [4, 7, 11],
a TsDKecTh 3a60/IeBaHMs IIMPOKO Bapbupyer [12, 13].
PasHoo6pasHble BHENIeUeHOUHBIE IPOSIBIEHNS 00Y-
CJIOBJIEHBI 3KcIpeccuelt acconumupoBaHHbix ¢ IICBX
TeHOB B Ipyrye TKaHY opranusma [4, 14, 15].

I[ICBX moxeT mporpeccupopaThb 1160 6bICTPO
C pa3BUTHEM L[MPPO3a IIeYeHN B PaHHEM IeTCTBE, 1100
OTHOCHUTENbHO MeJI/IeHHO, NMPOABIAACH MUHUMATIb-
HBIM GuOPO3MPOBaHNEM TIeUYeHN K IOLPOCTKOBOMY
BO3pacTy. [IMarHo3 ycTaHaBAMBAaETCA Ha OCHOBA-
HUY KJIMHUKO-Tab0paTOPHBIX, MHCTPYMEHTAIbHbIX
U MOTIEKY/IAPHO-TeHeTUUECKIX METOJOB MCCIIefioBa-
HuA (puc. 1) [4, 19].

Hanb6onee pacpocTpaHEHHBIM TUIIOM SIB/ISIETCS
TICBX2 [11, 20]. IICBX2 BbI3bIBa€TCA U3MEHEHUAMMU
B reHe ABCBI1, KOTOpbIil pacIONIOKEeH Ha XpPOMOCO-
Me 2q23.3-2q31.1 u xogupyer AT®-cBA3bIBaOIINIT
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PucyHok.
Anroputm guarHo-
cTukn MNCBX y petent

MpumeyaHue.
Tmax - Bpema
MaKCcMManbHoro
HakonneHusa paau-
odapmnpenapata
(POM) neuenblo,
TKuw - BpemsA Hava-
na Bu3yanusauuu
KMLWeYHUKa

Figure.

Algorithm for
diagnosing PFICin
children

Note.

Tmax is the time of
maximum accumu-
lation of the radio-
pharmaceutical (RP)
in the liver, TKISH
is the time of the
onset of intestinal
visualization

War 1 War 2 War 3 War 4 War 5

+ Yrposa Broxumnyeckni Y3W opraHos lenaTo6unncLmH- MonekynapHo-
npepbiBaHuA aHanm3 KpoBu: 6ptoLwHoi nonocTu: Turpadusa: reHeTMyeckoe
6epemeHHOCTH + npeumylile- + HEO[HOPOAHOCTY + 3aMepJieHHOe UCCnefoBaHme
y MaTepu; CTBEHHO NpAMas neyeHOYHOW BpeMA HaKonne- Ha NouncK

+ [eTu nepBbix 3-X runepbunupy6bm- napeHXuMmbl; HuA POl B rena- M3MeHEeHUI B reHax
MecALEeB XU3HN, Hemus; + yTONWeHNsA cTe- ToyuTe Tmax;
coyeTaHne * ymMepeHHas HOK BHYTpuneye- + oTCyTCTBUE
renatomeranuu LMTONUTMYECKaA HOUHbIX KeNYHbIX BPEeMeHV nony-
1 ANUTENbHOTO aKTUBHOCTb; NPOTOKOB. BbiBeAeHnA POM
XKeNTywHoro + MOBblIlLEHNE 13 renaTounToB
nepuoga YPOBHSA Lienou- (T%) n BpemeHun

HoW dpocdatasbl;
HOPManbHbli

M axonunm ctyna;
[EeTn B BO3pacTe

cTapue 6-11 YPOBEHb ram-
MecALes; Ma-roTamMun-
« mpucoeuHeHne TpaHcnenTuaasbl.

KOXKHOr0 3yaa.

TPaHCIOPTHBII 6emok, nmenyembiit BSEP (Bile Salt
Export Pump), KOTOPBIIT OCYILeCTBIACT SKCKPELIMIO
YKeTYHBIX KUC/IOT M3 TeIlaTOLMTa B J)KeTYHble KaHa-
JIMKYIBI Yepe3 3KCTpa- U BHYTPUKIETOIHBIE MEM-
6paHbI IPOTUB TpajMeHTa KOHIeHTpauuu (12, 17,
21]. 3apeructpuposaHo okono 200 Bapuanuii B reHe
ABCBI1, xotopsble BnuAT Ha BSEP, HapymaloT npo-
I[eCC OTXOXK/€HUA XKeluM U3 TelaTOLUTOB U NPU-
BOJAT pasBuTuio xonecrasa. IICBX2 nposasnderca
SKeJITYXOH, M3HYPAIIUM KOXXHBIM 3y/JOM, Te€IaToc-
IUIeHOMeTaInell, OTCTaBaHMeM B pM3MYeCKOM pa3BU-
Tuu. XapaKTepHO BbIpaKeHHOE yBeIM4YeHe YPOBH
TpaHCcaMMHa3, Ounupy6uHa, xerdnsx kucmor OKK),
mwenovHoit pocdarassr (IP), mpu HUSKOM MM HOP-
MaJIbHOM ypOBHE raMMa-I7Ty TaMU/ITPAHCIIEN T a3bl
(TTT) [12, 15, 16]. BosmoskHo pasButue IICBX2 ¢ T1-
JKeJIol Koaryyonarueit 1 aHemueit [3]. YcTanoseHo,
410 gedurut BSEP mosblnraer puck 6ICTPOro mpo-
IPeccUpoOBaHMA 10 Pa3BUTUA II€4EHOYHOI HeflOCTa-
TOYHOCTM U TeNaTOLe//IIONAPHON Kapl M HOMBI [7, 11,
16, 22]. BoisiBeHa atodu3nonorndeckast poib usMe-
HeHuii reHa ABCBII B popMupoBaHuY TeKapCTBEHHO-
VMHAYLMPOBAHHOTO MOBpPEXAEHM HeueHn [23, 24].
BaxHO MOA4YepKHYTH, 4T0 momumo IICBX2 cymre-
CTByeT ZOOPOKadeCTBEHHBII PeLMAMBUPYIOLINIT BHY-
TpuiedeHO4YHBbIT Xonectas ([JPBX) 2 tuma ¢ MeHee
arpecCUBHBIM TeyeHNeM (2, 12, 16].

Jleyenue IICBX2 BK04aeT B cebs panoHaabHOE
MMTaHNe, afleKBaTHOE 110 KaJTOPUITHOMY COCTaBY U KO-
ndaecTBy 6e/Ka, 060raleHHOe XIPOPACTBOPYMBIMU
BuTaMyHaMu. [In4 o6nerdyeHns syfa peKoMeH yeTcsa
[IO3TaIHbIN NOAXOA K Tepanuy. CHavaaa B Ie4eHNN
VICTIONIb3YeTCA Y PCOJe30KCUXO0IIeBasl KIC/IOTA, KOTOpa s
CIIOCOOCTBYET IIOTTHOMY Pa3pelleHNIO 3y/ia IPUMEePHO

KnuHunyecknn cnyyan

ITannentka P., BospacT 8 neT, cocrosmasa Ha AMCIIaH-
cepHOM y4erte ¢ anpens 2024 r. (7 et 7 mec.) ¢ fua-
rHo3oM «CeMenHblIin BHYTPUIIEYEHOYHBIN XOJIECTA3,
THII 2, TUI HACTIEAOBAHMA Ay TOCOMHO-PeL|eCCUBHbII»,
[IPUILJIA HA [IAHOBBII MCIIaHCepHbI ocMoTp. XKamo6
He npemmsmma.

AHamHe3 3aboneBaHua. B Bospacre 3 et 5 Mec. fie-
BOYKa IIepEeHeC/Ia aHTMHY I10 IIOBOJY YEro IIPUHMMaIa

nocTynneHus
PO B KMWeYHKK
(Tkuww).

y TpeTH [eTeil, CO 3HAUYNTE/IbHbIM YIy4llIeHeM 610-
XMMUYECKNX [TOKa3aTenell, CBUAeTebCTBYIOUX 06
YMEHBIIEHNN XO/IeCTas3a, YTO ABAETCA NPOoPIIaK-
TUKOII TporpeccupoBanus pubposa npu IICBX2 [4,
25, 26]. IIoMuMO 3TOTO, IPUMEHIOTCS CEKBECTPAHTHI
JKETYHBIX KUCTIOT (KOTIeCTHPaMIH, KOTIECTHUIION, KOJIe-
ceBe/aM), aHTUTUCTaMUHHbIE TPeTapaThl, a TAK)Ke PU-
damnniuH, peHobapOUTAT, HANTPEKCOH U CEPTPATINH

[6, 16]. IToTeHIMaTbHO HOBBIMY TePANlEeBTUYECKMMU
IpenapaTaMy sABISIOTCSI MHTUOUTOPBI TPAHCIIOPTA
JKETIHBIX COTIElT, KOTOPbIe IPEPhIBAIOT SHTEPOTeIaT -
4eCKyI0 LUPKYIALUIO (Mapamnkcubar, ofeBIuKcubar)

u TapreTHas Tepanus (nBakadTop) [4, 16]. Cregyer
IIOMHUTD, YTO Npu u3MeHeHuu resa ABCBII Heo6xo0-
IMMO C OCTOPOXXHOCTBIO IPUMEHATD JTIeKapCTBEHHbIE
CpefcTBa, KOTOpbIe CHIDKAIOT aKTUBHOCTH BSEP [24].

Ba>XHO OTMETHUTD, YTO TPYHLHOM3TEIUMBIN 3y —
9TO MOKA3aHIe [i/IsI XUPYPIUIECKOro BMENIaTeIbCTBA
(BHyTpeHHMe 1TV BHEIIHIIe OTBEIEHIS JKeTIeBbIBOSI-
IMX ITyTeN), HeOOXOAMMOTrO /ISl CHYDKEHUS peabcop-
61MM XKeTYHBIX KUCIIOT Yepe3 SHTePOrenaTIIecKyIo
IUPKYIALUIO, KOTOPOE CIIOCOOCTBYET YTy dLIeHIIO
TVICTOIOTMYECKON KapPTUHBI IIedeHN U YMEeHbIIEeHNIO,
B HEKOTOPBIX C/Tydasix, Gpubposa [6, 27, 28].

BMmecTte ¢ TeMm, 60}'IbHII/IHCTBy nanuedToB ¢ IICBX2
HeoOXOAMa TPAHCIUIAHTALVA HedeHN, HOCKOIbKY
6bIcTpO pasBuBampIuecs B Heit pubpoTudeckue us-
MeHeHMU A CIOCOOCTBYIOT IIePeXOfy B IMPPO3 U, B pAfe
CTy4aeB, HAOMIOAEeTCSA Pa3BUTIE IeIIATOLeTIIIONAPHO
KapIIMHOMBI, 4TO OIpefie/isieT HeOOXOAMMOCTD Hellpe-
PBIBHOTO MOHUTOPMHTA KITMHUYIECKIX, TaOOPATOPHBIX
Y BU3YaIU3UPYIOIINX XapaKTEPUCTHK C LIE/IBI0 CBO-
eBPeMEeHHOT0 BbIABJICHMS NIPOrPecCUpPOBaHUA 3a60-
nesaHus (4, 29, 30].

AMokcuIMAnMH+KnaBy1aHOBYI0 KUCTIOTY; B BO3pacTe
3 et 6 Mec MoJIy4u/ia MOBTOPHBIN KypPC 9TOrO aH-
TUOMOTMKA IPK IEYEHUN OCTPOro oTuTa. B 3 ropa 7
Mec. Ha ¢poHe HOpMasIbHOJT TeMIIepaTy pbl IOSABUII-
CA yYallleHHbIN 10 3—4 pa3 B [IeHb CBETJIO — XKENThIN
cTyL. Boin HasHaueH Hudypokcasup, Ha poHe mpuéma
KOTOPOTO NOABMINCH XKeNTyXa U KOXHBIN 3yf. B pe-
3yJIbTaTe IPOBE/ICHHOTO 06CIe0BaHNIA BbIABICHO
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OBBILIEHE YPOBHs 0611iero (061mit 6unnpy6us (OB),
104,9 mxmornb/n (HOpMa 0 17 MKMO/B/TT)) ¥ IIPSIMOTO
6unupyb6una (I1B, 48,5MKMomb/1 (HOpMa MeHee SMK-
Monb/m)), acnapTaTaMuHoTpaHcdepassl (AcAT, 42,6
En/n (mopma 40 En/n)), KK (286 mxmons/n (Hopma
menee 10 mxmonb/n)), I (541 mxmons/n (142-335
MKMOJIb/T)) TPV HOPMa/IbHBIX [TOKa3aTe/NAX aTaHy-
HaMmuHOTpaHcepasel (AnAT, 15,8 En/n (Hopma < 35
En/n)), ITT (21 E/n (Hopma 5-35 E/n), anbda-1-anTH-
tpuncuHa (1,4 r/n (Hopma 0,9-2 r/m)). ITpu nposepe-
Huu fuddepeHanbHON AMATHOCTUKY UCKTIOYaTICh
60nesup Bunbcona-KoHoBamoBa, BUPYCHBIE relIaTi-
T8l A, B, C. IIpu ynbTpasByKoBOM MCCIE€JOBAHUMK
BM3Ya/IM3MPOBATacCh B3BECh B )KeMYHOM Iy3bipe. Ha
OCHOBaHMMU IIPOBELEHHOT0 00CIe0BaHMsA OB BbI-
cTaBjeH Auaruo3: CuHApoM xonectasa. ToKcueckuit
(mexapcTBEeHHO-00YCIOB/IEHHBIIT) TeIIATUT C MUHU-
MaJIbHO CTENIeHbI0 aKTUBHOCTU. PekoMeHmoBaHa mu1-
€TOTepamnus, ypcofe30KCUX0IeBasd KUCI0Ta 110 250 Mr
B TeyeHue 3Mec.

B Bospacre 3 neT 9 Mec. Ipu AMHAMUYECKOM Ha-
6mr0fieHUM M 00CTeOBAHNM OTIPEReAIOCh CHIKe-
Hue yposHs OB (31,9 mxmonb/n), ITB (10,9 MxMomb/iI).
BBty MCKTIOUEHBl Ay TOMMMYHHbIE 3a60/1eBaHI T1e-
4yeHy (AHTUTENTA K MUKPOCOMaM MeYeHn-1104eK 1 Tnma
(LKM-1), mutoxouppuanbasie (AMA/M2), 1UT03071b-
Homy aHTHUreHy (LC-1) M pacTBOPMMOMY aHTUTEHY ITe-
geHn (SLA/LP) He o6Hapy>keHbl. Ha doHe nmpoBeeH-
HoOro nevyeHus B 3rofa 11 Mmec. CHUSMIUCDH ITOKA3aTenn
OB u I1IB o pedepeHCHBIX 3HAYEHNI.

B panpHeiinieM pe6eHOK HabIIOA/ICS TACTPOIHTE-
pororom ¢ guarHo3oM: JIpyrue 3abomeBaHMs SKeId-
HOTO Iy3bIps1. [IpoBOAMIICA KOHTPOJIB Xano6, 0611ero
COCTOsIHMSA U GU3NMKATBHBIX JAHHBIX, pe3y/IbTaTOB
abOpaTOPHBIX M MHCTPYMEHTA/IbHBIX METONOB VC-
C/eflOBaHUsL.

B Bospacrte 7 ner 3 Mec feBOYKa IepeHecna
0oCTpoe pecnuparopHoe 3aboneBaHue, 1O MOBO-
Iy KOTOPOTO 110 Ha3HA4YeHMIO Bpada IpMHUMAlA
AMokcununnua+KnaBynaHOBYI0 KUCIOTY. B cBAsu
corcyrcrBueM o deKTa JaHHbI aHTUOMOTUK OB OT-
MeHeH n HasHaveH lledukcum®, Iocie 4ero BHOBB IT0sI-
BIULUCH XAJI06BI Ha >KenTyxy. [Ipu o6cmenoBanum Ha-
6/01a1ach MKTEPUIHOCTD KOXKHBIX [IOKPOBOB U CKJIED,
BBbIpa>KeHHBII KOXKHBII 3y, yYallleHHBIN CTY I (4-5 pas
B CYTKJ) CBETJIO — KE/ITOTO I1BETA; IIOBBILICHIE YPOBHS
OB (94,3 mxmonb/m) u I1B (46,3 mkmonb/n), AcAT (45,1
En/n), ® (535 Ex/n), purnnuepupos (2,7 MMOIb/1
(nopma <1,7 MMOnb/1)); B Ipeenax pedepeHCHBIX 3HA-
vyennit: AnAT (35 En/m), naktar (0,73MMons/n1 (HOpMa
0,5-2,2 mmonb/n)), anbda-dperonporent (< 0,5 ME/
M (Hopma < 7,29 ME/mn)) u ITT (22 E[l/n). B noxa-
3aTe/IsAX KOaryJaorpaMMBbl M3MeHEHNIT He ObI/Io: aKTH-
BUPOBAHHOE YACTUYHOE TPOMOOIIACTUHOBOE BPEMSI
(AYTB) - 46,2 cex (Hopma 35-50 cek), MeXXIyHapOZHOE
HopManusoBaHHoe otHoueHue (MHO) - 0,89 (Hop-
Mma 0,85-1,15), mporpombuHoBOe Bpems (I1B) - 11,7
cek (HopMa 11,7-14,5 cek), IpOTPOMOMHOBBIIT MHEKC
(IITU) - 132,2% (Hopma 70-130%), pubpunoren 2,7
r/n (Hopma 1,8-3,5 r/m).

[Toxasareny aHAIU30B KPOBU HA TOPMOHBI LIUTO-
BIUIHOII XKeJIe3bl 1 MapaTropMoH — 6e3 maromoruu. [To
HaHHBIM YIbTPa3BYKOBOI'O MCCIELOBAHMNA IeaTo-
6MIMapHOI CUCTEMBI, COCY[OB IIEY€HN ¥ MATHUTHO-
pe30HaHCHOI XonaHrmorpadmum npusHaKyU

experimental & clinical gastroenterology | Ne245 (1) 2026

00TypalMOHHbBIX N3MEHEHMII XXeTIHBIX IIPOTOKOB He
BBISIBJICHBI.

o pesynbpraTaM reHeTMYECKOTO UCCTENOBAHM A TAK-
e MCKMoyanuch 6onesub Humanna-Ilnka A, B, neu-
LMT IM30COMHON Kucoit nunasbl. [Ipu nposenennn
MacCOBOTO IapajIe/IbHOrO MaHEe/IbHOTO CeKBEHUPO-
BaHUA OINIpefieTIEH OIMCAaHHDbII paHee KaK TaTOT€HHbIN
BapMaHT HYK/I€OTUIHOI IOCTIe0BATeIbHOCTY B 9K30-
He 14 rena ABCBI11 (chr2:169828412A>G) B reTeposu-
TOTHOM COCTOSIHUM, IPUBOAALINI K MUCCEHC-3aMeHe
(NM_003742.4: c1583T>C, p. (1le528Thr)). ITomumo
9TOTO BBISIBJIEH, HE ONIMCAHHBIN paHee KaK IaTOTeHHbII
BapMaHT HYK/I€OTUIHOI NTOCTIe0BaTe/TbHOCTH B 9K30-
He 25 rena ABCBII (chr2:169787252C>A) B reTeposu-
TOTHOM COCTOSIHUM, IPUBOAAILINI K MUCCEHC-3aMeHe
(NM_003742.4: c. 3334G>T, p. (ValIlI2Phe)).

Ha crepytomem sTamne reHeTMYECKOTO UCCIENOBA-
HIS METOZIOM CeKBeHuposaHusA no CaHrepy y Tpuo
ycTaHOBIeHbI U3MeHeHus B rene ABCBII (o6a ma-
TOTE€HHBbIX BapMaHTa B KOMIIAyH/l/TeTepO3UTOTHOM
COCTOSIHMM Y pebeHKa, Y pOfMTeNel IaTOreHHbIe Bapu-
AHTBI OBIIM OOHAPY>KEHBI B TeTEPO3UTOTHOM COCTOSI-
HUM), KOTOPbIE IPUBOJAT K Pa3BUTHIO CEMEIIHOTO BHY-
TpUIle4eHOIHOro0 XomecTtasa, Tuit 2 (OMVIM# 601847).

IIpu o6cnefoBanny pebeHka B Bo3pacre 7 €T 8
Mec. yposenb ODb, I1b, Tpancamunas, I'T'T oxasanuco
B IIpefienax pepepeHCHBIX 3HaYeHNL, a ypoBeHb LD
noBbIeH 1o 463 En/n. YnbprpasByKkoBoe ncciefoBaHme
renaToOMaNapHON CUCTEMBI BBISBU/IO TUIIOTOHNIO
JKETYHOTO MY3bIps; s7MacTorpadus ne4eHu — OTCyT-
crBre ¢pubposa (cragus FO, megmana monyns FOura
4,78 xI1a). BbI10 peKOMEHTOBAHO IPOKO/IKUTH Jue-
TOTepaIuio, IpueM YPCOme30KCUX0IeBOI KMCTOTDI
250 Mr 1 pas B leHb ITIOCTOAHHO U BuTaMuH JI B fo3e
2000 ME.

AHamHes3 xu3Hu. Pebenok popmics ot II 6epemen-
Hocti (I - «<3aMepiias 6epeMeHHOCTD»), IPOTeKaBIIel
Ha (OHe IUIePKOaTyIALNOHHOrO CHHAPOMa (IpueM
KJIeKCaHa C 16 Hefe/Ib), IePBbIX CPOYHBIX POLOB € Mac-
coit Tenna — 3200 1, gMHOI Tena — 52 cM Ha 8—9 6annos
o mkane Anrap. Baknyunanusa bIIJK-M u npotus
rematuta B mpoBeammace cBoeBpeMeHHO. [leBouka
BBINIMCAHA U3 POAMIBHOTO JJOMa Ha 5-i1 IeHb KU3HMU.
Pocna u pasBuBanace — mo Bospacry. IIlpusura B cOOT-
BETCTBUU C HAIIMOHAIBHBIM KaJleHapeM Ipoduax-
TUYECKUX IPUBUBOK.

ITepeHecenHble 3ab0eBaHMsA: aHTMHa (3 ropa 5 Mec),
BeTpsiHas ocma (3 roza 6 Mec), THOMHBII OTHUT (3 rofa 6
Mec), 0CTpOe peclupaTopHOe BUPYCHOe 3ab0/IeBaHMe
(7 net 3 mec).

CouynmanbHbIl aHaMHe3 — He OTSATOIIEeH.
HacnencTtBeHHbIi aHaMHe3: MaThb — JKeTyeKaMeHHa st
6omesHb 1 CT., JARA IO TMHUM MaTepu — 6ONe3Hb
Kunpbepa, 6abyiika Mo IMHUYM MaTepu — pakK xe-
TyAKa, AefyIIKa 10 TMHUM MaTepyu — paK IOYeK.
Orery - runepToHNYecKasi 60n1e3Hb, TETs IO TUHUK
OTIa — leKCTpaKapAus, cepoedyHo-IeroyHas HeflocTa-
TOYHOCTb, CMEPTDH B 27 JIET.

OusnkanbHaa gnarHoctnka. CocTosiHMe cpefHen
CTeNeHM TAXKECTU 3a CUeT OCHOBHOTO 3a00/IeBaHMA.
Cosuanue sicHoe. [Tomoskenne aktusHoe. Poct— 128 cm,
BecC — 23,7 KT, MHAEKC Maccel Tena — 14,34 (cpemguuit
SD: or - 1 po +1). ®usnyeckoe pa3BuTHE CpeRHee.
BbIsIB/IEHBI CTUTMBI A1339MOpIOTeHesa: eBUaLysi MU-
3MHIIEB CTOII, CaHAa/IeBUIHAaA 1e/lb. KOXXHBIN IOKpOB
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U BUJVIMbIe CTTU3UCTBIE 0OO0MTOYKM YUCThIE, HUIUOIO-
IMYeCKOit OKpacKu. JIumdarudeckye y3ibl He YBeIu-
yeHbl. luToBMgHAA Xele3a He nanbnupyercs. [Tpu
ayCKy/bTallMM JbIXaHME BE3UKY/IAPHOE, 4aCTOTA Jibl-
xaHuA - 18 B MuH. CepaedHble TOHBI TPOMKIE, pPUTMIUY-
HbIe, ACHBIE, YaCTOTA CePAEeIHbIX COKpameHui — 80 yz/
MuH. JKUBOT MATKUIL, TIeYeHb U Ceie3eHKa He TajIbIIn-
pytoTca. CUMITOM IIOKOaYMBaHU A — OTPUILIATEIbHBII.
MouencnyckaHue He HapyIlIe€HO, LIBET MOYM XKE/ThIA.
Ctyn opOpMIeHHBII, KOPUYHEBBIIL, 1 pa3 B JIeHb.

JlabopaTopHble nccnefoBaHUA: 06T aHAIN3 KPO-
BM, OOIMIT AaHAIN3 MOY Y, KOIIPOTOTMYECKOE UCCTIENO-
BaHMe Kajia — 6e3 MaTOMOT UM,

broxumMmnuecknit ananus kposu: yposens OB, I1b,
tpancamuHas, ITT - B npepnenax pedepeHcHBIX 3Ha-
YeHUI, OHaKo mokasarenb [P noseien (471 Ex/m).

V3 renatonueHanbHON CUCTEMBI: ITe4€Hb TOMO-
TE€HHOJ MEIKO3ePHUCTON CTPYKTYPbl, 9XOT€HHOCTb
MapeHXMMbI B HOPMe, C eAMHUYHBIMMI TePUBACKY-
JIAPHBIMU YIITIOTHEHU AMMY 110 X0y IOPTA/IbHOM BEHBI,
re4eHOYHbIX BeH. [IpaBas foss (102 MM) He yBenndeHa,
nesas (60 MM) — He yBenM4eHa. [luaMeTp MOpPTaIbHOI
BeHbI 6,4 MM, IIOTOK MOHO(basHbII?[, JIMHEHAaA CKOPOCTh
KpoBoToKa 12,3 m/c. lmaMeTp neBo MeIeHOIHON
BeHbI (4 MM), MeMa/IbHOM [Te4eHOYHOI BeHbI (5,5 MM)
B IIpefienax BO3pacTHOI HOpMbL. [ToTOK TpexdasHblit,

O6cyxpeHune

B anexrponHoii 6aze OMIM [31, 32] BHyTpumedeHOU-
HBIIT X0/ecTa3 2 TUIa IpefCTaBIeH AByMs QeHOTH-
I1aMU, TeHHO-(QeHOTUIIIYeCKIe OTHOIIEHNU A KOTOPBIX
U3JIOKEHBI 6 maosn. 2.

Teuenne [JPBX2 npoxoput HearpeccuBHO, TakK
Kak GyHKIuA 6enka, kogupyemoro renom ABCBII,
HapyIueHa TOMbKO YaCTUYHO. ITO 0OYCIOBIEHO TeM,
YTO OCHOBHBIE MUCCEHC — MYTALIV¥ PACIIO/IOKEHDI
B MeHee KOHCePBAaTMBHBIX 00/IaCTAX IeHa, KaK 9TO
omucano npu I[ICBX2 [12]. IIpu JPBX2 xentyxa, 3yx
¢ 1abOpaTOPHBIMM IIPM3HAKAMI XO/IecTas3a Habmoza-
JOTCS B TeUeHNe OT HeCKONbKNUX HefleNlb 0 HeCKOb-
KJX MeCSIIIeB, C MOCIeAYIOM UMY 6eCCUMITOMHBIMU
MHTEpBaTaMM, KOTOPbIe MOTYT /INTHCA MECALBI VN
rogsl. K dbakTopaM, IpHMBOLALINM K PELIUUBY, OTHO-
CATCs IEKapCTBEHHbIe Ipenaparsl u nHpekuuu [33].
IToBTOpHBIE SMM30[bI MOTYT CIIOCOOCTBOBATD 3HAUN-
TeJTBHOMY CHVDKEHMIO KaueCTBa XXM3HM, BTN IMBAIOT
PUCK rernaTobuanapHoil KapunHOMBI [34].

Cumnromer IICBX2 Tuma MOryr fe610THpOBaTh
y JieTeil B paslIMYHble BO3PaCTHBIE IIepuoAbl. B nc-
cnegoBaHuAx B. Minguez Rodriguez u coast. (2021)
YCTAaHOBWIIN, YTO T€T€PO3UTOTHbIE M3MEHEHN B TeHe
ABCBI1 BoisbiBatoT nerkue ¢popmel IICBX2 tuma [35].
ITpu sTOM MefuaHa Bo3pacTa Havyana 3a00/eBaHMs
cocTaBisia 5,5 7eT, a MeiaHa BpeMeH HaOmofieH s,
B IIepMOJ, KOTOPOT'O OTCYTCTBOBAJIO IIPOTPeCCHPOBaHNME
3aboeBaHMA Ha (OHE NeYeHN YPCOAE30KCUXOMEBOIT
KUCIOTO, cocTaBuaa 6 net. A. Al-Hussaini 1 coaBT.
(2021) ommcanu TpansutopHoe tedenne [ICBX2 tuma
IIpM TeTepPO3UTOTHBIX BapuaHTax rena ABCBII [36].

B mpesicTaBeHHOM KIMHMYECKOM CTy4Yae ITyCKOBBIM
(daxTopoM pasBUTHA CHHAPOMA XO/IeCTasa CIefyeT pac-
cMaTpuBaTh npueM AMoKcuIIIMH+KiasynaHoBoit
KJCTIOTBI B BO3pacTe 3 JIET 5 MeC. ¥ IIOBTOPHO B 3 T. 6 Mec.

JIMHeHasi CKOPOCTh KpoBoTokKa (16,3-21,2 m/c) B me-
penenax HopMbl. JKemanblit myssipb 83/29 mm, rpyue-
BUJHOJ (OPMBI, CTEHKY He YTOJIIIEHbI, COfEPKIUMOe
ansxorenHoe. Xonenox — 2,5 mm, Ilogxenynounas
JKejle3a He YBe/IM4eHa, KOHTY bl POBHbIE, YeTKIIE, 9XO0-
CTPYKTYpa OHOPOJIHA S, 9XOT€HHOCTDb MapeHXMMBI
usosxorenHas. Cenesenka (88/37/35 Mm) He yBe/nn4eHa,
KOHTYPbI POBHBIE, YeTKIIE, 3XOCTPYKTYPa O HOPO/IHA A,
9XOTeHHOCTD ITapeHXMMbI M309X0reHHaA. [IuameTp
Ce/le3eHOYHOII BeHbI B 0OmacTu BOpoT (3,8 MM) B Ipe-
Temax HOPMBI.

Ha ocHoBaHMM >ka/100, JAHHBIX aHAMHE3a, Pe3y/ib-
TATOB UCC/IEOBAHMS BBICTaB/IeH quarHo3: CeMerHbIi
BHYTpUIIEYeHOUYHBIT XonmecTas, Tun 2 (OMUM#
601847), Tn HaC/IEOBAHMS 4y TOCOMHO-PeELeCCHBHBII

MporHos. YunTeiBas No3gHee MposBIeHNe 3a00/IeBa-
HU, JIETKOE TeYeHe C JUINTENTbHBIM 6eCCUMITOMHBIM
NIepUONOM U JaHHBbIE T€HEeTUYeCKOTO UCCIeI0BaHMA,
oIpepeneHne KINMHNYeCKOro GeHOTHUIIa U IIPOrHo3a
HeopHO3HauHO. Heo6x0mMo Iy BBIOOpe TAKTUKY Be-
[eHVS yYUTHIBATh JaHHBIe aHAMHe3a (1eO0THpOBaHUe
U peluuB 3a0oneBaHus Ha QoHe MHPEKIHM 1 ITpreMa
aHTMMMKPOOHBIX IIpeNaparoB), ¥ IPOBOAUTD CIIEIIV-
duueckyo npodumakTUKy MHGEKINIL, UCKTIOYUTD
Ha3HayeHMe JIeKapCTBEHHBIX CPE/ICTB, IPUBOAIINX
K XOJIECTaTHYeCKOMY ITOBPEXIEHIIO eYEHN.

ITocre mpreMa TaHHOTO AHTUOMOTHKA B 7 71eT 4 Mec.
PasBIIICA peLVAUB 3a60/IeBaHSL, IIPOSBYBLINIICS UKTe-
PUYHOCTBIO KO>KHBIX IIOKPOBOB 1 CKJIEP, BHIPAXKEHHBIM
3y/IOM, yYallleHHBIM CTY/IOM CBET/IO — YKE/ITOTO I|BeTa
¢ 1a6OPaTOPHBIMY IPU3HAKAMU X0/ecTasa (IIpy Hop-
ManbHbIX 3HadeHusix [TT). VI3BecTHO, YTO IpM MO3[-
HeM pasButun IICBX deHOTHIT MOXKET [1e6I0TMPOBATD
B pesy/brare JeliCTBUA IeKapCTB, MHPEKIVIN VTN Lpy-
rux npuanH [4]. Kpome Toro, BeisiBreHa narodusnomno-
rudeckas ponb usMeHeHuit rena ABCB11 B pasButum
JIeKapCTBEHHO-MHAYIIMPOBAHHOTO OBPEX/eHMA T1ede-
HI [23, 24]. HexoTopblIe ITpenapaThl, TaKMe KaK IPOTUBO-
Mukpobusie (AMoxcuryinua+KiaByraHoBast KUCIOTa
B TOM YJC/Ie) W/IM alieTaMIHO(EH, MOT'Y T OKa3bIBaTb BJIN-
sHMe Ha BSEP 1 HapyIaTh 5KCKpeLio XKeTYHbIX KICIOT
U3 TeNaToLMTOB, YTO MIPUBOJYT K PasBUTHIO XOJIeCTasa
[37, 38]. Ha hoHe medeHns ypcopie30KCUXOIEBOI KUCIO-
TOJ Y MALMEHTKM HAO/TI0famach MOJIOKUTE/IbHAS TMHA-
MIHKa B OTHOIIEHVM LIBETa KOXKM, CKJIep, CTY/Ia, KOXHOTO
3y/ia M CHIDKEHIe YPOBHA GMmMpyOyHa, TpaHCAMIHA3,
OpHako Ba)KHO OTMETUTD COXPAaHEeHNe IOBBIIEHHBIX
nokasateneii IIIP B cbIBOpOTKE KPOBY Ha IIPOTKEHUN
9 Mec mpy 6ecCMMITOMHOM TeYeHNUM 3a60/IeBaHMNA.

Ba)kHO 3a0CTPUTb BHUMaHUE, YTO IIPY OLIEHKE XO-
jecTaTu4ecKux GeHOTUIIOB HEOOXOL MO YUNTHIBATD
TeHEeTUYeCKMUII CTaTyC nanyuenTa (TOMO3UTOTHBIN, Te-
TepO3UTOTHBII VI KOMIIayH/-TeTePO3UTOTHBI) [2].
M3-3a pa3nmMYHBIX U3MEHEHNUI OJHOTO U TOTO >Ke
reHa y HallieHTOB MOTYT HPOAB/IATLCA pasHble de-
Hotuisl [4]. Kpome ToOro, onmcaHsl cyyau ¢ mpome-
SKYTOYHBIM (pEHOTUIIOM, IPeACTaBIAIINM CO00IT
KIMHUYeCcKuit KontTunyym mexay JPBX un IICBX,
¢ mporpeccuposanuem ot JPBX k IICBX [12].

B onmcaHHOM KIMHNYECKOM Cly4ae MEeTOJOM
cekBeHUpoBaHus mo Canrepy Tpuo (pebeHOK, MaTb,
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Ta6bnuua 2.
[eHHO-¢peHOoTUNNYE-
CKIE OTHOLIEHNA
Table 2.
Gene-phenotypic
relationships
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OMIM #605479 # 601847
DenoTun Xorecras, fOOpoKadeCTBEHHBII pelMANBUPYI0- XO0J/IeCTas, HPOrpecCUpyIOLUIT CeMeTHbII BHY-
LMl BHYTPUTIEYEHOYHBII, 2 TPUIIEYEHOYHDI, 2
Ten ABCBI1-603201 ABCBI11-603201
HacnemoBannme  AyTOCOMHO-peIleCCHMBHBIN AyTOCOMHO-peIleCCUBHBIN
Dusnyeckoe CoOTBETCTBYET BO3PACTY » 3ajiepKa pocTa
pasButne o Husxnii poct
o OTCyTCTBUE IPUOABKY B Bece
JKusot ITeyenp
BHyTpuIIe4eHOUHBII X0IeCTas3, SNNU30ANYecKMii, BHyTpumeyeHoYHbIN X0MecTas
PeuMAMBUPYIOIINIA, MOXET ObIT IIOCTOAHHBIM
Yy HEKOTOPBIX NAIJMEHTOB B 607Iee MO3THEM
BO3pacTe
JKenryxa, snusongmyeckas Kentyxa
Temaromeranms lemmatomeranus
YMepeHHDIT puOpO3, BHLABICHHBII IPU o VIHTpaKaHaNMKY/IAPHBII XONeCTa3 MOKa3aH
6uorncun Ha Guomncun
o TpancdopMmalusa rIUraHTCKUX KJIETOK ITOKa3a-
Ha Ha 61oTICuN
o MocTtoBupHbIit prb6pos, BHIABIEHHBII IPK
6roncun
ITporpeccupoBaHye K0 TepMMUHANbHOI cTaguu o Lluppos
3a60/IeBaHUA ITeYeH) He IIPOUCKOINUT o TepMuHambHas CTafys 3a60/1eBaHNA eYEHN
JI0 B3POCJ/IOTO BO3pacTa
o IToBBINIEHHBIIT PUCK Pa3BUTUA TeIIATOLIEN-
IO/ APHON KapIMHOMBI
JKenunokameHnHas 6071€3Hb He xapakrepHo
Cene3eHKa He yBenuyeHa CrnneHoMeranus
KemypmouHo-KuImevHbIN JKenypouHo-KkumedHbIi
Huapes — He XapaKTepHa o [lnapes
o Manbabcopbuys >KMPOB 1 )KIUPOPACTBOPH-
MBIX BUTAMIHOB
Koska « JKenryxa, anusopndeckas « JXentyxa
o 3yJi, aNM30MYeCKUI o 3yn
Heonnasusa He xapakrepHa IToBbINIEHHDIN PUCK Pa3BUTHA IelaToLe-
JIIOJIAAPHOI KapIIVTHOMBI
JIaboparopuble o HopManbHBIN MM yMEPEHHO MOBBIIIEHHBIN o HopmanbHbII UM yMePEHHO NOBbIIIeHHbIi
OTK/IOHEHUA yposenb ramma-I'TT B creiBOpoTKe KpoBU yposenb ramma-I'TT B coiBOpOTKe KpoBHU
(231950) (231950)
o KonbrornpoBanHas runepounnpyonusHeMums o KonbrornposaHHas runepounnpyomHeMus
« IToBbIIIEHHDIN YPOBEHD 1jeIouHON pocdaTa- o [ToBBIIEHHBIT yPOBEHD LIeNOYHOI Pocdara-
3bI B CHIBOPOTKE KPOBI 3Bl B CHIBOPOTKE KPOBU
o IToBBIlIIEHHOE COLEPIKaHME XKETIHDIX KUC/IOT o IToBbIlIEHHOE COZep KaHME XKETIHDIX KMCIOT
B CBIBOPOTKE KPOBI B CBIBOPOTKE KPOBU
Pasnoe o Hauano B mepBble [iBa lecATUNIETNA o TeneTmyeckas reTeporeHHOCTH (211600)
. Ee3pe]_U/I,I[I/[BHbIe VMHTEpBaIbl MOI‘yT OIUTbCA e Havano B PpaHHEM MJIaleHYECTBE
OT HECKO/IbKUX HEJIENb 10 HECKONMbKUX JIET, « Bri3BaHO flepeKTOM TPaHCIOPTA XKETUHBIX
B T€YEHME KOTOPHIX OTCyTCTBy}OT KJIIMHU- KUCIIOT
YeCKMe unn 6]/IOXI/[MI/I‘{€CKI/IC IIpM3HAKN
XonecTasa
« IIpoBorupyomumu GakTopaMu ABIATCA
BUPYCHOe 3a60/1eBaHNe
o AnenbHOE PacCTPOIICTBO K IIPOTpeccupy-
IOU.IEMY CeMeﬁHOMy BHyTpI/IHe‘-IeHO‘-IHOMy
xonectasy-2 (PFIC2, 601847)
MonexynaprHas BrisBan myranueit B AT®-cBaspiBatomeit Kac-  BrisBano myTanueit B AT®-cBasbIBaomest kac-
OCHOBa cere, nogcemeiicTBo B, uien 11 rena (ABCBI1, cere, nmogcemeiicTBo B, uren 11 rena (ABCBI1,

603201.0002)

603201.0001)

oTel]) V eBOYKY BbISIBIEHBl U3MEHEHMUS B TeHe
ABCBI1 B xoMIayH/I/TETEPO3SUTOTHOM COCTOSHUM,
y poAuTenel maTOTeHHbIe BapMAaHThI BCTPeYaanch
B T€TEPO3UTOTHOM cocTogHMM. [lomydeHHbIE faH-
Hble CBUAETEIbCTBOBANIN O Pa3BUTUM Y pebeHKa
CEMEITHOTO BHYTPUIIEYEHOYHOTO X0/IeCTasa, TUIL 2
(OMMM# 601847), THII HAaCTIeOBaHMS — Ay TOCOMHO-
peLeccuBHBIIN.

Y4ursiBas TO, 4YTO JJaHHbIE TEHETUYECKOTO TeCTa
IO/DKHBL COOTBETCTBOBATDb K/IMHIYECKOMY peHOTUITY
pebeHKa, Auaruo3 GopMyIupyeTcs py HaIMIUY XapaK-
TePHBIX KIMHNYIECKNX CUMIITOMOB [4]. OgHako, B gaH-
HOM CJly4ae, ollpefielieH1ie KIIMHNYeCKOro (heHoTuIa
CeMeitHOrO BHY TPUIIEYeHOYHOTO XOJIeCTa3a IIpy reTepo-
3UroTHBIX Aedpextax B reHe ABCBI1, BbI3bIBAIOLINX MTO3]]-
Hee IIpOosIB/IeHIe 60/Ie3HM 1 JIETKOE TeYeHNe, 3aTPY/HEHO.
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3aKknueHune

B IIOJIHON Mepe He cooTBeTcTBYyeT [JPBX2 (OMUM #
605479) n IICBX2 (OMVIM# 601847), BepOATHO MMeeT
MeCTO IpOMeXYTOYHbIN peHorui. Heobxonumo au-
HaMM9ecKoe HabmofeHe 1 KOHTPOIb KIMHUIECKUX,
7Ta60PaTOPHBIX U BU3YaTU3UPYIOMINX XaPAKTEPUCTUK
C LIe/IbI0 CBOEBPEMEHHOTO BBIABIIEHU A IPOrPECCUPO-
BaHMA 3a60/IeBaHNA.

IIpepcraBieHHbIT KINMHUYECKNUI CAyYail JeMOH-
CTpUPYeT BO3SMOXXHOCTh HO30/IOTMYECKON AMarHo-
cTuKM 1 3¢pPeKTUBHOCTb IPOBOAMMOI Tepalun
penKoit HacnecTBeHHOI natonorun. Ilposegennoe
TreHeTM4ecKoe MCCaeloBaHye MO3BOIU/IO AUATHO-
CTUMPOBATb CEMENHDI BHYTPUIIEUEHOUYHDIN XO/ec-
ta3. KnuHMyecknit peHOTUI y JaHHOTO NMaljMeHTa

NHpopmmpoBaHHoe cornacue

3aKOHHbIM NpeACTaBNTENEM NALMEHTa 1AHO NOANUCAHHOE MHGOPMMUPOBAHHOE JOOPOBONBHOE COrNacke Ha nybnMKaumio
ONMUCAHNA KNMHUYECKOTO CAlyUas 1 UCNOb30BaHWe MEAULIMHCKMX AaHHBIX NaUMeHTa (pe3ynbTaTos 06Ce0BaHNsA, neyeHus
¥ HabmoeHWA) B HayuHbIX Lienax (aata noanvcanua 04.10.2024).

Informed consent

The patient’s legal representative signed informed voluntary consent on the publication of clinical case description and use
of the patient’s medical data (examination, treatment and observation results) for scientific purposes (signed on 04.10.2024).
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