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CJIO’)KHOCTM IMAarHOCTUYECKOTO IIOUCKA U
nuddepeHIanbHOi TUAaTHOCTUKY Y pebeHKa
c cuHgpoMoM lepmancku — Ilygnaka 3 tmia
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yn. MockBopeube, a. 1)

Pe3iome

BeepeHue. Cunppom Tlepmanckm — [ygnaka (CITI)
3 TMNA — pefKoe ayTOCOMHO-peLeccHBHOE 3aboneBaHue,
XapaKTepuaylolieecs NpenMyLecTBEHHO MMA30KOXHbIM
anbOMHWU3MOM U KayecTBEHHbIMU fedeKTaMu TpoMOoLm-
TOB, NpPOYME KAMHMYECKUE NPOABNEHUS, CBOWCTBEHHbIE
ans apyrux tunos CIT (uHTepcTuumanbHblii hubpos ner-
KMX W TPaHyNemMartosHblii KonuT npu tunax 1, 2, 4 n um-
MyHogeduumT npu Tunax 2 u 10), otcytctBytOT. 06BIYHO
remopparuyeckue nposenenus npu CIM 3 Tuna orpaHu-
YMBAIOTCA KOXHO-CAU3UCTbIM CMHAPOMOM, TOTAA KaK pas-
BUTUE TSAKENOTO KeNnyLoYHO-KULWEYHOr0 KPOBOTEYEHMS
(KK ), no paHHbIM nuTepaTypbl, ABNAETCA He XapaKTep-
HbIM 1 TpebyeT Gonee ry60KOro aHanu3a.

Lenb. MpeactaButb KAMHUYeckoe HabniogeHue pe-
benka c¢ CIM 3 tuna u peunpgusupylowmm KKK , npo-
LEMOHCTPUPOBATL  CNIOXHOCTU  guddepeHLnanbHOM
AVArHOCTUKM U 060CHOBATb HEOOXOAMMOCTb MyNIBTUAMC-
LMNAMHAPHOTO NOAX0Aa.

Matepuansl u metogbl. [poBeneH peTpOCNEKTUBHbI
aHann3 MefULUMHCKON JOKYMeHTaLuuW nauueHTta 8 ner c
reHeTnyeckn nogreepxaeHHbiM CI'TT 3 Tuna, BKNtoYas aaH-
Hble 3HAOCKOMUYECKUX, JIyYeBbIX U remMocTasuonoruye-
CKUX METOMI0B.

Pesynbrathbl. Y nauueHTa c paHee U3BECTHbIM Aedek-
TOM TPOMOOLIMTOB Pa3BUAKUCH ABa 3nKu3oaa Taxenoro KKK
C nageHuem remomobuHa go 77 r/n, notpeboBasLume re-
MoTpaHcdy3uid. MaumneHT Gbn BCcecTopoHHe 06cnefoBaH

no npocgunlo racTpO3HTEPONOTMM U rematonoruu. [lpu
KancyNbHOM 3HAOCKOMUM BbISIBAEHbl aHTMOAMCNNA3MH
NOAB3[OLWHOMN KULWKK, OAHAKO ONPEAenuTh UX KaK OfHO-
3HayHble MPUYKMHBI KPOBOTEYEHUI Ha MOMeEHT obcCefo-
BaHWs OblNO HeBO3MOXHO. o pesynbratam obcnenoBa-
HUA OfHO3HAYHOM NPUYUHBI KPOBOTEYEHUS BbIABNEHO HE
6bIN10, B CBA3W C YeM Oblnn chopMyaMpoBaHbl TPU TUMO-
Te3bl, 00bACHALUME KIMHMYECKOE TeyeHMe 3aboneBa-
HUsA: coYeTaHue MyTauuii B reHe HPS3 npuBoauT Kk 6onee
TAXKENOMY TEYEHMIO FeMOPPArnMvyecKoro CUHAPOMA; HeBbl-
NoSHeHMEe PeKOMeHALMI Bpayel, HapyLeHne NUTaHUsA 1
pexumMa NpuBOAMT K Gosiee TAKENOMY TEYEHMIO reMoppa-
rMYeCKoro CMHAPOMA; nepBuYHble AedeKTbl TPOMOOLUTOB
YCyryonsioT TeYeHMe CTPYKTYPHbIX eEKTOB KULIEYHNMKA.

3akntoyeHme. HecMoTps Ha onucaHHble B NUTeparty-
pe nerkue remaronorndeckue npossnenus CrTI3, HyxHO
NPOsABAATL HACTOPOXEHHOCTb B OTHOLEHUU BO3MOXKHO-
ro 6osiee TAKENOro TeyeHus 3aboneBaHus, B TOM yucne
kpoBoTeyeHus u3 opraHoB XKKT . Heo6xoanMbl aKTUBHbIIA
NOMCK M UCKNIOYEHME CTPYKTYPHbBIX COCYAMCTBIX aHOMANMIA
u BocnanutenbHoix n3meHeHnin KT, a auddepeHumans-
Has AMarHoCTMKa TpebyeT MexanCcLUUNIMHAPHOrO B3aMMO-
[EACTBMS 1 NOBTOPHOMO NEPECMOTPa MHCTPYMEHTANIbHbIX
OaHHbIX. bonee aKTMBHOE HAKOMNEHME JAHHbBIX MOMOXET
CPaBHUTb KIMHMYECKOE TEYEHWE MPU Pa3HbIX reHeTuye-
CKMX BapWaHTax 1 ONpeaennTb BapuaHThl, aCCOLMUPOBAH-
Hble C Hanbosee TAXENbIM TedeHUeM 3a001eBaHNs.

KntoueBble ciioBa: cuHapom lepmaHcku — lyanaka 3 TMna, XenynoYyHo-K1WeYHoe KpoBOTEYEHUE, TPOM-
bouuTONaTMA, KancyNbHas 3HAOCKONUSA, aHrMoanucnnasmus, guddepeHLmanbHbii guarHos.

Nna yutuposanua: Kynarud A.C., MoHoea C.A., Jmyposa-KpueeHuyosa A.A., Kagbiwes B.B., 3uHyen-
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Aapomom lepmaHckmu — MNyanaka 3 Tuna. Apxus neduampuu u demckod xupypauu. 2026; 4 (2): 71-78. DOI:
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CLINICAL CASE
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Difficulties in diagnostic search and differential
diagnosis in a child with Hermansky - Pudlak

syndrome type 3

A.S. Kulagin', S.A. Ionova', A.A. Jmurova-Kriventsova', V.V. Kadyshev', R.A. Zinchenko'

! Research centre of medical genetics (Moskvorechye 1 st., Moscow, 115522, Russia)

Abstract

Introduction. Type 3  Hermansky-Pudlak
syndrome (GFS) is a rare autosomal recessive disease
characterized mainly by oculocutaneous albinism and
platelet quality defects, other clinical manifestations
characteristic of other types of GFS (interstitial
pulmonary fibrosis and granulomatous colitis in types
1, 2, 4 and immunodeficiency in types 2 and 10) are
absent. Usually, hemorrhagic manifestations in type 3
GBS arelimited to the skin-mucosal syndrome, whereas
the development of severe gastrointestinal bleeding,
according to theliterature, is not typical and requires
a more in-depth analysis.

Goal. To present a clinical case of a child with type
3 GST and recurrent GCC, demonstrate the difficulties
of differential diagnosis, and justify the need for a
multidisciplinary approach.

Materials and methods. A retrospective analysis
of the medical documentation of an 8-year-old patient
with genetically confirmed type 3 GST, including data
from endoscopic, radiation, and hemostasis methods,
was performed.

Results. A patient with a previously known platelet
defect developed two episodes of severe GCCwithadrop
in hemoglobin to 77 g/L, requiring blood transfusions.
The patient was comprehensively examined in the
field of gastroenterology and hematology. Capsule

endoscopy revealed angiodysplasia of the ileum, but
it was impossible to determine them as unambiguous
causes of bleeding at the time of examination.
According to the results of the examination, no
unambiguous cause of bleeding was identified, and
therefore three hypotheses were formulated explaining
the clinical course of the disease: 1- a combination
of mutations in the HPS3 geneleads to a more severe
course of hemorrhagic syndrome; 2- failure to follow
doctors’ recommendations, eating disorders and
regimenleads to a more severe course of hemorrhagic
syndrome; 3- primary defects platelets worsen the
course of intestinal structural defects.

Conclusion. Despite the mild hematological
manifestations of SGP3 described in the literature,
cautionshouldbeexercisedregardingthe possible more
severe course of the disease, including bleeding from
the gastrointestinal tract. It is necessary to actively
search for and exclude structural vascular anomalies
and inflammatory changesin the gastrointestinal tract,
and differential diagnosis requires interdisciplinary
interaction and a re-revision of instrumental data. A
more active accumulation of data will help to compare
the clinical course with different genetic variants and
identify the variants associated with the most severe
course of the disease.

Keywords: Germansky - Pudlak syndrome type 3, gastrointestinal bleeding, thrombocytopathy, capsule

endoscopy, angiodysplasia, differential diagnosis.
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BeepeHue

Cungpom lepmanckn - Ilymmaka (Hermansky -
Pudlak syndrome, HPS) oTHOCKTCA K Tpyme penknx
ayTOCOMHO-PeIeCCUBHBIX 3a00J/IeBaHMIl, B OCHOBE KO-
TOPBIX JIOKNAT HapYyIIeHVe 61oreHe3a ! TPaHCIIOPTa M-
30COMAJIbHBIX OpTaHe/lI, BKII0Yasl IJIOTHbIE TPAHYIIbI
TPOMOOIMTOB, METTAHOCOMBI U TPV HEKOTOPBIX TUIIAX
JIaMeTIIPHBIE TeJIbIIa aTbBeO/LIPHBIX MaKpodaros [1].
Kmuangeckn CI'TI xapakTepusyeTcsi OCHOBHOI TpHu-
afioil: IIa30KO>KHBIM  a/JIbOMHNM3MOM, HapyIIeHUeM
arperanyy TpoM60IUTOB (TpoMOOITONIATET) U TPK
OIIpefie/IeHHBIX reHoTunax (Tumsl 1, 2, 4) BCTpevyaroT-
s TpaHy/IEMaTO3HBIN KOMUT, puOPO3 JIEeTKNX, a TAaKXKe
MMMYHOZIeUIIVITHBIE COCTOSHMA U HEBPOIOTMYECKIe
Hapymenys (v 2 n 10) [2]. Ty 3, acconympoBaHHbI
¢ myTanuaMu B reie HPS3, TpaguionsHo cunraerca
6ostee JIETKMM BapMaHTOM: ITIA30KOXKHBIN aTbOMHM3M
BBIP@KEH YMEPEHHO, TPOMOOIUTONATIS IIPOSIBIIACT-
C B OCHOBHOM KOXXHO-C/IM3MCTBIMM KPOBOTEUEHIN-
AMM (3KXVIMO3BI, JINTETbHbIE KPOBOTEUYEHNA IOCIIe
yianeHus 3y0oB, TpaBM), a PUCK /1ero4Horo ¢gpubposa
u Konuta MyHMMajieH [3]. OfHako pasBuTHe XU3He-
YIPOXAIOIIETO YKETyLOYHO-KUIIEYHOTO KpOBOTeYe-
Husa (OKKK) y Takux HanmeHTOB MOXeT OBITb He-
TUNIMYHBIM BCJIEACTBYE MaJOM3Y4eHHOCTUM VM VIHIVI-
BUZIyalIbHBIX OCOOEHHOCTell IalyeHTa U Tpebyer
JIOTIOTHUTE/IBHOTO  00C/IeNOBaHUsA C 00s13aTe/IbHBIM
UICK/TIOYEHNEM BO3MOXKHBIX CTPYKTYPHBIX COCYAU-
CTBIX MM BocIanTenbHbIX maTomormit JKKT .

B ocHoBe nuddepenimanproit guarnoctukn KKK
IpY HACTeCTBEHHBIX HApYLIEHMAX TPOMOOLUTAp-
HOTO TeMOCTa3a JIeKUT (yHHaMeHTa/lbHOe IPOTH-
BOopeuMe: ABJIAETCA JIM KPOBOTeUeHMe C/efiCTBUEeM
COOCTBEHHO TeMOCTAa3MOMIOTNYECKOro nedeKra Mim
K€ OHO OOYC/IOBTIEHO CaMOCTOSTE/NIbHBIM 3aborieBa-
HreMm JKKT, TakMM Kak aHTMOAWCIIA3VM, AVBEPTH-
KYJ/IbI, apTepPMOBEHO3Hble ManbGopMalNy, sS3BEeHHAsA
6onesup mwim 6omesHp Kpona. Opguako ommbovHas
HeMoOoIleHKa KnmHm4eckoit BapuabenpHoctn CITI
MO>KET TIPUBECTU K M3OBITOYHBIM TOCIIUTAIN3ALVAM,
JUINTEIbHBIM 00CIeloBaHMAM 0e3 3HAUVMOTO pe3y/ib-
Tara, KOTOpbIe 3aTATMBAIOT IOMOIIIb, @ TAK)Ke IIPUBO-
AT K CHYDKEHMIO KOMITTTAeHTHOCTY CeMbH K JIe4eHMIO.
B cBasu ¢ stuM B o6cnenoBanuu manyenTos ¢ CITI
J000TO THUIIA, B TOM YMC/Ie C JIETKMMY KIIMHIYEeCKIMMU
nposisnervsimu (CITI3), Heo6xomuMo 6amaHCUpPOBaTh
MeX/ly JMAarHOCTUYECKON HAaCTOPOXKEHHOCTBIO B OT-
HoueHun opranmdeckoit naronoruy JKKT n xnmmuu-
4ecKy OOOCHOBAaHHBIM OTPaHMYEHVEM VHBAa3VBHBIX,
JUINTEIbHBIX ¥ PeCcypco3aTpaTHBIX 00C/IeTOBaHUIA,
€C/IN TSKECTb M XapaKTep KPOBOTEUEHM MOTYT 00b-
ACHATBCA TPOABIEHUAMU OCHOBHOTO T€MOCTAa3MOJIO-
IM4YecKoro edexra.

CTOUT OTMETUTH, YTO He MeHee 3HA4MMBIM, 4eM
AVATHOCTMYECKNI TONCK, ABJAETCA aHAIM3 IIOBe-
JICHYEeCKOIl CTpaTerny MalJeHTa M ero CeMbM: Ipu

BPO>K/€HHBIX HAPYIIEHNAX TeMOCTa3a To0ble TpaBMa-
TUYecKle BO3JelICTBYA, AMeTNYeCcKye IOTPEIHOCTI U
0CO6EHHO HECBOEBPEMEHHBINI IpUeM TeMOoCTaTyhye-
CKUX IIperapaToB MHOTOKPAaTHO YBEIMYMBAIOT PUCK
pasBUTUA ¥ IPOrPeCCMPOBAHMUA SKM3HEYTPOXKAI0-
X COCTOSHMIL VIMeHHO moaToMy (opmupoBaHue
y HalMeHTa M ero OKPY)XXeHMS HaBBIKOB 0e30IacHO-
ro HOBeeHMs, 9KCTPEHHOII caMoIoMoun, paboTa ¢
KOMIIJIA€HTHOCTBIO ¥ JIOHECEHNE Ba)KHOCTU CTPOro-
TO CJIeOBaHMsI BpaueOHBIM IPEAINCAHUAM TO/DKHO
paccMaTpuBaTbCA KaK HeoTbeM/IeMasl 4acTh JiedeOHO-
npodUIaKTUYEeCKOIT IPOrpaMMmbl [4].

CormacHo JOCTYIHBIM JIUTEPATYPHBIM JIaHHBIM,
TOYHOE KO/INYEeCTBO MAIMEHTOB ¢ CUHJpoMoM lep-
MmaHckn - [lymmaka 3 tuna (CI'TI3) B Mupe He ycTaHOB-
neHo. OCHOBHOe 4MCJIO BbIABIEHHBbIX cnydaeB CITI3
cBsA3aHO ¢ 3¢ dexTOM OCHOBarens B momyssanumu Ily-
3pTO-Puko. B 1eHTpa/NbHBIX pernoHax ocTpoBa pac-
IIPOCTPAHEHHOCTb MOXKET JOCTUTraTh 1 : 1515 9enoBex,
B Cpe[lHEM II0 BCEMY OCTPOBY 3TOT IIOKa3aTelb Olje-
HUBaeTcs Kak 1 : 27 777 4enoBek [5]. 3a mpemenamu
IIyspTo-Puxo B MUpoOBOIi uTEpaType ONMUCAHO OKOTIO
42 cnyuyaes [6].

Lenb

[TpencraBuTh KIMHUYECKOEe HAOIIOfeHME peOeH-
Ka C TEeHETUYEeCKM TMONTBEPXKIAEHHBIM CUHIPOMOM
Iepmancku - Ilymmaka 3 Tuma m penuouBUPYOIINM
TSDKETIBIM  KeNTYJOYHO-KUIIEYHbBIM KPOBOTEUYEHIEM,
IPOAEMOHCTPUPOBATb TPYAHOCTU AuddepeHIab-
HOIl IMATHOCTUKM 3TOTO COCTOSHUA U 0OOCHOBATh
HeOOXOAMMOCTh MY/IBTUAVNCIMUIIIHAPHOTO MOAXO7A
C yJacTyeM reMaTOJIOrOB, FaCTPOIHTEPOIOrOB, SH/IO-
CKOIIVICTOB U CIIEIV/IVICTOB I10 JTy4eBOJ [UarHOCTHKe.

MaTtepuansl n meToabl

IIpoBeneHpl KIMHNYECKNIT OCMOTP M PeTPOCIIeK-
TUBHBIM aHA/IN3 IIOTHOV MENUIVHCKON JOKyMEHTa-
MM TIALMEHTA, BK/IIOYAIOIell BBLINVICHbBIE SIMUKPU3EI
Tpex TOCHUTAIM3aINil B (efepalbHBIl M KpaeBoOil
L[eHTPbl, KOHCYTbTATUBHbIE 3AK/IIOUEHUS TIATU Y3KUX
CIIeNMA/INCTOB (TreMaToyora, racTPOIHTEPOJIOra, He-
BpOJIOra, O TaIbMOJIOT, JePMATONIOTA).

JIabopaTtopHble MeTOABI BK/IHOYaIM OOIIMil aHa-
M3 KPOBMU, KOATYTIOTPaMMYy C olpefiesieHueM Gpuobpu-
HoreHa 1o Kiayccy, akKTMBMPOBAaHHOIO YacTUYHOIO
TPOMOOIITTACTUHOBOTO BPeMEHU, MPOTPOMONHOBOTO
BpPEMeH!U, TPOMOMHOBOTO BPEMEHN, PUCTOLETVH-
KobaKTOpHOIT aKTUBHOCTH, PakTopa Bunnebpanpa, a
TaKxe Onoxmummyecknit ananus kposu (AJIT, ACT, 6u-
mupy6uH, GpeppuUTHH, Kele30, 00LIast >Kee30CBA3bI-
Baromas croco6Hocts), [IIIP-ayarHocTuKy BUPYCHBIX
TeIaTUTOB U MMMYHOXpOMarorpaduyeckoe Muccie-
TOBaHMe Kajla Ha CKPBITYI0 KpOBb. VIHCTpyMeHTa/lb-
Hble METOBbI BKIIIOYAIM 930()aroracTpofyofieHOCKO-
muo  (OTC),  BUIEOKOTOHOCKONIMIO,  BUIEO-



KaICY/IbHYI0 9HIOCKOIMIO TOHKOM KMIIKM, MY/IbTH-
CIMpajbHYI0 KoMIbloTepHYI0 ToMorpaduio (MCKT)
OpraHOB OPIOIIHON IONIOCTM C BHYTPUBEHHBIM 00-
JIIOCHBIM ~ KOHTpactuposanueMm, KT-BupryanpHyio
KOJIOHOCKOIIMIO ¥  Y/IbTPa3BYKOBOE NCC/IefJOBaHIE
OpraHoB OpIOIIHOI MONTOCTU U IHOYeK. leHeTmyeckoe
obcreoBaHMe BK/IIOYANO IIONTHOE CEKBEHMPOBAHINE
9K30Ma C HOCTIEYIOMIMM aHATN30M CEeTPeralyy MeTo-
IOM CeKBeHupoBaHus o CaHrepy B Meanko-reHeTn-
4eCKOM Hay4HOM ILIeHTpe.

PesynbTathl

[TanyeHT, ManbIMK 8 JIET, C POXKAEHNUA VIMeIT Ipu-
3HAKV I7Ia30KOXKHOTO a/IbOMHM3Ma: CBET/IbIe BOJIOCHI,
O7eIHYI0 KOXY, Kapyue Pafy>XKu C 4aCTUYHON IINT-
MEHTalMell, a TaKXKe TOPM3OHTAIbHO-POTATOPHBIN
HIICTAarM, TMIIOINTA3MI0 (pOBea, CTIOXKHBII TUIIePMEeTPO-
OMYeCKUI acTUTMATU3M M COJPY>KEeCTBEHHOE KOCO-
r1asye. C HIeCcTMMeCIYHOro BO3pacTa MaTb OTMevasa
HOsIB/ICHJIE SKXMIMO30B Ha KOHEUHOCTSAX U ITeTeXyalb-
HOJ1 CBINY, @ TIOC/Ie YAa/IeHNs IByX MOJIOUHBIX 3y0OB
MIMeJIO MECTO JJINTe/NbHOe, HO HeOOM/IbHOE ITOKPaB-
NMBaHMe U3 O0JAacTM BMEIIATENbCTBA (IIPOXKMIKA
KPOBI B CJIIOHE).

B 2024 ropgy maumeHT OOpaTWiICS B CHeLMaIu-
3VMPOBAHHBIl IIEHTP HAOMIOEHMs 3a MAalMeHTaMU C
albOMHU3MOM, Tfe OBUIO PEKOMEH[OBAHO IIpOBefie-
HUeE MOJIeKY/IIPHO-T€HEeTUYeCKO NMArHOCTUKY [/
VICKJIIOYEHNS CUHAPOMATIbHBIX (QOpM anbOMHM3MA
(8 Tom uncne CI'TI). beuto mpoBeseHO MONTHOE CeKBe-
HIPOBaHIE 3K30Ma, II0 Pe3y/IbTaTaM BbLABJIEHBI OIN-
CaHHbIe paHee BapyaHThI B reHe HPS3 (NM_032383.3):
c.1189C > T (p.Arg397Trp) B ak3oHe 6 n ¢.1870G > T
(p.Glu624Ter) B ax3oHe 10. BapmanTtsl 6b1IM KIaccu-
¢UIMpOBaHbI KaK ITATOTEHHBIN M BEPOATHO IIATOTEH-
HBII COOTBETCTBEHHO, @ TAaKXe ObIJI0 PEKOMEHJOBAaHO
OIlpefeNNTb II0/I0KeHe BapMaHTOB. bblto mposeneHo
uccnefoBanne cerperanyy (uccnepoanue mo CaH-
repy Tpuo). Bapuanr ¢.1189C > T BbIAB/IEH Y 310pO-
BOII MaTepy, BapuaHT ¢.1870G > T BbLABIeH y 370-
poBoro ota. Takum o6pa3oM, ObITIO HOATBEPXKEHO
TpaHC-IONIO)KEeHNEe BAapMAHTOB M BBICTaB/IEH AMATHO3
cunppoma lepmanckn — Iypnaka 3 turma.

IlepBplit 3MM30[ TAXKEIOTO >KeMYAOYHO-KMILIeY-
HOTO KpOoBOTeueHMA pasBuics B uwoHe 2025 roga. Co
CJIOB MaTepy, HaKaHyHe Ha (pOHe MOTPEIIHOCTI B fiye-
Te y pe6eHKa BO3HMK/IA OfHOKpaTHas OOVWIbHAs PBO-
Ta CheJeHHON MUIIeil TEMHOTO IiBeTa. B Teuenne musa
Xajo6 He 6bIIO, OFHAKO BeYepOM pasBUIACh TOBTOP-
Has pBoTa. PeGeHKy He ObIIM JaHBI Ha3HAYEHHbIE IPU
3MM30/jaX KpOBOTedeHNI reMocTaTuku. [losgHee matb
HalJieHTa OTMeTI/Ia TeMHbIV 0()OPMIEHHBII CTYII (ca-
MOCTOATETbHO NIPMHMMAIN AKTVBYPOBAHHBIN YTONb),
U 4yepe3 HEKOTOpOe BpeMs y pebeHKa IIPOM3OILIO
CUHKoIle. bpurazioit ckopoil MeIMIIMHCKONM TOMOILN
HalyeHT ObIT IOCTaB/eH B MHEKIMOHHOE OT/Ie/IeHIe
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PaitloOHHOI 60/MBPHMUIBI . XMMKY, OTKY/ja B CBS3Y C TA-
JKeJIoll aHeMuell IepeBefieH B (efepalbHbI LIEHTP.
IIpy mOCTyIIEHUM YpOBEHb IeMOITIOOMHA COCTABUII
77 1/, spurpouutos — 2,94 x 10**/1, remarokpura —
24,5% npu neiikouurose 14 x 10°/n1 u HOpManbHOM
KO/M4ecTBe TPoMOOLMTOB. B koarymorpamme o6pa-
IaIo Ha cebs1 BHUMaHMe CHIDKeHMe GuOpuHOreHa mo
Knayccy o 1,4 r/n (mpu HOopMe 2,0-4,0 /1), TOrAa Kak
AYTB, npoTpoMb6UHOBOE BpeMs 11 TPOMOMHOBOE Bpe-
M1 OCTABaINCh B IIpefiesiax pedepeHCHBIX 3HAUYeHMIT,
6MOXVMMIYeCKIIT aHa/IN3 KPOBM ITOKa3a/1 HOPMaJIbHBII
yposerb AJIT, ACT n 6umupy6una.
VHcTpyMeHTanbHOE OOC/IenoBaHMe B ¢enepab-
HOM I[eHTpe BK/II0Yali0 HeCKO/IbKO 9TanoB. IIpu mpo-
BegeHun JITIC maHHBIX 32 AKTMBHOE KPOBOTEUYEHUE
HO/Ty4YeHO He ObIIO, BBIABIEHBI HEIPO3UBHBIN ped-
JTIOKC-330(paruT M 3puUTeMaTo3Has ractpomarusa. Ha
BUIEOKOJIOHOCKOIINY B HUCXOJALIEN 060/{04HOT KIIII-
Ke y CelIe3eHOYHOro M3ruba BU3yam3upoBaH PUKCH-
POBaHHBII TPOMO-CI'YCTOK BAIIIHEBOTO I1BETa C BAJIBIM
HOZITeKaHMEeM CBET/ION KPOBHU, a ITOC/IeE OTMBIBAHMUS —
MOBEPXHOCTHBIN CKapuUKaT CIU3UCTON 00O0TOYKM
NVHeHOM GOopMBI IIMHOM 1 cM, Ha KOTOpBI OblIa
HaJIOXKeHa SHIOCKOIMYeCcKas KINIICA C JOCTIDKeHMeM
reMocTasa. BujieokancynbHoe MCCIeoBaHe TOHKO
KIUIIKY TIPOEMOHCTPUPOBAIO MOACIN3UCTOE 06pa-
30BaHMe B [BEHAL[ATUIIEPCTHO KMUIIKe pa3MepoM
3-4 MM okpyrIoit pOpMBI C fieTpeccueil Ha BePXyIl-
Ke (BeposTHee BCETo, Me/KOe IUBEPTUKYIONOA00HOe
obpasoBaHye VIV MaHTUITHAs AMUCIUIa3Ws), a TaKXKe
QHTVMOAVICIUIa3MI B TEPMUHAIBHOM OT/Ie/Ie ITIOAB3/IOLI-
HOJ KKy pasmepoM 1 MM u 2 x 0,5 MM Ha 98 1 100%
npoxoxjennus. [locme TpaHcdysum spuTponUTapHOIL
MaccChl YPOBEHb I'eMOIIOOMHA CTaOMIN3NPOBAICS Ha
yPOBHe OTMeTKM 95 T/J1, ¥ alMeHT ObII BBIIVICAH.
ITocne samm3o0/a KPOBOTEUEHNS MAlMEHT OBIT KOH-
CY/IBTMPOBAH I'eMaTO/IOTOM, KOTOPBIN IPENIONOXIIL,
yro pasBurye npogysnoro KKK mMoxxeT BOSHUKHYTb
He TOJNbKO M3-33 KadeCTBEHHOro nedekra TpoMOO-
IIUTOB, B CBSA3YM C YeM PEKOMEH/IOBAHO IPOJO/DKUTD
oOcrefioBaHNe B XMPYPIUYECKOM WM TacTPOIHTeE-
pOJIOTMYecKOM CTalyoHape. B ImaHOBOM mOpsfKe
gepey;, MecsAll I0C/Ie TIEPBOT0 KPOBOTEYEHMsI MallieHT
ObI TOCINMTA/NIM3MPOBAH B IE€MATONOIMYECKOe OT-
JiefieHue KpaeBOll OO/NBHUIIBI 110 MECTY >KUTE/NIbCTBA
IUIA J000CIeoBaHNA 110 NTOBOAY TPOMOOLMTOIATAN
u runobudpuHoreHemuu. [Ipum moBTOpHOM Mabopa-
TOPHOM KOHTpOJIe yPOBeHb (MOPMHOreHa COXPAaHSI-
Ccs CHWDKeHHBIM, coctaBuB 1,1 r/m, torma xak AUYTB,
HIPOTPOMOMHOBOE BpeMsi, TPOMOMHOBOE BpeMs, pu-
CTOLeTUH-KO(aKTOpHAass akTUBHOCTD (126,6%) u dax-
Top Bunnebpanpma (105,4%) Haxogwmich B Ipefenax
HopMbl. O6pamaio Ha cebs BHMMaHMe CHIDKEHUe
¢depputnna o 19,83 ur/mn (Hopma 30-140 Hr/mu)
IpY HOPMa/JIbHOM YpPOBHE >Xe/le3a CBIBOPOTKMU, YTO
CBUJIETE/IbCTBOBAJIO O JIATEHTHOM JXere3ofeduiure.
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VIMMyHOXMMMYeCKOe MCCIefioBaHMe Kaja Ha CKpbI-
TYI0 KPOBD JaJI0 TIO/IOKUTENIbHBIN pe3y/IbTaT, OGHAKO
IIpY TOBTOPHOM MCC/IEOBAHMUM 4Yepe3 YeTbipe IH:
KpOBb He OOHapykeHa. BrInmonHeHHas BO BpeMs ro-
cinranusanuu MCKT opraHoB OpIoIIHOI MOTOCTH
C BHYTPUBEHHBIM OOJIOCHBIM KOHTPAaCTUPOBAHUEM
IIaTO/IOTMYECKMX M3MEHEHMUII He BBIABM/IA. 3a BpeMsd
3TOJl TOCHUTANM3ALNM SMM30[0B KPOBOTEUEHNS He
OTMEYasIoCh.

Yepes nmATh MecsleB OT IE€PBOr0 KPOBOTEUEHMS
MaTh BHOBb 3aMeTIIa y peOeHKa YepHBIl CTYII, CKYJ-
HBIM U OJHOKPATHBIN, a Ha CAERYIOLUII IeHb IIOBTO-
PWICA 4epHBII 0(OPMICHHBII CTYJI, YTO MOCTY>KIIO
NPUYMHONM IOBTOPHOV rocnuranmsauyu. VI3 aHam-
He3a BBIACHWIOCDH, YTO paHee Ha3HAYEHHbIE TeMOCTa-
TUKU He IpMHMMAanKCh. IIpu mocrymienun ypoBeHb
remornobuna cocrasun 100 r/1, B fUHAMMUKe CHU3UB-
1ch 10 95 /1, spuTpounToB — 3,46 X 10'*/1, TpOM-
6ounToB — 248 x 10°/1. B koarynorpamMme OTMe4eHO
cawkenune pubpunorena o 1,3-1,7 r/n. Kan Ha ckpsr-
TyI0 KPOBb BHOBb [Ja/I IIOJIOKUTE/IbHBIIl Pe3y/bTar.
IlosTopHas OI'IC BBRIABMIA NUIIb ITOBEPXHOCTHYIO
ractponaruio, a KT-BupTyanbHas KOTOHOCKONUSA TO-
Kazaja mM(odO/UINKYIAPHYIO TUIEPIUIa3UIO TePMI-
Ha/IbHOTO OT/le/Ia MOB3/I0IIHO ¥ TOJICTO KMIIKN. 32
BpeMsI TOCIUTAIN3anny Ha GOoHe IpyeMa reMOCTaTH-
YeCKOJl Tepamuy KpOBOTEUeHMsI He IOBTOPSINCH. B
XOJie la/IbHeNIIIero HaO/MoIeHNs B TeYeHMe IeCTI Me-
CsLeB IIOCTIe BTOPOTO KPOBOTEUEHNA COCTOSIHIE OCTa-
BaJIOCh CTAOM/IBHBIM, PeLi/inBa He ObLIO.

06cyxpeHue

Taxum obpasoM, mpm o6cC/TefOBaHNM MALMeHTa C
TeHeTIYeCK) IIOATBEP>KIAEeHHbIM CMHAPOMOM lepMaH-
cku — Ilyamaka 3 Tuma BBIAB/IEHBI IBA SMM30/1A TKe-
JIOTO YKETyZOYHO-KUIIEYHOIO KPOBOTEUEHVs, IOTpe-
6osaBue remorpancdysun. HecmoTpss Ha Hammuue
TPOMOOLMTONIATUY ¥ CTOMKON runoduopuHoreHe-
mun (ypoBenb ¢pubpunorena 1,0-1,4 r/), npodysubie
kpoBoteueHus: n3 JKKK morpe6oBanu uckmouenus
CTPYKTYPHBIX VM3MEHEeHMII KaK IPUUYMHBI KpOBOTEYe-
HUIL. DTO PUBEIO K PACIINPEHNIO JUATHOCTUIECKOTO
HOVICKA I OOHApy>KeHMsI JJOTIOJTHUTEIbHBIX VICTOY-
HVKOB, CIIOCOOHBIX BBICTYIIUTb IPUYNHON pas3BU-
s JKKK. OgH1M 13 BO3MOKHBIX MICTOYHUKOB MOT-
7yt 661 OBITH AHTMOUCIIIA3MY TEPMUHATBHOTO OTZENIa
HOZIB3/IOIIHOI KUIIKY, OOHapy>KeHHbIe TP KaICY/Ib-
HOJl SHIOCKONMMU. DT MeJKUe COCYLUCTBlE Maslb-
dbopmanyy y 37M0pOBBIX JIOfEN OOBIYHO HPOTEKAIOT
6eccUMIITOMHO, OfHAaKO Ha (OHe TPOMOOIUTONIATIN
U rUIoGUOPNHOTEHEMIUY MOTYT SABJIATHbCSA KpUTHYe-
CKUM MCTOYHMKOM pPeUMIVBUPYIOIINX KpoBOTeYe-
Huit [7]. TexHmdeckrme BO3MOXKHOCTM KaIICY/TbHOI
SHJ/IOCKOIUY He MO3BOJSAIOT MPOBECTH eueOHOe BO3-
IeCTBIE, a TONMYECKAsT JUAarHOCTMKA TaKMUX METKUX
MOpaXKEHUI I TOCIEeRYIOUeN SHJOCKOIMYECKO

KOAryIsauuyu WIM XUPYPIUYECKOM pe3eKUUu Kpaii-
He 3arpypHeHa [8]. JIumdodommmkynapHaa rumep-
11asusd, BolasneHHas npu KT-komoHockomuu, Takxe
MOXXET COIPOBOX/IATbCS MOBBIIIEHHO PaHMMOCTBIO
CIIM3YCTON U MIPOBOLMPOBATh KPOBOTEUEHME Y MaIlM-
€HTOB C TeMOCTAa3MOIOTYeCKUMY HapyIIeHnAMH [9].

Ocoboro obcyxeHns 3acnyxuBaeT runoduobpu-
HOTeHeMIIsl, BbIAB/ICHHAsA y JAaHHOTO MaiueHTta. CHI-
eHMe ypoBHA ¢ubpnHorena mo 1,0-1,4 r/m He AB-
nsercsa tunmaHbiM aia CITI m MoxeT mpefcTaBIATh
co6011 caydaiiHOe COYeTaHMe C HAC/Ee[ACTBEHHON I'M-
no¢pubpuHoreHemueit (myrauynu B renax FGA, FGB,
FGG) 160 OBITH C/IEACTBYIEM XPOHIYECKO KPOBOIIO-
tepu [10].

Ba)kHO OTMeTWUTb, YTO Ha JOTOCIUTAIBHOM 9Ta-
Ie MalyeHT He Mo/ly4yan Ha3HaueHHbIX TeMaToI0roM
reMOCTATNYeCKNX IIPeNapaToB 13 MOATPYIIIBI MHTU-
outopoB ¢pubprHONM3a (aMIHOKAIIPOHOBAsI KVUC/IOTA
u3 pacdera 50-100 Mr/Kr KaXk/plil 4ac), HEOOXOmM-
MBIX IIpY IpU3HaKax Hayanma KpoBoTedeHus ns JKKT
npu CI'TI. Kpome Toro, B aHaMHe3e 06paiiaioT Ha ce6s
BHUMaHJE SIU30Abl NOTPELIHOCTel B JAMETNYeCKOM
NUTAHUY ¥ HapyLIeHUs MIPUHIUIIOB OXPaHUTETbHOTO
pexuma.

O6a BBIAB/IEHHBIX y ONMUCAHHOTO HaMM IMallJieHTa
BapmaHTa B reHe HPS3 (c.1189C > T (p.Arg397Trp),
VCV000004613, n c.1870G > T (p.Glu624Ter),
VCV000812964) panee peructpupoBamuch B 6ase
manubix ClinVar kax maroreHHble ipu cuHppome lep-
MmaHck - [Tygmaka 3 tuma o otgenbrocty [11]. OnHa-
KO, 110 JaHHBIM JINTEPATYPBl, X COYeTaHUe B KOMIIA-
YHZI-T€TepO3UTOTHOM COCTOSIHUM Y OJHOTO IAIjieHTa
He omycaHo. B omy6nmkoBaHHBIX cnydasx HPS3 3a-
(bUKCHPOBAHBI MHBbIE TEHETUYECKMe BapMAHTbL: KOM-
nayHj-rereposurotuble ¢.1457G > A u c.1813G > T,
KOMIIayHJI-reTepo3urotHele .65C > G u c.1193G > A,
romosurotHas ¢.2887G > T (p.E963%), a Taxxe couera-
Hye c.1163 + 1G > A c xpynHoii fenenyeit [3, 12-14].

Takum 06pa3oM, NpeCTaBIeHHOE COYeTaHue Te-
HeTUYeCKVX BapMaHTOB ABJIAETCSA HOBBIM U paHee He
OIIVICAaHHBIM B Hay4HOI1 tuTeparype. He nckmrovaerca
(dakTOp BIMAHNUA NAaHHBIX BAapMAHTOB Ha yTsKeTIeHNe
KIMHUYECKON KapTUHBL

3aknioyeHue
Ilennb meMOHCTpauMy [aHHOTO KIMHWYECKOTO
caydas - IIOKasaTb TPYAHOCTb AuddepeHIab-

HOIl JMaTHOCTUKM PeLUAMBUPYIOIIEro >KelyJodHo-
KMIIEYHOTO KPOBOTEYEHNA U OMMCATh KIMHUYECKYIO
BapnabeIbHOCTh CUMIITOMOB Yy pebGeHKa C pefKoit
HaC/IeCTBEHHOI IaTO/OTuel — cMHApoMoM lepman-
ckn — Ilypgmaka 3 Tuna. HecMOTpsa Ha onmcaHHBIE Te-
matonornyeckue Hapymenus npu CITI3, Tsxenble
peuypusupytomye kpoporedenus u3 JKKT He crout
OIHO3HAaYHO CBA3bIBaTb C HapylleHMeM IeMOCTasa,
TpebyeTcss TIyOOKMiI aHamM3 BCeX BO3MOXKHBIX



[IATOTeHeTUYeCKMX ITyTell IpU NaHHOM CUHJPOME U
VICK/TIOYEeHNe BO3MOYXHBIX COIY TCTBYIOIIUX CTPYKTYP-
HbBIX AaHOMaJIVIL.

YdauTbiBas BBIIECKa3aHHOe, ObuM  chopMyn-
pPOBaHbl YeTbIpe TUIIOTE3bl, OODBACHAILINE KINHU-
JyecKoe TedyeHMe 3a00leBaHMA: COYETaHVe MYTalluit
B rede HPS3 mpusoput x 6osee TKenoMy Te4eHUIO
reMOpPpPAarn4eckoro CUHAPOMa; HETUIINYHOE TedeHNe
cunppoma lepmancku - Ilygnmaka 3 Tuma y gaHHOTO
manueHTa Ha (oHe HecOOTIOfeHNsT OXPAHUTETIbHOTO
peXxrMa ¥ jledeOHbIX MepONpUATUII HpU 3MU30AaX
KPOBOTEYEHUIT; IepBUYHbIE JedeKTbl TPOMOOLNTOB
YCYTyO/IAIOT TedeHMe CTPYKTYPHBIX Ae(eKTOB KUIIed-
HIIKa; Ha/I4Yyie APYTUX FeMaToIOrMYeCKIX HapyIeHNit
(runodubpuHOreHeMuy) MPUBOAUT K YCYTyOIeHMIO
HpOsIB/IeHNS 3a00/IeBaHMsA, B CBOIO OYepeNib, Hapyllle-
HVSL MOTYT OBITh KaK C/IyYallHBIM COYETAaHUEM JIBYX
3a00/IeBaHMil, TaK M pacHIMpeHMeM KIMHUIECKOTO
cnektpa CITI3.

B Begenuu nanuentos ¢ CI'TI HeoOXomMMO BcecTo-
pOHHee y4acTue IeMaTo/IOrOB, CTPOTrO€e BBIIOTHEHNE
PEKOMEHJIaLWil 110 Tepanuy, AMeTe M OXPaHWUTeNIb-
HOMY pexxumy. IIpy BpOKIEHHBIX HApYIIEHUAX Te-
MOCTa3a JTI00ble TPaBMbI CTIM3UCTBIX 000I0YeK, Jaxe
MUKpPOTPAaBMBI, BO3HMKAIOILI/E IIPYM YIOTpeOreHnn
YKeCTKOI1, OCTPOIl MM Ipy0Ooit NN, @ TAK)XKe IIPU He-
JIOCTaTOYHOM II€PEKEBbIBAHNY, CO3[AI0T YCTIOBUS J/Is
BO3HMKHOBEHISI KPOBOTEUYEHMsI, KOTOPOE B YCIOBUAX
TpOMOOLMTONATUN U TUNOPUOPMHOTEHEMUN MOXKET
Ipro6pecTy 3aTsHKHOI ¥ MaCCUBHBII XapakTep. B Tex
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