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O6ocHoBaHMue. CuHgapom lepmaHckoro-[llygnaka, tmn 6 — peAKoe Hacie[CTBeHHOoe 3abosieBaHue, 06YC/10B/IEHHOE
naTtoreHHbIMU BapuaHTamMn HyKIeOTUAHOM MOC/Ae[0BaTe/IbHOCTH, Aeeynsamn, nHeepumnsmu B reHe HPS6, Koaupytolem
OHOMMEHHbIN TpaHCMeMOpPaHHbIN 6e/10K. 3aboieBaHUE MPOTEKAET C reMopPParn4ECKUM CUHAPOMOM, NpPU3HaKamu rnaso-
KOXXHOro anbbnHM3Ma, B HEKOTOPbLIX Cay4asix — C BOCMaIMTE/IbHbIMU 3a60/1€BaHUSMMU KULLEYHMKA. B CBS3M ¢ pegKoCTbio
CUHAPOMa K/IMHUYECKas KapTuMHa 3ab0/ieBaHns, B TOM YMC/Ee NaTOJIONMUsI KENYAOYHO-KMUILIEYHOrO TpaKTa, U3y4eHa Heno-
cTaTto4yHo. OnucaHMe KIMHUYEeCKOoro cay4vas. [lpeacTaBiseM OnvcaHue KAMHWYECKOro cayvas nauueHTa ¢ CMHAPOMOM
lepmaHckoro—llygnaka, Tmn 6, B CO4ETaHUMU C COCYAUCTOM MasibpopMaLmen KnlleYHnKa. Y nauneHTa ¢ AnarHo30oM «71a30-
KOXHbI# anbbnH13m» ¢ 4,5 neT oTMeyanncb PeunanBrupyoLLNe KULLIEYHbIE KPOBOTEYEHMS, CHUKEHUE KOHLIEHTPaL MK reMo-
mo6uHa Ao 45 r/n; Koan4ectBo TPOMOOUMTOB, UX CpeAHU 06beM U pacripegeseHmne TPOMOOLMTOB 10 06beMy 0CTaBaJlnCh
B npegenax pepepeHCHbIX 3Ha4eHUH. BbIIBI€HO HE3HAYUTEIbHOE CHMKXEHME COAepKaHus MpoTpoMbuHa (no KBuKy) —
10 68% (Hopma — 70-120%). lNpu nccnegoBaHMn Mop@dOI0run TPOMOOLIMTOB BbiSIBIEHO CHUXEHNE B HUX KOJIMYECTBA MJ10T-
HbIX rpaHyn: meHee 3 — 25% TpombounToB, MeHee 6 — 64%. lNpu ynbTpa3BYKOBOM MCCAEA0BaHMMN BbiSIBJIEHbI MPU3HaKN
cocyancTon MaJibopmMalmnn BOCXOAALEro otgesaa rnonepeyHorm 060404HON KULLIKU, @ MMEHHO 3HayuTeslbHble U3MEHEHNS
AnameTpa (paclwupeHne) u GopMbl COCYAOB KULLIEYHON CTEHKM. [Tpu MONIEKYnspHO-reHeTuyeckom uccaegoBaHnn (NGS)
BbISIBJIEH HYKN€OTUAHbIN BapmaHT ¢.1133T>G (p.Leu378Arg) B roMO3UroTHOM CcOCTOSIHUN B reHe HPS6. 3T0T )xe BapuaHT
B rOMO3UrOTHOM COCTOSIHMM BbISIBJIEH Y MJaLLen CecTpbl pobaHaa, y KOTOPOH TakKe 0bHapyKeHa cocyancTasl CTPYKTypa
B CTEHKE BOCXOASLIEr0 0TAE1a NonepeyHor 0604049HON KULLIKW. SaKm4eHue. [AndppepeHLmnanbHas AMarHoCTMKa CUHAPOMa
lrepmaHckoro-Ilyanaka, Tmn 6, NPOBOAMTCS C APYrMMU TUNIAMMU 3TOFO CMHAPOMA, @ TaKXKe C CUHAPOMAaJIbHbIMU U HECUHAPO-
MaJlbHbIMU pOpMamMm M1Ia30KOKHOIo abbuHu3amMa. B ¢BA3n ¢ pegKocTetio cuHapoma lepmaHckoro—Ilyanaka MOneKynsipHo-
rEeHETMYECKOE MOATBEPIKAEHNE AMarHo3a Liesecoobpas3Ho MPOBOAMTL C MOMOLLbIO METOAOB MAacCOBOro rnapassiesbHoro
cekBeHupoBaHusi (NGS), B TOM Yucie CEKBEHUPOBaHMS IK30Ma.
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OBOCHOBAHME

CuHapom [epmaHckoro-llygnaka, Tvn 6 — peakoe
BpOX/AEHHOe 3aboneBaHue, Hacnegyemoe no ayTocoMm-
HO-peLEeCCUBHOMY TUMY, Bbl3BAHHOE MaTOreHHbIMWU Bapu-
aHTaMu HYK/IeOTUAHOM NOCNefOoBaTeIbHOCTH, AeNeLnamu,
UHCepunamMu B reHe HPS6, KoaMpyloweM OAHOUMEHHbIV
TpaHcmeMO6paHHbI 6enoK. ocneaHnin SBNSETCA KOMMO-
HEHTOM KomnneKca opraHenn BLOC2, Heob6xoanmoro ans
6roreHesa CBA3aHHbIX C IM30COMaMu opraHenn — Mena-
HOCOM W MNOTHbIX rpaHyn B TpombouuTax [1, 2]. CuHAPOM

[epmaHcKoro—llyanaka — 370 FreHETUYECKU TETEPOreHHas
rpynna HacneacTBeHHbIX 3a60/ieBaHUI, KOTOpble 06yCnoB-
NIEHbl HapyweHneM OYHKUMKM TpaHCcMeMObpaHHbIX GEeKoB,
Heo6XxoaAMMbIX AN PYHKLMOHUPOBAHUS BHYTPUKIETOYHbIX
opraHens, cBs3aHHbIX C An3ocomamu (lysosome-related
organelles) [3]. OCHOBHbIMW KIIMHUYECKUMMU MPOSABAEHUAMM
OaHHOW rpynnbl 601e3HEeN ABNSETCH [Ma30KOXHbIM anbou-
HM3M, KOTOPbIN XapaKTepmnayeTcs AennurMmeHTalmen Bosoc,
KOXM, a3 M MNaToNornen OpraHoB 3PEHWS: CHUMKEHMEM
OCTPOTbl 3PEHUS, HUCTAarMoM, CBETOGO0S3HbIO M remoppa-
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rmyecknm cuHapomom [3]. Mo gaHHbIM 6a3bl OMIM, B HacTo-
sulee Bpems BblgenstoT 11 TMnoB (Hymepauus oT 1 o 11)
cvHapoma lepmaHckoro—rlyanaka, 06ycnoBAEHHbIX MU3MeHe-
HuaMK B reHax HPS1, -3, -4, -5, -6, BLOC1S3, -5, -6, AP3B1,
AP3D1, DTNBP1 [4].

PacnpocTtpaHeHHOCTb cuHApoma [epMaHcKoro—Ilyanaka
coctaBngetr 1-9 cny4yaeB Ha 1 MSIH HOBOPOXAEHHbIX [3, B].
MaKcrManbHO BbiCOKas pacnpocTpaHeHHOCTb 6oNe3Hn 3ape-
rMcTpMpoBaHa Ha ceBepo-3anage lNyapto-Puko (1 : 1800) [3].
CuHgpom lepmarckoro—Ilygnaka, Tvn 1, Takxke 4acTo BCTpe-
4yaeTcs B M30/IMPOBaHHON rOpHOM AepeBHe B LLIBenuapcKmx
Anbnax v B AnoHuun. CuHapom fepmaHckoro—Ilyanaka, tun 3,
Hanbonee pacnpocTpaHeH (1 : 16000) B LeHTpaNnbHOM YacTu
MyapTo-PuKo [3]. Bcero K mapty 2021 r. 3apernctpupoBaHo
212 nauueHToB C NaToreHHbIMKM BapuaHTamu reHoB HPS3,
HPS5 vnn HPS6, npuBoasLmx K HegoctatoyHocTn BLOC2 [3].
Y 20 4yenoBeK M3 ceMbMU U3PaUIbCKUX 6EAYMHOB C KNUHWUYe-
CKMMMW MPOSIBNEHUAMMU [NA30KOXKHOIO anbbuHM3ma BbISB-
neHa peneumns ¢.1065insG B reHe HPS6 B romMo3uMroTHOM
COCTOSIHWM, UM YCT@HOBNEH AMarHo3 «CMHAPOM [epMaHCKOro—
Myanaka, Tmn 6» [4, B].

[eH HPS6 KapTnpoBaH Ha [IVIMHHOM nie4vye XpoMocombl 10
B XpoMocoMHoW o6nactn 10g24.3 v cocTouT M3 1 3K30Ha
[4]. B HacTosilee Bpemsa onucaHo 6onee 45 naToreHHbIX
HYKNEeOTUAHbIX BapnaHToB reHa HPS6, KOTopble B rOMO3M-
FOTHOM MSIM KOMMNAYHA-reTepo3nroTHOM COCTOSIHUM MPUBOASAT
K pas3BuTUIO 3ab0fieBaHUS W, B YACTHOCTW, remopparunye-
CKOro cuHapoma [6]. JaHHble UBMEeHEeHUs MOTYT HaboaaTb-
ca B pesynbrate AMCMOPGOPYHKLMOHANbHbBIX HapyweHun
NAOTHbIX FPaHy/ B MerakapmoLmMTapHoOM PocTKe. Y 340PO0BbIX
NoAeN KONMYeCTBO MAOTHbLIX rpaHyal B TPOMOOLMTax MOXKET
BapbupoBatb OoT 3 g0 8 B 1 KieTke. [pu atom guameTtp
TPOMGOLIMTOB MOXKET HaxoanTbes B nepegenax 100-300 HMm.
B cBoto o4epenb, Manble rpaHynbl GOPMUPYIOTCS B MIOTHbIE

rpaHyfbl, KOTOPbIE coeprKaT Takne 6MOaKTUBHbIE BELLECTBA,
Kak ageHo3uHTpudocodat (ATP), ageHosnHandocdat (AAD),
aHTMNNa3MKH, MOHbl KanbLus, CEPOTOHMH. B npouecce pea-
NM3aumn arperaumoHHon GyHKUMKM TPOMOGOLMTOB npoLecc
UX aKTMBaLMK CTUMYAMpyeTCcs BbicBobOXaeHnem AP B Kpo-
BAHOe pycno. CnegoBaTenbHo, ecnu Habnwogaetca aedwu-
LUMT MOTHBIX FpaHyn, TO HopManbHoe GYHKLMOHMPOBaHWe
TpOMOBOUMTaPHbBIX GYHKLKUIA CTpadaeT, YTO MOXKET NPUBOAUTb
K pa3BUTUIO remMopparmyeckoro cuHapoma [6].

OCHOBHblE KNMHWYECKWE MNPOsiBAEHUS cuHapoma [ep-
MaHcKoro—Iygnaka, TMn 6, BKAOYalOT B cebsi NPosiBNEHMS
rMa30KOXHOro anbbuHM3Ma M reMopparnyecKoro CMHAPoMa.
Y Yyactn 60MbHbIX BbIABASIOTCA BOCNanuTenbHble 3aboneBa-
HUS KMLWEYHUKa no Tuny 6one3Hn KpoHa [7, 8]. MNatonorus
3pPUTENBHOr0 aHanu3atopa BK/OYAeT B Ce6S CHUXKEHWe
OCTPOTbl 3PEHUS, HUCTarM, cTpabuam, CBETOO0SA3Hb, TpaHC-
WANIOMUHALUMIO pafy*KKK A0 3-W CTeNeHu, rmnonurmeHTaLmio
rnasHoro fHa, otcytcTBme GoBeanbHOro pedneKkca, runonna-
310 Maky”nbl [4, 9, 10]. Y naumMeHTOB OoTMeYatoTcs CBeTnas,
rMNONUIrMEHTUPOBAHHAA KOXa, CBeT/ble BOMOCHI, 6GPOBMH,
PEeCHWLbI, YacTble HOCOBblE KPOBOTEYEHWUS, KPOBOTEYEHMS
nocne onepauun, TpaBMm, yaaneHus 3y60B, MeHopparuu
[3, 6, 7]. NMoparkeHne nerkux y nauuMeHToB C CUHAPOMOM
[epmaHcKoro—Ilygnaka, Tmn 6, He onucaHo [11].

[dunarHocTnka cuHgpoma lepmaHckoro—Ilygnaka, Tmn 6,
OCYLLECTBASETCH C MNOMOLbBID MONEKYNSPHO-reHeTnyec-
KOro uccnefoBaHWsi, HanpaBieHHOro Ha MOWCK MyTaluK
B reHe HPS6. Hanbonee 4acto ¢ 3TON LieNbio MCNONb3YyoTCH
MeTOo[ CEKBEHMPOBaHMSA HOBOro nokonenns (NGS) no nanenu
reHoB, cneundUyHbIX A9 ra3oKOoXHOro anbbuHu3ma, Uau
MEeTOJ CEKBEHMPOBaHMS 3K3oMa [12]. AnddepeHumanbHbin
AMarHo3 nNpoBOAWTCS C APYrMMU TMNamu cuHgpoma lepmat-
ckoro—Ilyanaka, HecMHAPOManbHbIMK hOPMaMMU MNa30KOXK-
Horo anbbvHuama, CMHAPOMOM HYageka—Xuralu, CUHAPOMOM
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Background. Hermansky—Pudlak syndrome type 6 is rare hereditary disease caused by pathogenic variants in base sequence, deletions,
and insertions in the HPS6 gene encoding the transmembrane protein of the same name. This disease occurs with hemorrhagic
syndrome, oculocutaneous albinism, and inflammatory bowel diseases (in some cases). The clinical picture of the disease, including
the gastrointestinal tract pathology, has not been studied completely due to the syndrome rarity. Clinical case description. We would
like to present the description of clinical case of the patient with Hermansky—Pudlak syndrome type 6 accompanied with bowel vascular
malformation. The patient diagnosed with “oculocutaneous albinism” at the age of 4.5 has shown recurrent intestinal bleedings, blood
hemoglobin concentration decrease to 45 g/I; platelet count, mean platelet volume and platelet distribution width remained within the
reference values. Slight decrease of Quick’s value to 68% (normal range 70-120%) was revealed. The study of platelet morphology has
revealed a decrease in the number of dense granules: < 3 in 25% platelets, < 6 — in 64%. Ultrasound investigation has revealed signs
of vascular malformation in ascending colon: significant changes of diameter (widening) and shape of intestinal wall vessels. Molecular
genetic analysis (NGS) has revealed the nucleotide variant ¢.1133T>G (p.Leu378Arg) in homozygous state in the HPS6 gene. The same
variant in homozygous state was revealed in the younger proband sister who also had vascular changes in the ascending colon wall.
Conclusion. Differential diagnosis of Germanic—Pudlak syndrome type 6 should be performed with other types of this syndrome as well
as with syndrome and non-syndrome forms of oculocutaneous albinism. Molecular genetic confirmation of the diagnosis is suggested
via massive parallel sequencing (NGS) methods (exome sequencing included) due to the rarity of Hermansky—Pudlak syndrome.
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lpuzennu [7, 10]. JledeHne 3a6oneBaHns CMMNTOMaTUYECKOE.
B HacTosilee BpeMs natoreHeTMYecKas Tepanus Ans AgaHHom
60ne3Hu He pa3paboTaHa [10, 11].

CuHapom lepmaHcKoro-Tllyanaka, Tun 6, aBnaseTcs pes-
KUM HacneactBeHHbIM 3aboneBaHMeM, KOTOpoe MOXKET Npu-
BOAWTb K Pa3BWUTUIO reMopparnyeckoro cuHapoma [1, 3, 6].
B mMupoBoOn nutepaType KAMHUYECKME OMUCaHWs AaHHOIo
CUHAPOM@ HEMHOrOYUCNEHHbI, B OTEYECTBEHHOM nuUTepa-
Type — OTCYTCTBYIOT. B CBfI3U C 3TUM U3y4YEeHUE KIUHUYe-
CKMX MPOSIBNEHWN CUHAPOMa Yy POCCUMCKMX MaLMEHTOB,
BbIPaXXEHHOCTb reMopparM4yecKkmMx MpOsBAEHUIH, Hanuyue
UMMyHoZedULMTa, NOPAXKEHUS NErkKux, BocCMnanuTeNbHbIX
3a60/1eBaHUIN KNWEYHUKa ABNSETCSA aKTyallbHbIM ANS Neau-
aTpoB, reMaTo/loroB, racTPO3HTEPOIOrOB, MY/ IbMOHONOMOB,
reHeTUKOB.

KAUHUYECKHUIA NPUMEP

O nauueHTe

MauneHT M., Manb4uK, Bo3pact 7 net 10 mec, npoxoann
nnaHoBoe ambynaTopHoe o6cnenoBaHne B CBA3WM C [N1a30-
KOXHbIM anbbUHM3MOM. Kanobbl Ha MOMEHT 06cnefoBaHuUs:
CHWXEeHWEe 3PEHNS, HUCTarM, CBETO60SA3Hb.

AHaMHe3 XU3HU

Pe6eHOK OT nepBoW 6GepeMeHHOCTU, MpOoTEeKaBlUen Ha
dOoHe apTepuanbHOM rMNEepPTEH3NN, 3a4EPHKKN BHYTPUYTPOO-
HOrO pPasBUTUS, OT MEPBbIX CaMOCTOSTENIbHbIX POAOB Ha
cpoke 39 Hea. Macca Tena npu poxaeHnmn — 2500 T,
onvHa — 47 cm. OueHka no APGAR — 8/8 6annoB. B paH-
HeM HeoHaTanbHOM nepuoae — GU3MOoNOrMyecKas Kentyxa.
C nepBbIx AHEN XMN3HKU Habnoaancs ¢ anarHo3om «000 4 mm»
C NOCTENEHHbIM YMEHbLIEHWEM B IMaMETPE.

AHamMmHe3 3a60s1eBaHHNA

B Bo3pacte 1,5 mec pebGeHOK B CBS3M C HalU4yneM
HUCTarMa ocMOTpeH 0dTanbMOSIOroM. YCTaHOBNEH AMarHo3
«[NMAa30KOXHbIA aNbBUHMU3M», B CBSA3M C YEM PeBEeHOK NpPoXo-
aun perynapHoe obTanbmosnormyeckoe obeneoBaHme.

B Bo3pacTte 3,5 net pebeHOK Habnwganca no Mecrty
WUTENbCTBA C AMArHO30M «TpPELMHA aHabHOro OTBEPCTUSI».
Mpn nnaHoBom o06CNeaoBaHWM BbISIBNEHO CHWUMKEHWE KOH-
LleHTpauun remornobuHa oo 62 r/n, B CBS3U ¢ 4eM nony4an
npenapart »enesa. Ha ¢poHe neyeHnss KOHLEHTPaALUMUSA reMo-
rnobuHa HopmannsoBanach.

B Bo3pacrte 4,5 net y pebeHKa OTMEYEeHO MNosiBIeHnE
CTyNla YepHOro LiBETa, a TaKXe CHWXeHWe remornobuHa o
45 r/n. NauneHT 6bin rocnuTann3mpoBaH B OTAeNIeHUe rema-
TonorMn ana oo6cnepoBaHus. Mpu npoBegeHun azodarora-
CTPOAYOAEHOCKOMUW BbISIBNEH FacTpuUT aHTpyMa, YMEPEHHO
BbIPaXXeHHbIN AyoaeHUT. Mpu KONOHOCKONUKM — CAu3nctas
060/104Ka BocxoasiLen 060404HON, nonepevyHon 060404HOM
KULIOK MacTo3Ha, HEeSIPKO runepemMmupoBaHa, COCYAUCTbIN
PUCYHOK CMa3aH, cnnaunctas 060/104Ka CUIMOBUIHOM KULLKK
6necTaulas, runepeMmpoBaHa co 3Ha4YUTENbHbIM YCUNEHUEM
COCYAMCTOrO PUCYHKA, cana3nctas 060/104Ka MPSAMON Kulu-
KW OTeyHasl, pbixfias, C eaWHWYHbIMU y4acTKaMW HesipKon
rMnepemMun, COCYAMUCTbIA PUCYHOK CMa3aH. 3aK/oyeHue:
KONIUT PacnpoCTPaHeHHbIW, YMEPEHHO BblparKeHHbIN. 1o
pesynbratam 06cnefoBaHMA BbICTaBEH AMarHo3: «AHemMuUs
CMEeLLaHHON 3TUONOruK: enesoaedbuunTHas, nocTremoppa-
rnyecKkas». [onyyan Tepanuio npenapaTtom *Kenes3a BHYTPU-
MbILLIEYHO, CoAepKaHne remornobmMHa HopMaanM30BasnoCh.

B Bo3pacTte 4-5 ner B CBA3M C 3anu3odamMu MosiB-
JIEHUA KpPOBM B CTyfle pebeHOK HEeOoJHOKPaTHO MNPOXOAu
o6cnegoBaHWe B pasiMYHbIX pPervoHanbHbIX U deaepasb-
HbIX CTauuoHapax. [poBoAMAUCL AMarHocTMyeckas nana-
POCKOMUSA, CLUHTUIPadUSA KULIEYHUKA, UCKIIIOYEHO Hanuyne

anBepTtukyna Mekkens. MCTOYHUK KPOBOTEYEHMS HEe BbISIB-
neH. B Bo3pacte 5 net y pebeHKa 3anofo3peH CUHAPOM
[epmaHcKoro—llyanaka. MeTogom NpsiMoro aBToMaTU4yecKo-
ro CEKBEHMPOBaHWS NPoBeAEH MNOUCK UameHeHnn B 11, 15
M 16-M aK30Hax reHa HPS1 — naToreHHbIXx BapMaHTOB He
BbISIBNIEHO. [1pU MONEKYNSPHO-TEHETUHECKOM MCCNefoBaHum
reHa TYR naToreHHbl BapuaHT c.650G>A He BbISIB/IEH.

B Bo3pacte 5 netr 8 mec pe6eHOK rocnutann3vpoBaH
B OTAeNeHMe XMpyprum defepanbHoOro LeHTpa, rae B nocne-
ayouem 6bin YCTaHOBMEH AnarHos: «KenyaoyHo-KuLevHoe
KpOBOTEYEeHUEe HeyToYHeHHoe. BpoxkaeHHas aHomanus 3pu-
TENbHOIO0 aHann3aTopa, rMNonIasus pagy*KKu, ropusoHTaNb-
HbIA HUCTArM, CMELLaHHbIM acTUrMaTU3M BbICOKOM CTENEHMH,
aMbIMoNns BbICOKOW CTEMNEHU, MMa30KOXHbIM anibOUHU3M».
Peb6eHoK 6bln BrNepBble OCMOTPEH reHeTUKoMm. lpu ocmo-
Tpe: cBeTnas Koxa, CBeT/Ible BONOChI, Y3KME MasHble LWenu,
HapylweHWe 0CaHKK, rOpU30HTaNbHbIM HUCTarM, ¢otodpobus.
3anofos3peH auvarHo3d «cuHapom lepmaHckoro—Illyanakan.
Bbino Ha3HayeHO MONEKYNSpPHO-reHeTuyeckoe obcene-
fosaHne metogoM NGS — naHenb FeHOB «KIMHUYECKOoe
CEKBEHMPOBaHWA 3K30Ma». B ak3oHe 1 reHa HPS6 BbisiB-
NIEH HyKNneotTuaHbi BapuaHT ¢.1133T>G B rOMO3WIOTHOM
COCTOSIHUW, MPUBOASAWMA K aMWUHOKWUCIOTHOMY BapuaHTy
p.Leu378Arg. HykneoTMaHbIM BapuaHT paHee He onucaH.
CornacHo pPOCCMMUCKOMY PYKOBOACTBY MO MHTepnpetauuu
JaHHbIX nocnegoBatenbHocTM OHK, nonydeHHbIX MeToaamu
MacCcOBOro napannenbHOro CEKBEHUPOBAHUS, 3TOT BapuaHT
MOXET ABAATbCA natoreHHbiM [12]. Hanuyine naToreHHoro
BapuaHTa reHa HPS6 noAaTBEPXKAEHO CEKBEHWPOBaHWEM
no CaHrepy. Y cecTpbl Nnpo6aHaa, 4 net, UMeloLEen CXO4HYIO
KNMHUYECKYIO KapTUHY, TaKXKe BbIBNEH HYKIEOTUAHBIN Bapu-
aHT ¢.1133T>G B roMO3MroTHOM COCTOSIHUM B reHe HPS6.
Y poautenen npobaHga AaHHbIA HYKNEOTUAHbIN BapuaHT
BbISIBIEH B reTEPO3UTOTHOM COCTOSIHUM.

B Bo3pacte 6,5 net 6bina NpoBeAeHa BUAeOKancyabHas
3HTepocKkonus. OB6HapyXeHbl MHOXECTBEHHblE paCMPEH-
Hble BEHO3HbIE COCYAbl U CNETEHNS: BEHO3Hble Manbdopma-
LMW B TOLLEV M NOAB3LOLHOM KULLIKax, Hanbosnee KpynHble —
B NOAB3A0LWHON KULLKE.

B Bo3pacrte 7 nert poct — 131,5 cm, macca Tena —
25 Kr, MHAEKC Macchl Tena — 15 Kr/m2. Y3Kkue rnasHble
wenu, 3anasluee nepeHocbe, BbiCTynawouwmne HagOpoBHbIE
4yru, CBeT/ble (4eNUrMeHTUPOBaHHbIE) BONOCHI, 6POBH, pec-
HUUbI, KOXXa 6enoro LBeTa, MHOXECTBEHHblE€ HEeBYCbl [0

Puc. 1. KoxHble nposiBneHus y nauueHta M. (Bo3pacT 7 neT)
¢ cuHgpomom lfepmarckoro—Tlygnaka, Tun 6

Fig. 1. Skin manifestations in patient M. (7 years old)

with Hermansky—Pudlak syndrome type 6

lMpumevaHne. A — remopparnyeckne NposBneHns; b — aKxMmosbl.
Note. A — hemorrhagic events; b — ecchymoses.
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Puc. 2. hasHoe gHOo (odTanbMocKonuyeckoe o6cnefoBaHue) nauneHTa M. (Bo3pacT 7 neT) ¢ cuHapoMom fepmaHckoro—llyanaka, Tun 6
Fig. 2. Fundus of the eye (ophthalmoscopic examination) in patient M. (7 years old) with Hermansky—Pudlak syndrome type 6

lNpumevaHme. A — anb6UHOTMYECKOE rMa3Hoe AHO C MPOCBEYNBAIOWUMUCS XOpouaaabHbIMU cocygamu (CTpenka); b — cumntom

TPaHCHANIOMUHALIUMK PaayXKKK (CTpenKa).

Note. A — albinotic fundus of the eye with translucent choroidal vessels (arrow); b — iris transillumination (arrow).

0,5 cM B gunameTpe, pacnosfioxeHHble 6ofblue Ha 3agHen
NMOBEPXHOCTU TyNnoBMLUA, FreMopparMyeckne BbiCbiNaHUs Ha
KOXe TynoBMLLA, MHOMXECTBEHHbIE 3KXMMO3bl Ha KOHEYHO-
cTax (puc. 1), pagy»kHas 06004Ka rna3 cepo-KopMYHEeBOro
uBeTa, HabnloaaeTca ropu3oHTaNbHbIA HUCTarM, CTPabusam.
HUBOT MArkKiM, 6e360N1e3HEHHbIN. [evyeHb y Kpas pebepHomn
ayrn. CeneseHka He nanbnupyetcs. OTMeYeHbl HapylweHue
OCaHKM U YMEPEHHbIN rMNepMoBUNbHBIR CUHAPOM.

Mo gaHHbIM 0PTanbMONOrM4yecKoro obcnefoBaH1s B BO3-
pacte 8 neT onpefensioTcs TPaHCUATIOMUHALMUSA pPagdyKu
CcpeaHen cTeneHu UHTEHCUBHOCTW, TMMNONUIMEHTaLMs rnas-
HOro AHa, OTCyTCTBME doBeanbHOro pedriekca; CHUXKeHue
oCTpOTbl 3peHuns o 0,1-0,2; HapyweHue pedpakuumn —
rMNepMeTponusa cpeaHen CTeneHu, comnpoBoXAatoLliascs
acTUrMaTM3MOM; FOPU3OHTASIbHLIM HUCTarM; CBETOOOSA3Hb;
CHUXXEHWE YyBCTBUTENbHOCTW, HapylleHUs LBEeTOBOro 3pe-

Puc. 3. Mopdonorus TpoméountoB nauuneHta M. (Bo3pacT 7 fieT)
¢ cuHgpomom lfepmaHckoro—TIlygnaka. OkpalumBaHue

no PomaHoBcKomy, 06beKkTMB 1000, 3ym undpoBon Kamepbl X2
Fig. 3. Platelets’ morphology in patient M. (7 years old)

with Hermansky—Pudlak syndrome. Romanowsky staining,

field lens 1000, digital zoom X2
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MpumeyaHue. CTpenkamu oTMeYeHbl TPOMGOLUTLI C COAEPKaHUEM
NAOTHbIX FPaHyn MeHee 6.
Note. Arrows indicates platelets with number of dense granules < 6.

HWUA, NPOCTPAHCTBEHHOW KOHTPACTHOW YYyBCTBUTENbHO-
ctu. lNpu anekTpodm3nonornyeckom obecnefoBaHUU rnas
B TOM )€ BO3pacTe BbIFB/IEHO 3HA4YMTENbHOE yBelnyeHne
(MO cpaBHEHUIO C HOPMOW) aMMAUTYAbl a-BOSHbI 06Len P
N YyMeHbLUEHWE NIaTeHTHbIX MEPUOAOB a- U b-BOMH, yBenuye-
HWe NaTeHTHbIX NepuoaoB U aMNINUTYyAbl a- U b-noKanbHOM
3PT, yMeHbLueHWe amnanTyabl U pasfaBoeHue nuka Pyyg 3pu-
TeNbHbIX Bbl3BaHHbIX NOTEHUMaNoB. Npn GUOMUKPOCKONUK
B MNPOXOASLLEM CBETe OGHaPYXeH CUMMNTOM TPAHCUIIIIOMUHA-
UMK pagyxku. MNpu odpTtanbMOCKONMMYECKOM UccnefoBaHuu
[LMarHocTMpoBaHO ManonurMeHTMpoBaHHoe (anbObUHOTUYe-
CKOe€) ras3Hoe [JHO C NPOCBEYUBAIOWMMUCA XOPOonaanbHbIMU
cocygamu (puc. 2). B ueHTpanbHon obnact He odpTanbmo-
cKonupoBasock doBeasibHoe yrnybreHune, a cnefoBaTesbHo,
n doBeanbHblM pedrieKc He Bbl3blBancs, AMarHocTMpoBaHa
doBeanbHaa runonnasua. YpoBeHb MUIMeHTaLuu MaKyibl
OblN1 CHUIKEH, 3TO CBA3AHO C YMEHbLIEHWEM KONMMYECTBa MNuUr-
MEHTa B MaKyJie. XapaKtep 3peHuUs MOHOKY/IAPHbIN, Yepeno-
BasCsa C OUHOKYNAPHbLIM.

Jla6opaTopHoe o6GcnegoBaHue B Bo3pacTte 7 net

Konuyectso TpombouutoB — 255X109/n (HopmMa —
206-369), cpeaHuit 06bem TpomMbBoUMTOB — 9,2 MKM3
(Hopma — 6-11), TpoM60KpPUT — 0,230% (Hopma — 0,1-1),
pacnpenenexne tpombouuTa nNo obbemy — 16,7% (Hop-
Ma — 12-18). Konn4yectBo 3puTPOLMTOB, reMoriobuHa,
NenKounToB, HenTpodmnos, NUMOOLMUTOB TaKKe Oblio
B npenenax pedepeHCcHbIX 3Ha4YeHUn. BbiiBNeHO He3Hauu-
TeNbHOE CHUXKeHWe nNpoTpoMbuHa (no KBuKky) — 68% (Hop-
mMa — 70-120). Arperaumsa ¢ AP coctaBuna 56 E[] (Hop-
Ma — 55-117 ENl). Mpn mopdonornyeckom nccnegoBaHuu
TPOMGOLMTOB B Ma3Kax KPOBM COAEPMKaHUE MIOTHbIX FpaHyn
MeHee 3 BbliBfieHO B 25%, MeHee 6 — B 64%, meHee 8 —
B 8%, 60nee 8 — B 3% KneTokK (puc. 3). B Hopme cymmapHoe
KOIMYECTBO TPOMGOLMTOB C COAEPIKAHUEM MIOTHbIX rpaHys
6onee 8 AOMKHO cocTaBnaTb He meHee 70% — B COOTBET-
CTBUU C pedepeHCHbIMW IaHHbIMU NaGopPaTopPUn, NMPOBOANB-
Wwen uccnegoBaHue.

UHcTpyMeHTanbHOe o6cnefoBaHue B Bo3pacTte 7 ner
[na ynbTpa3ByKOBOro MccneaoBaHUs GPOWHOM MONOCTH
Oblla NPMMEHeHa MeToAMKa MPULENbHOro OCMOTpa netenb
KUWKK NMHENHbIMW AaTyMKamu yYacTtoTon oT 8 go 14 wmlu,.



Puc. 4. NauneHT M. (Bo3pacT 7 neT) ¢ cuHapoMom fepmaHckoro—rllygnaka. YnbTpa3ByKoBoe CKaHMpoBaHue B B-pexume (A) n usetoBoe
[0MNNepoBCKOE KapTUpoBaHWE paclIMPEHHbIX COCYA0B CTEHOK KuUllevyHnKa (b)

Fig. 4. Patient M. (7 years old) with Hermansky—Pudlak syndrome. Ultrasound investigation in B-scan mode (A) and color doppler imaging
of enlarged vessels in intestine walls (B)

MpumeyvaHune. Ctpenkamu (A) 1 KOHTYpoMm (B) BblaeneHbl U3MEHEHHbIE (pPaclUMPEHHbIE) COCYAbl B CTEHKE KULWEYHUKa.
Note. Arrows (A) and line (B) indicate affected (enlarged) vessels in intestine wall.

MccnepoBaHune nNpoBOAMIOCH YTPOM, HaTOLLAK, C Mnocneayto-
MM OCMOTPOM Nocrie 3aBTpaKka. B uneouekanbHOM o6nacTu
B CTEHKE KWLWKK OblN0 BbIBNEHO pacliMpeHne, U3BUTOCTb
X04a CoCy[oB B MOAC/IM3UCTOM ciioe. [lnametp cocyaoB npu
OCMOTpe B CMOKOWHOM COCTOSHMM cocTanan 1,5-1,7 mm.
M3mMeHeHne cocyaucToro pucyHka Habnioganocb Mo BCen
OKPYXXHOCTU KuLleYyHon cTeHKU. [pn npobe BanbcanbBbl
(NoBbIWEHWE BHYTPUOPIOWHOIO faBfeHUa Npu 3afeprKe
AblXaHUS 1 HaTYXXMBaHWKW) OTMEYaNocb HapacTaHue anameTpa
cocyzoB 0 3 MM (puc. 4A, B). MNpu nccnenoBaHuu B pexmme
MMMNYNbCHO-BO/IHOBOrO Jornjiepa pernctpupoBasnca HU3KO-
CKOPOCTHOM KPOBOTOK, MaKkcuManbHo o 10 cm/c (puc. 5).

[ocne 3aBTpaKka, Mo Mepe 3ano/IHEHUSA NEeTENb COLEPKM-
MbIM, pacnpaBfieHUs CTEHOK KULLKU U YCUNEHWUS NepuUcTanbTu-
KW coxpaHsanacb KapTMHa paclMpPEeHHbIX U U3BUTLIX COCYA0B
B KMLIEYHOW cTeHKe. Moao6Hble M3MEHEHUS ObINN BbISBEHbI
B CTEHKE OTAEe/bHbIX dparMeHToB neTesb nonepeyHon o6o-
[OYHOM U HUCXOASALWEN KULIOK, OAHAKO B MEHbLUEN CTEMEHHM
Nno CPaBHEHUIO C UneoLeKanbHOoM obnacTblo. Y4uTbiBas, 4TO
B HOpME MpW ynbLTPa3BYKOBOM UCCefOBaHWU BWU3yanusu-
pytoTCA TOMIbKO MarucTpasbHble BETBU OpbIXKee4yHbIX COCy-
[I0B U UX OCHOBHblE BETBU, a COCYAbl B MOACIU3UCTOM Cll0€e
KULLEYHON CTEHKN HEAOCTaTOYHO KPYMHOro AnamMeTpa, YToobl
anddepeHUMpoBaTh UX KaK OTAeNbHOE CTPYKTYpHOEe 06pa3o-
BaHWe, BbIIB/IEHHbIE U3BMEHEHUS AMaMeTpa U GOpMbl COCyL0B
KULEYHON CTEHKM BO3MOXHO WMHTEPNpPETUPOBaTb KaK auar-
HOCTMYECKM 3HA4YMMbIE U pacLeHnBaTh Kak ManbdopmaLimio.

MauneHTy O6blN0 NpoBedeHO UccrefoBaHWe Xenyaka
C aKBaKOHTpacTUpOBaHWEM, MO3BONAOWMM AeTallbHO Oue-
HUTb CTPYKTYPY CTEHOK B Pas3fiMYyHbIX OTAEeNax U OLLEeHWUTb
paboTy cPUHKTEPOB. B pesynbrate nccnegoBaHns natonoru-
YECKMX UBMEHEHUI BbISIBNEHO He 6blfo.

Mpn BUAEOSHOOCKOMUYECKOM WCCeJOBaHUU TOHKOMO
KULWEYHWKa AMarHoCTMPOBaHO KPyrnHOe cybcepo3Hoe name-
HEHWEe BEHO3HbIX COCYy0B Kannbpom Ao 2,5 MM B CTEHKe
KULLIEYHMKA.

Cectpe npobaHaa npoBedeHO TpaHcabaoMWHaNbHOe
yNbTPa3BYKOBOE WCCNefoBaHWe OopraHoB OPIOWHOW MOJO-
CTU C AYNJIEKCHbIM CKaHUMpoBaHWEM, B pe3yfbTate KOTo-
poro [AuMarHocTMpoBaHa cocyaucTas CTPyKTypa B CTEHKe
BOCXOJdALEro otgena nonepe4yHon 060404HOM KMUILKK Ana-
MeTpoMm 1,6—1,7 MM. KulleyHble KPOBOTEYEHUS Y AEBOYKHM
He OTMeYeHbl.

KnuHuyeckum gnarHos

Cungpom lepmaHckoro—Ilygnaka, tun 6 (OMIM #614075).
Tun HacnegoBaHWA — ayTOCOMHO-peleccuBHbIN. OU anb-
6MHM3M, OU HMUCTarmM rOpmM30OHTaNbHbIM MOTOPHbIW, TMNep-
METPOMUYECKUIM aCTUrMaTU3M, CJIOXKHbIK TUM, am6aunonus
BbICOKOM CTeneHu, Kocorna3ve HEeMNoCTOSHHOE COoApYHKe-
CTBEHHOE anbTepHupyollee pacxoasiieecsd. CnabosuaeHue.
BeHo3Hble ManbpopMaL MK B TOWEN U NOAB3AOLHOM KULLIKaX.
XpOoHMYECKoe peLnaMBUpYIOLLEE KULLIEYHOE KPOBOTEYEHME.

MporHos
MporHo3 npu OTCYTCTBUU le4eHNUst HEGNAronpPUATHbIN.

Puc. 5. MNauneHT M. (Bo3pacT 7 neT) ¢ CMHAPOMOM [epmMaHCKOoro—
Mynnaka. NccnefjoBaHne KPOBOTOKa B pacLUMpPeHHbIX COCyaax
KULLEYHOM CTEHKM Npu nNpobe BanbcanbBbl (TPUNIEKCHBIA PEXUM
YNbTPa3BYKOBOrO CKaHMPOBaHMSA)

Fig. 5. Patient M. (7 years old) with Hermansky—Pudlak syndrome.
Blood flow assessment in enlarged vessels in intestine wall at
Valsalva test (triplex mode)

MpumevaHue. Mpu uccnefoBaHUn B PEXUME UMIMYbCHO-BOTHOBOIO
Jonnepa perucTpupoBasncs HU3KOCKOPOCTHOM KPOBOTOK (OTMEYEHO
¥enTbiM GOHOM), MakcmanbHo Ao 10 cm/c.

Note. When examined in the pulse-wave doppler mode, we revealed

low-speed blood flow (marked with yellow background) up to

10 cm/s maximum.
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Puc. 6. MNauneHT M. OCHOBHbI€ KIIMHUYECKNE COBbITUS U MPOrHO3
Fig. 6. Patient M. Major clinical events and prognosis

[unarHoctmpoBaH losBneHue cTyna 4epHoro
rNa30KOXHbIN LBeTa, AnarHos: «<AHemus
anbbuHU3M CMelLlaHHOW 3TUONOrUn»

Pe6eHOK OCMOTPEH reHETUKOM.
[wnarHos «cuHapom lfepmaHckoro—Iyanaka, tmn 6»
YCTAHOB/IEH MOJIEKYNSAPHO-TEHETUYECKU

MporHo3s
HEe6M1aronpPUSATHbIN
(npw oTCyTCTBUU
neyeHuns)

5 7078 vec

CHWXeHne
remornobuHa
no62r/n

HenynoyHo-KuweyHoe KpoBoTeYeHue
HeyTouHeHHoe. BnepBble 3anogo3peH
cuHapom fepmaHckoro—Ilyanaka

BpemeHHas WKana
XpoHonorusi pasBUTUS GONE3HM, KIOYEBbLIE COObLITUA
M NPOrHO3 ANa nauueHTa M. npeacTaBieHbl Ha puc. 6.

OBCYXAEHME

OCHOBHbIMU KIIMHUYECKUMU MPU3HaKaMu cuHapoma lep-
MaHcKkoro—llyanaka, TMn 6, ABASIOTCA [NA30KOXHbLIA alb-
OWMHU3M, reMopparnyecKknin CUHAPOM, CKIOHHOCTb K HOCO-
BbIM KPOBOTEYEHUAM, AJUTENbHBIM KPOBOTEYEHUAM MpPU
NOBPEXAEHUN KOXU U CNIU3UCTLIX 060/I04EK, MeHopparum [6].
BocnanutenbHble 3a60/ieBaHUA KULWEYHWKA BCTpeyaloTcs
npu pasnu4yHbIx TUNax cuHapoma lepmaHckoro—Ilyanaka [7].
B 2019 r. onybnvMKkoBaHbl pe3ynbTatbl aHanu3a MCTOpPUK
6onesHn 261 naumeHTa B Bo3pacTe oT 1 roga Ao 52 net, cpea-
HWI BO3pacT MaHudecTaLmm 3ab0NeBaHNa Y KOTOPbIX COCTa-
BN 17 net, C pa3nuyHbiMU TUNaMu cuHApomMa fepmaHcKoro—
Mypnaka, nNpoxoamuBluMX o6cCnefoBaHWe B KIMHUYECKOM
LeHTpe HaunoHanbHbIX MHCTUTYTOB 3a0poBbs CLUA B nepuoj
¢ 1995 no 2019 . [7]. BocnanutenbHble 3a60neBaHns KULLeY-
HWKa BbiiBAeHbI Yy 37 (14,2%) NaLMUeHTOB, U3 HUX 68% — KeH-
WuHbl. B Bo3pacTte fo 18 net BocnanutesbHble 3ab6oneBaHus
KULLEYHWKa anarHoctupoBaHbl y 20 (54%) 4enoBek, U3 HUX
B 6 cnyyasx 6one3Hb MaHudecTMpoBana B Bo3pacTe 10 6 neT
(y 3 ¢ cuHgpomom lepmaHckoro—Ilyanaka, Tvn 1 — B BO3-
pacte oT 1 roga jo 4 net, y 3 ¢ CMHAPOMOM [epMaHCKoro—
Myanaka, Tun 3 — B Bo3pacte 5 nerT) [7, 8]. Hanbonee yacto
3ab60eBaHNe KULIEYHMKA MNPOSABAANOCL GONbI0 B YKUBOTE,
Anapeein, Hanu4mem Kposu B cTyne. MNpu Mopdonornyeckom
nccnefoBaHuu Tpex o6pa3uoB TKaHeW, MOMyYEHHbIX nocne
Pe3eKUMN KULEYHUKa, BbISBIEHbI NMPU3HAKKM XPOHUYECKUX
BOCMaNUTENbHbIX U3MEHEHWIN, aKTUBHbIA KPWUMTUT, rpaHyne-
MaTo3Hble KNneTku. CuHapom lepmaHckoro-Illyanaka, tmn 6,
OblN1 YCTAHOBNEH Y 7 NaLUEHTOB, Y OAHOr0 U3 HUX BbIABAEHO
BocnanuTenbHoe 3aboneBaHne KuweyHuKa [7]. B onucaHHoMm
HaMW KIMHUYECKOM Cily4ae CyObeKTUBHbIX NMPU3HAKOB BOC-
nanunTenbHbIX 3a60/ieBaHUN KULLEYHUKA HE BbISIBIEHO, KaK
ny 6 nauMeHToB ¢ cuHapoMoM lepmaHckoro-Tlyanaka, Tmn 6,
OMUCaHHbIX Bbilwe [7].

Mo AaHHbIM HalKWX HaGMNAEHWW, Y ABYX POCCUMCKMX
cnbcoB ¢ cuHapomoM lepmaHcKoro—Ilygnaka, Tvn 1, noa-
TBEPKAEHHOM MONEKYNSAPHO-TEHETUYECKUM UCCNe0BaHu-
€M, NaToNorMM CO CTOPOHbI YKENYAOYHO-KULLEYHOMO TpaKTa
He BbIB/IEHO. Y 060MUX AeTEN OTMEeYaNuUCb NPU3HaKM rnaso-
KOXHOIo aibbUHN3Ma, MHOXECTBEHHbIE 3KXMMO3bI, Y AEBOY-
KW — BblpParKeHHble AIUTEeNbHbIE HOCOBbIE KPOBOTEYEHMUS.

C.G. Han # coaBT. [13] onucann 58-NeTHIO MKEHLIN-
Hy C YCT@HOBNEHHbIM [MarHo30M «CUHAPOM [epmaHCKo-
ro—lygnaka, TMn 6» C BbIPaXKEHHbIM remMopparnyecknm
CUHAPOMOM, TSXKENbIMU MEHOPParnusiMu U MaTo4HbIMU KPO-
BOTEYEHUAMM BMNOTb O rocnutanuaauuMmM B OTAeNeHue
WHTEHCUBHOW Tepanuu, TakXe OTMeYanucCb BblpaXKeHHble

eNnyao4HO-KuleYHble KpoBoTederus [13]. Mpu npoBeaeHnn
KOMIOHOCKOMWM Y XEHLIMHbl AMAarHOCTMPOBaHbl ABa nonvna
He6O/bLIMX Pa3MePOB, yAaseHNe KOTOPbIX MPUBENO K pa3Bu-
TUIO KULLEYHOrO KpoBOTEYEeHUS. MPpM3HAKOB BOCMaNUTENbHO-
ro 3aboneBaHus KULWEeYHMKa He BbisiBaeHo [13]. MNpu moneky-
NSAPHO-TEHETUYECKOM 06CNIeoBaHMN Y NaLMEHTKU BbISBAEH
paHee He OMWCaHHbIM HYKNeOoTUAHbIM BapuaHT €.383T>C;
p.Val128Ala B roMO3MIrOTHOM COCTOSIHUM B reHe HPS6.

K.J. O’'Brien n coaBT. [14] onncanu BblpaxKeHHbIN reMop-
parnMyecKnMin CUHAPOM C 3NM304amMU MaCCHMBHbIX KpOBOTEYe-
HUW y 32-neTHero nauuneHTa ¢ remodununen B, y KOTOporo Tak-
e Obln AnarHocTMpoBaH cuHAapom [epmaHckoro—Ilyanaka,
™n 6 [14]. Temodwnnma B 6bina BbiiBIeHa y ABYX TPOOPOAHbLIX
6paTbeB M poaHOro 6paTa NauMeHTa, HO, B OTAMYME OT
POACTBEHHWKOB, Y HEro Gbin O06HapPYXKEHbl MPU3HAKKM a-
30KOXHOro anbbuHM3Ma, a NMpu 3NEKTPOHHOW MUKPOCKOMUK
OTCYTCTBOBA/IM NNOTHbIE TPaHy/bl B TpomGouuTax. Mpu npo-
BEAEHMM MOSIHOTO CEKBEHWPOBAHWS 3K30Ma Oblfl BbISB/EH
naTtoreHHol BapuaHTt ¢.316 G>A (p.Glyl06Ser) B remusu-
rOTHOM COCTOSIHWM B reHe F9, koaupytowem IX daktop ceep-
TbIBAEMOCTU KPOBMW, M paHee He OMNUCaHHbIM HYKNEOTUAHbIN
BapuaHT ¢.1114 C>T, npnBOASWNN K TEPMUHALMKN TPaHCASA-
umMun p.Arg372* B roMO3UroTHOM COCTOSAHMM B reHe HPS6 [12].

MauneHT B ONMMCAHHOM HaMW KIIMHUYECKOM C/ly4ae Takxe
LNUTENBHO MPOXoann o6cnefoBaHNE B CBSA3KM C KULLEYHBIM
KPOBOTEYEHMEM, 3TMOSIOTUS KOTOPOro He Gblsla YCTaHOB/EHA,
W MWW NOCcne LOMNONHUTENbHbIX 06CNeA0BaHMI emy 6bin ycTa-
HOBNEH AMArHO3 COCYAMCTON ManbdopMalMK KULLEYHUKA.
Hanuuune cocyamcton manbdopmanmm K1wevyHKa y pebeHKka
M ero cectpbl ¢ cMHapomoM lepmaHckoro—Tlygnaka, Tmn 6,
rOBOPUT O HEOBXOAMMOCTU 6osee AeTanbHOro ob6cneqoBaHms
nauMeHToOB C JaHHbIM AMArHO30M Ha Hanuyue MnaTosiormu
KeNyoO4YHO-KMILEYHOro TPaKTa AarKe Npu OTCYTCTBUM Bbipa-
YEHHOW KIIMHUYECKOM CUMMNTOMAaTUKM.

3AKJ/IIOMEHUE

CuHngpom [lepmaHcKoro-llygnaka, tun 6 — pegkoe
HacneacTBeHHoe 3aboneBaHue, Npu KOTOPOM KIMHUYEeCcKue
NPOSBIEHUS TN1A30KOXKHOr0 anbOUHU3Ma BbISBASIOTCA YXKe
B NepBble Mecsilbl XU3HW. HYacTo Takue nauueHTbl Habnto-
fatotcs odTanbMONOromM M y3KMMK creLmanmcTaMmn B CBA3U
C HOCOBbIMW KPOBOTEYEHUAMU WSIM KPOBOTEYEHUSIMU Mocne
yaaneHus 3y6oB. MeanKO-reHETUYECKOE KOHCYNbTUPOBaHWE
C nocneayLIMM MONEKYASPHO-TEHETUYECKMM 06CeA0BaHK-
€M NauueHTOB C MMa30KOXHbIM anbOGMHU3MOM MO3BOJUT TOY-
HO AMArHOCTUPOBATb KaK HECUHAPOMASbHbIE, TaK U CUHPO-
ManbHble GOPMbl [MA30KOXKHOI0 albOMHM3MA, K KOTOPbIM
OTHOCUTCSt M cuHApom [epmaHcKoro—Ilyanaka, tmn 6. Mbl
cyMTaeMm, 4YTo BepudUKaLMS TOYHOro AMarHo3a cuHApoMa
[epmaHcKkoro—Ilygnaka no3BoJIUT CBOEBPEMEHHO Ha3Ha4YUTb
Heo6XxoAMMYI0 Tepanuio U CHWU3UTb PUCK BO3HWKHOBEHMS



MaCCUBHbIX KPOBOTEYEHUN MPWU NPOBEAEHUU OMNepaTUBHbIX
BMeLIaTeNbCTB U AMArHOCTUYECKUX 06CcneaoBaHnin, obHapy-
HWUTb GONE3HU XKEeNyAoYHO-KUILEYHOro TpaKTa W NIErKMX Ha
pPaHHUX CTaAMAX U NPeAoTBPaTUTL PA3BUTUE TAKENbIX OC/TOXK-
HeHWWn 3abonieBaHus, NPOBECTU MEAUKO-TEHETUYECKOE KOH-
CYyNbTUPOBaHWE CEMEN, B KOTOPbIX BbIABNEHbI MaLWEHTbI
¢ cuHapomom fepmaHcKoro—Illygnaka.

WHO®OPMUPOBAHHOE COINIACUE

MHPOpmMMpOBaHHOE cornacve oT poauTenen nauueHTa
Ha nyénukauuio ¢poTtorpadum Yacten tena pebeHKa He nony-
yanu, NocKosbKy dotorpadmnn He cogepaT MHPOpMaLMIO,
no3BoNAOWY MAEHTUOULMPOBATL NaLMeEHTa.

INFORMED CONSENT

Patients’ parents did not sign informed consent on
publication of photos of body parts, thus, photos do not
include any information allowing to identify the patient.

UCTOYHUK ®UHAHCUPOBAHMUSA
He ykasaH.

FINANCING SOURCE
Not specified.
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