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Pesome

AxTtyanbpHocTb: CungpoM 'epmanckoro-Ilynna-
ka (OMIM#203300) — Hac/IeCTBEHHOE TeHETH-
YeCKM reTeporeHHoe 3a60/IeBaHNe C ay TOCOMHO-
pellecCHBHBIM TUIIOM HacleloBaHNA. BpienaroT
11 KTMHUKO-TeHeTUYeCKMX IOITUIIOB CO CXOXKU-
MM KIMHUYECKMMY IPOABIEHNUAMU, HO C BO3-
MOXXHOCTBIO Ay epeHI MaTbHOI JUarHOCTUKI
HEeKOTOPBIX HopnunoB. Hanbonee gacTeIM ABA-
ercsa cunppom 'epmanckoro-Ilynmaka 1 tuma.

Ienp: onucaTb 0CO6OEHHOCTU KIMHMYE-
CKOJi KapTUHBI M AMATHOCTUKU CHMHApPOMA
T'epmanckoro-Ilynnaka 1 Tuma.

Marepuansl U METOABI: VICIIONb30BaAHbI
NaHHblEe KOMIIJIEKCHOTO KIMHUKO-UHCTPY-
MEHTaJILHOTO 00C/IefloBaHNUA 2 MallYIeHTOB U3
OJTHOJI CEMbU C BXOJAIINUM IMaTHO30M aJlb-
61MHNU3M, a TaK)Ke JaHHbIe IO TBEPoKjalolelt
MOJIEKYIAAPHO-TEHETUYECKOI IMaTHOCTUK.

PesynpraThl: MEXXIUCIUIIIMHAPHBINA MOJ-
XOJ] K IMarHOCTHKE a/lIbOMHOTUYIECKOTO COCTO-
AHUA Y OITAITHOE MOJIEKYIAPHO-TeHETUYECKOe
UCCIIeJOBaHIe IT03BO/IM/IO BepUpUIMPOBATD
KAMHUKO-TEHEeTUYeCKUII MarHo3 B laHHON
cembe. IIpogeMOHCTpUPOBAaHHBIN KIUHU-
YecKMII c/Iydail oTobpa)kaeT monumMoppuam
KIVMHUYECKUX POABIEHNII BHYTPU OJHOI Ce-
MbH. Y IBYX MallME€HTOB OTME€YEHbI CXOJHbIE

InepMaronormdyeckue u opTaabMOIOTUYECKIe
KMHUYeCKIe IPU3HAKY, HO CTETIeHb BOB/ICUCHIIA
OpOHXOJIETOYHOI CHCTEMBI ¥ CCTEMbI KPOBU
pasnnyHa. [IpobaHf-eBouKa MMeeT B aHAMHe3e
IIUTeTbHBIe HEOMHOKPAaTHBIe KPOBOTEUYEHNA,
M3MEeHeHNA KOaryJI0rpaMMBbl, 00CTPYKTUBHBIE
OpPOHXUTBI, A/IbOVHOTUYECKMIT (PEHOTUII U Ha-
pYylLIeHMe 3pUTeILHOrO ammapara. Y 6para oT-
MeYeHbI TOBbKO CXOIHBIN aTbOMHOTUIECKUIT
(heHOTUII 1 HapyIlIeHMe 3PUTEeIbHOTO alllIapara.
IIposenennoe JTHK-uccnemoBanme no3Boan-
710 YCTaHOBUTD cuHApoM [epmancku-Ilynmaka
1 Tuma, BBIAB/IEH ONMCAHHBIN paHee KaK IaTo-
TeHHBIJ BapMaHT HYK/JIEOTUIHON MOC/IefoBa-
tenpHocT NM_000195.5: ¢.1189delC B romo-
3UTOTHOM COCTOsTHUM B 13 ak30He reHa HPSI.

3akmoYeHNe: Ha IpUMepe JaHHOTO KIN-
HIYECKOTO HAOMIOIeHN s CEMbU C CUHPOMOM
Iepmanckoro-Ilygmaka 1 TuIma moxasaHbl 0CO-
6ennoctu fuddepeHMaTIbHON JMaTHOCTI-
KU aIbOMHOTUYECKUX COCTOSHII, OTMEYEHO,
4TO HEOOXOMMO KOMIIIEKCHOE 00CIemoBa-
HJe TTallVIeHTOB, IIPOBeleHNe MOIEKY/IAPHO-
reHeTUYECKOTO aHajam3a U MOCTOSIHHOE
Ha0JII0fIeH1e TeMaToJI0ra, 0P TaTIbMOJIOTa, Iy /Ib-
MOHOJIOTA, aJI/IEPTOJIOTa, IePMaToJIora 1 racTpo-
9HTEpOJIOTa,

Knrouesbie cmoBa: Cunppom ['epmanckoro-Ilynmaka Tui 1, I7Ta30KO>KHBI a/IbOMHU3M,
reMopparm4ecKuit CUHPOM, KIMHWYECKUIT TONMMMOP(}13M, reHeTUIeCK1it HonuMophusm
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Summary

The Hermansky-Pudlak syndrome
(OMIM#203300) is a hereditary genetically het-
erogeneous disease with an autosomal recessive
type of inheritance. There are 11 clinical-genetic
subtypes with similar clinical manifestations, but
some type may difference with each other clin-
ically. The most common is type 1 Hermansky-
Pudlak syndrome.

Purpose: Describe the features of the clinical
picture and diagnosis of Hermansky-Pudlak
syndrome type 1.

Materials and methods: complex clinic-
instrumental and molecular-genetic results
from 2 patients from one family with incoming
diagnosis of albinism are used.

Result: An interdisciplinary approach to
the diagnosis of albinism and a step-by-step
molecular-genetic study help to verify the
clinical-genetic diagnosis in a family. The clin-
ical case demonstrated clinical polymorphism
within one family. Two patients have similar

dermatological and ophthalmological clinical
picture, but have difference in bronchopulmona-
ry system and the blood system. Probang-female
has a history of prolonged repeated bleeding,
coagulogram changes, obstructive bronchitis,
albino phenotype and eyes failure. Her brother
has a similar albino phenotype and eyes failure.
The pathogenic variant NM_000195.5: c.1189del
was revealed in a homozygous state in 13 exon of
the HPSI gene and Hermansky-Pudlak syndrome
type 1 was confirmed by molecular analysis.

Conclusion: On the example of this clinical
observation of a family with Hermansky-Pudlak
syndrome 1 type features of differential diag-
nosis of albinic states are shown, it is noted that
complex examination of patients is necessary,
molecular-diagnostics genetic analysis and
constant follow up of a hematologist, ophthal-
mologist, pulmonologist, allergologist, der-
matologist, gastroenterologist, geneticist and
pediatrician.

Keywords: Hermansky-Pudlak syndrome type 1, oculocutaneous albinism, hemorrhagic
syndrome, clinical polymorphism, genetic polymorphism
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BBenenue

Cungpom Tepmanckoro-Ilygnaka (CI'II)
HaC/lIefICTBEHHOE TeHeTUYeCK) TeTepPOreH-
HOe 3aboneBaHMe, onMcaHo 11 KIMHUKO-
renetudeckux nmoxrTumnos (HPSI-HPS11),
UMELINX CXONHYI0 KIVMHNYECKYI0 KapTUHY
u cuenudnyeckne GeHOTUINYECKIE TPOSIBIIE-
Hus g 1, 2 u 4 mogrunos (1, 2]. OCHOBHBIMUI
MPOSIBIEHUSIMU J{/I5I BCEX IO/ TUIIOB SIBIISIOTCS
I71a30KOKHBII aTbOMHM3M (IenNUTMeHTaI[ s
BOJIOC, KOXI U T/1a3), FeMOpparnv4ecKmit CuH-
OPOM, IATOJIOTU S OpTaHa 3peHNs U pasand-
Hble GOopMBI OPOHXOIETOYHOI maTonoruu [3].
[Ipu Bcex mopTunax HabMIOfaeTCs KIMHI Y-
CKUII MONMUMOpU3M KaK BHYTPUCEMEIHBIIL,
Tak 1 MeXceMelHbIi. CaMbIM 4aCTBIM O] -
tunom asnfercsa CITI 1 tuna, gas xoToporo
B OOJIBIIMHCTBE C/Iy4aeB XapaKTepeH KpoMe
ONMCaHHBIX KJIACCUYECKUX NPOSABJICHUI 3a-
6omeBaHMA, 1eroYHOI GUOPO3, ABMAIOMNIICT
[JIAaBHOJ IIPUYMHOI 1€ TaIbHOCTY IIPU FaHHOM
Mo THIIe CUHAPOMa [4].

Marepmuanbl 1 METOIBI

OcMOTpeHbI 2 malueHTa 13 OJHOI CEMbH C BXO-
AALIUM [MAarHO30M anbOMHM3M B BO3pACTe Jie-
BATY U IATHAILIATY JIET.

Jl71s1 pa3HBIX HALMIEHTOB 110 JKanobam mpo-
BeJIeHbI KOHCY/IbTAllVI) Y Pa3HBIX CIIEI[a/IUCTOB
C MCTIO/Ib30BaHMEM COBPEMEHHBIX UATHOCTUYe-
CKMX BO3MOXKHOCTEIL. Y Ma/lb4yMKa KOHCY/IbTa-
s iepmarosora, odpTaabMoIora, HeBposora,
OpTOIEeNa; Y JeBOYKI IepMaTO/IOra, HeBPOJIOra,
o¢ranbMoIOra, reMaTonIora, IIyJIbMOHOJIOTA.
J71s1 BOSMOXXHOCTM MTPOBEJEHMs MO TBEPXK-
paromieit JHK-mmarsocTukmu u ycTraHOB/IeHMA
reHeTMYeCKOI NPUPO/bl 3a60M€BaHMsI IPOBe-
IeHo cexBeHupoBaHue o CeHrepy (Ha mpu-
6ope Applied Biosystems, ABI3500 cormacHo
PeKOMeHaIMsAM TPOU3BOAUTEN). []/1s1 momcka
reHeTMYeCKOTO BapMaHTa UCIIOIb30BAHO MOJI-
HOYK30MHO€ CeKBEHpOBaHue Ha miatdopme
BGISEQ-500 MeTOmoM IapHO-KOHIIEBOIO UTe-
Hust (2x100 m.H.) CO CpeJHNM HMOKPBITUEM He
meHnee 70-100x B OO0 «I'enomen» (MockBa).

CIII' 1 Tuma - penkoe 3a60jIeBaHMe C ay TOCOMHO-
PpelecCHBHBIM TUIIOM HaC/IeTlOBaHNA, BbI3BAaHHOE
OuasUIeNIbHBIMM BapyaHTaMM HYK/I€OTUJHOI I10-
cnenoBaTenbHOCTY B reHe HPS1.Ten xopgupyer ofi-
HOVIMEHHBIII 6€/10K, ABJIAIOIINIICA KOMIIOHEHTOM
TpeX pas/MIHBIX OeIKOBBIX KoMIUTekcoB — BLOC3,
BLOC4 n BLOCS - u yyacTByoumit B 06paso-
BaHMM POJCTBEHHBIX /IM30COMaM OpraHes (Me-
JIAaHOCOM, IUTOTHBIX TpaHy/ B TpoMbornurax) [5].

PacnpocTpaHeHHOCTD 3a00/1eBaHKA KOJIe-
6mercs ot 1 10 9 HOBOPOXK/IeHHBIX Ha 1 M/TH Hace-
neHus [6]. CaMast BBICOKast paCIIpOCTPaHEHHOCTD
CUHJIpOMa 3aperuCTpUpPOBaHa Ha CeBepO-3amajie
ITyspro-Puxo - oxomno 1:1800 [7].

I'en HPSI xapTuUpoOBaH Ha JAVHHOM IIJe-
ye 10 XpOMOCOMBI, B XPOMOCOMHOII 06/1acTI
10g24.2 m cocrout n3 20 5K30HOB 1 19 MHTPOHOB.
OmnuncaHbl yacTble BapMaHTHI B 9k30Hax 11, 15
1 16, KOTOpble B TOMO3UTOTHOM MM KOMIIAYH/]-
reTepO3UTOTHOM COCTOAHUM IPUBOJAT K pas-
sutuio CI'TI 1 Tuma.

Jl7151 Ipo6ONOATOTOBKY UCIIONB30BAHA METO-
IUKa CeNeKTUBHOIO 3axBaTa y4JacTkos JJHK
MGIEasy Exome Capture V4, oTHOCAIMXCA
K KopgupyomuM obractam 6oree gem 20000
reHoB (59 M6). O6paboTKa JaHHBIX CEKBEHUPO-
BaHMsI IPOBEJIEHA C MICIIONb30BAHIEM ABTOMATY-
3MPOBAHHOTO A/ITOPUTMA (AITOPUTM BKIIIOYAET
OL[eHKY KadeCTBa CEKBEHMPOBAHNsI, BBIPABHN-
BaHIUe [IPOYTEHNIT Ha peepeHCHYIO ITOCTIef0-
BaTe/lbHOCTD reHoMa denoseka (GRCh37/hgl9),
MOCTIIPOLIECCUHT BBIPABHMBAHNS, BbISIBIEHIE
BapMaHTOB 11 QUIBTPALNIO BAPMAHTOB I10 Ka-
94eCTBY, a TAK)Ke AHHOTAIINIO BBISBIEHHBIX Ba-
PUAHTOB 110 BCEM M3BECTHBIM TPAHCKPUIITAM
KaXkJoro reHa 13 6assl RefSeq ¢ mpuMeHnennem
psAla METOMOB NpefCKa3a sl IIaTOTeHHOCTHU
3ameH [8]. 7151 OIleHKY KTVHIYECKOI peleBaHT-
HOCT BBISIBIEHHBIX BAPMAHTOB VCIIOTb30BAHbI
6asa ganupix OMIM, crenuanus3upoBaHHbIE
6a3bl JAHHBIX II0 OT/ETBHBIM 3a00/IeBAaHUSIM
(LOVD) u nutepaTypHble JaHHbIE.



Pesynbrarsl

Ha npueme B Hay4YHO-KIMHMNYECKOM IIeHTpe
reHeTUKM r1asHbix 6onesnert ®IT'BHY « MTHII»
JIBOE fIeTell U3 OJHOM CeMbM C BXOJUM [Ma-
rao3om anbbuHmsm. [lanuenr [I. 15 et umeer
IMAaTHO3 TTIa30KOXKHBIIT abOnHM3M. PebeHOoK
oT 1 6epeMeHHOCTH, TpOTeKaBIlel Ha HoHe OT-
€KOB B 3 TPUMECTPE, POAbI Ha 37 Hefene, Tyroe
obBuUTHE IynoBuHEbL, 2960 T gnuHa 52 cM, 110
oneHouHoit mkaae Amrap (OIILA) 8/9 6annos,
BbINNCaH Ha 5 cyTku. HabmogaeTcs y fepma-
TOJIOTA C IaTHO30M I/Ta30KOKHBIIT a/IbOMHU3M,
cebOpeTHbII IePMATUT, OPTOIETOM C [UATHO30M
IOHOIIIECKMIT OCTEOXOH/[PO3 OOJIBIION 1 MO
6epuoBoit kocTeit, 6one3np Ocryp-llnaTTepa.
B anamMHe3e KpOBOTOYMBOCTH U 3a607IeBaHM S
OPOHXOJIETOYHON CUCTEMBI HE OTMEYanCh.

IIpu ocMOTpe MaIbYMK ACTEHNYECKOTO TeJIoc-
JIOXKeHsI, ATbOMHOTMIeCK it (HeHOTHIL, KOXKa Mpa-
MOpHas1, BOTOCHI 1 pecHuIIbI Oenbie. OObeKTUBHBIN
IJIa3HOM CTaTyC: CpeJJHepa3MallUCThIli TOPU-
30HTA/IbHBII HUCTATM, CTPOOM3M (93KOTpOIINA).
XpycTanuK Ipo3padHblii, poroulia chepudHas,
IIpo3payHasi, 3epKajibHasi, OTMEUaeTCs] TPAHCUJI-
TIOMMHaIUA pafy>kKu 1-2 crenenn. Imasnoe 1HO
IeUTMEHTNPOBAHO, a/TbOMHOTIYECKOE, HA TIepU-
(dhepun ouaroBoe cCoxpaHeHue MMTMEHTALVIMN, IUCK
3pUTENBHOTO HEPBa 0J1eJHO-PO30BbIIl, YETKUIA,
MaKy/LApHBII pediekc He fuddepeHumpyercs,
TUIIOI/IA3Y S MaKYJIbl 2—3 CTENEHMN.

Cecrtpa npobaHzia A. 9 €T 0OCMOTpeHa ¢ BXO-
IALIVM IMAaTHO30M CHHAPOMajbHast popma ajb-
OMHM3Ma 110 peKoMeHpaluu rematosnora uz ®I'BY
«HMMNII ITON um. [I. Porauesa» Munsgpasa
Poccun. VI3 anamHe3a n3BeCTHO, 4TO IeBOYKaA
POAMIach OT TpeTheit bepeMeHHOCTY Ha 37 Heflerne
BHYTPUYTPOOHOTO Pa3BUTUA CAMOCTOATEb-
HO, Macca 3010 r, gyimHa 51 cM pu poXieHumu,
OIITA 8/9 6annoB ¢ AUArHO30M I1a30KOXKHBIN
ATBOMHM3M.

Croja popgureny OTMETVIN IOSIBJICHUE 9KXU-
MO30B U IJINTETbHbIe HOCOBbIE KPOBOTEYEHNA.
B mepuoyp cMeHBI MOIOYHBIX 3y00B y mpobaHpa-
TIeBOYKY OTMEYasIMICh KPOBOTEUEHN S B TCUEHIE
20 MJH, B CBSI31 C 4eM ObLIO IIPUHSTO pellleHe
0 KOHCY/IbTAIJM} T€MATOJIOTa ¥ NPOBEeNeHNUN
reMOTpPaMMBbl U KOary/JorpaMMbl B JUHAMIUKE.
VIMmenu MecTO coXpaHsA0IIMecsa U3MeHEeHM I
reMOTpPaMMBbl U KOary/JI0TpaMMbl: aHEMIA JIeT-
Koli creneny, yBenndenne AYTB po 38 cexynp,
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TpoMbuHOBOE BpeMs 20 CeKyHH, IPOTPOM-
O6VHOBBI MHIEKC 76%, CHVM)KEHVE arperamun
TpoMbOoIUTOB C afpeHannuoM (50-85%). [Tpu
(YHKIMOHATBHOM UCCTIEOBAaHUU TPOMOOLIUTOB
OTMeYaeTCsI CHVYKEeHYE KOTMYeCTBa TTIOTHBIX
TPaHyIL, IeTPaHY/IALMA TaK)Ke CHIDKeHa. B Bo3-
pacTe 9 1eT 0TMeYasIoCh AIUTeIbHOE KPOBOTEYe-
HIe 13 HOCa, KYIIMPOBaHNe B TeUeHIIe ABYX JJHEIl.

Co cTOpOHBI OPOHXO/IETOYHON CUCTEMBI Ha-
O/TI07ja/MNCh SIU30AbI OOCTPYKTUBHBIX OPOHXY-
TOB B paHHEM BO3pacTe, IIOCTOAHHYIO 3aJI0XKeH-
HOCTb HOCOBBIX XOIOB. B Xo/e manpHenero
o6cmeoBaHA y IyIbBMOHOJIOTA IIOKa3aHWI /1A
IOIIOIHUTE/IbHBIX MHCTPYMEHTAIbHBIX 06CTTe-
moBaHmit, Takux kak KT unn pentrenorpadms,
BBISIBJIEHO He OBITIO.

ITpn ocMoTpe KoXka MpaMOpHasi, BOIOCHI, pec-
HUIIBL, 6poBu — 6erbie. TeocmoxeHne acCTeHMYHOE,
OTMeYaeTcs HapylueHue ocaHK). OO beKTUBHBII
IJIa3HOM CTATyC: HUCTArM TOPM30HTAIbHBIN
CpeflHepa3MallyCThIiL, CTpabusM (330Tponus).
Porosuija - mpo3pauHast, chepudnasi, 3epKab-
Has; TPAaHCYJUTIOMVHAIIVISA Pafy KK 2—3 CTeIIeHN.
XpycTanuk Ipo3pavyHblil, B CTEK/IOBUITHOM Tele
OTMEYal0TCA efVHIYHbIE I/IaBaoIIVie IIOMYT-
HeHMA. [71a3HOe THO: IMCK 3pUTETbHOTO HepBa —
671e[IHO-PO30BBIIL, YeTKMIL, MAKYILAPHBLI pedieKc
He audepeHIupyeTcs, TUIIONIa3U A MaKy/Ibl 2—3
CTemneHM. [71a3Hoe THO HenUTIMeHTHPOBAHO, alb-
O6MHOTIYECKOE, Ha CpeHelt iepudepunt 09aroBoe
COXpaHeHMe MUTMeHTaI[U.

[TepBoHavabHO, MAI[MEHTHI HAIIPaB/IEHBI HA
MCCIEeJ0BAaHME JACTBIX MYTALUIl B 9K30HaX 11,
15 u 16 rena HPS1 meTofi0M ceKBeHMpPOBaHMA
o CaHTepy, KOTOpPOe He BbIABMIIO IATOTEH-
HBIX BapuaHToB. Ha BTOpoM arTame feBouke
A. IpoBeJIeHO MTOTHO9K30MHOE CEeKBEeHMPOBa-
HUe, TPV KOTOPOM BBISABJIEH ONVCAHHBI pa-
Hee KaK ITaTOTe€HHBINl BapMaHT HYK/ICOTN -
HOI NTOC/IeJOBAaTeIbHOCTY B 9K30He 13 reHa
HPSI (chrl0:100185444delG), NM_000195.5:
¢.1189delC, npuBomAmMII K CABUTY PaMKU
CYMTHIBAHUS M 0OPA30BAHMIO MPEXAeBpe-
MEHHOTO CaiiTa TepMMUHALUYU TPAHCAANUNA
p-(GIn397Serfs*2) B romo- nam reMusnroTHOM
cocTostHUN. BapuaHT 3aperncTpupoBaH B 6ase
manabix HGMD (CD982692) [9]. Y 6para monHo-
9K30MHOE CEeKBEHVPOBaHMe HaXOAUTCA B IPO-
Ijecce MOATBEP XK AAIONell {MarHOCTUKY. [Jaee
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IIPOBEJIEH aHa/IN3 Cerperaluin B CeMbe JJ1A IO -
TBEP)KJEHMA HOCUTENbCTBA MyTALlUIA Y POIUTE-
nett. Y o6oux popuTenert BbIABIeHa MyTalN A
NM_000195.5: ¢.1189delC B sx30He 13 reHa HPSI
B I€T€PO3UTOTHOM COCTOSHUIAL.

Ha ocHoBaHUN JaHHBIX KIMHUYECKO-
ro (Bpok/IeHHOe COCTOSHUE anbOMHM3MA,

O6c¢cyxmenne

BBupy BbIpa>keHHOI FeHeTUYEeCKOI TeTepOoreH-
Hoctu CI'TI u kn1nHNYecKoro nonumopdusma
B OOJIBLIMHCTBE CIy4YaeB IS yCTAHOBICHUA
KOPPEKTHOTO KIMHMKO-T€HETUYECKOTO NMaTHO-
3a MOTIEKY/IAPHO-TEHETUYECKMMI METOIlaMM He-
00X0[IIMO JICIIONb30BaTh METOJ, BLICOKOIIPOM3-
BoAuTeNbHOrO cekBeHnpoBauus (NGS). Onucan
matoreHHsIi Bapuant NM_000195.5: ¢.1189delC
B reHe HPSI, B ax30He 13, uTo B 6ynyiieM 06-
TeTYNUT AMATHOCTUKY CUHJPOMA.

CT'Il xapakTepusyercsa Npu3HaKaMMu T/a-
30KOXKHOTO aJb0MHU3Ma, IeMOpPparndecKuM
CUHJPOMOM, OPOHXOIETOYHBIMY HapyLICHU-
AMY ¥ USMEHEHUAMU 3PUTENbHOTO aHAaIM3a-
Topa. PasBurue nerounoro ¢pubposa sABnsgerca
0COOEHHOCTBIO TeYeHNU s IePBOTO KIMHUKO-
TE€HeTMYECKOTO MOATUIIA ¥ CIIY>KUT OfHO U3
OCHOBHDBIX IPMYMH N€TaIbHOCTU CPeU TAKMUX
nanueHToB. IIpogeMoHCTpUpPOBaHHBIN KTMHIYE-
CKUIT CTy4art oTobpaskaeT onuMopuaM IposiB-
TIEHUI BHYTPU OfIHOJ CeMbH. Y IBYX ITallI€HTOB
OTMeEYEHBI CXOfJHbIe JePMaTOIOrNYecKye 1 od-
Ta7IbMOJIOTMYeCKMe KMHMYEeCKIe IPU3HAKY, HO
CTeIleHb BOB/ICYEeHN A OPOHXOJIETOYHO CUCTEMBI

3ak/oueHne

Ha nipumepe JaHHOTO K/IMHIYECKOTO C/Ty4ast CUH-
npoma lepmanckn-ITymraka Tui 1 mpogeMoHCTpH-
POBaHbI KIMHWYeCKuit monumopdusm 3abomnesa-
HUISL, TIPOSIBIIAIOIINIICS B PA3/IMIHBIX CUMIITOMAX
Y ABYX ITAIIIEHTOB — CXOKIE [IPOSIB/IEHNS e PMATO-
JIOTUYIECKe U O TATTEMOIOTIECKIIE U PA3/IAIHBIE
JTAaHHbIE IO GPOHXOJIETOYHON U TeMATOTIOTYECKOI
kapruHe. OHAKO HEOOXOAMMO YUUTBIBATH BO3-
MOYKHOCTD TIPOSIBJIEHUS 3a00/IEBAHMS B TIOJTHOM
o6beMe C BO3PACTOM, YTO MPEJIIOIATaeT MOCTO-
sIHHOe HaOJTIofleH1e JAHHbIX [TALMEHTOB y BCEX
CITEIVa/ICTOB: JEPMATOJIOra, TEMATOJIOTa, ITY/Ib-
MOHOJIOTa, 0 TaIbMOJIOrA, TACTPOIHTEPOJIOTA.

0(TanTbMOIOTUIECKOTO OCMOTpPA, aHAMHe3a
IIUTETbHBIX KPOBOTEUEHMIT I UISMEHEHMI B KO-
aryjorpaMMe U reMOrpaMMe) ¥ TeHeTM4eCKOro
uccnepoBanuga NM_000195.5: ¢.1189delC ¢ mopa-
TBEP)K/IeHIEM aHa/IN3a CeTPeTaluy y POAUTENIeit,
YCTQHOBJ/IEH KJIMHMKO-TeHeTUYECKNIT JUArHO3
cungpom I'epmanckoro-Ilyanaka Tum 1.

M CUCTeMBI KpoBH pasnuyHa. Knuanyeckne mpo-
SIBJIEHVA Y IpobaHa COOTBETCTBYIOT OIVCAH-
HBIM 0COOEHHOCTAM, OJJHAKO J/IsI OL[eHKI CTe-
IIeHY M3MEHEeHN JIETOYHON TKaH! TpebyeTcs
6oree cepbe3Hoe 0OCemoBaHMeE.

Cpenu pasnmMyHbIX MCCIEJOBAHNUI KIMHIYIe-
ckux coydaeB CI'TI Tak ke OTMedaeTcs BbICOKaA
CTelleHb IOMMMOph13Ma KaK BHY TPUCEMEIHOTO,
TaK U Y HEpOJCTBEHHBIX IalleHTOB. CTeleHb
JOENUTMEHTAIMY BOIOC, KOXKM ¥ TJIa3HOTO JIHa,
CTeIeHb TPAHCH/UTIOMUHALIUA Pafy>KKIL, JIETOY-
HBIX Y T€eMAaTOJIOTUYECKUX MU3MEHEHUIT MOXKET
CUJIBHO Bapbyposars [10, 11].

JI71s1 TaKUX MaliMeHTOB PEKOMEHI0BaHO Ha-
O/II0TeHe TeMATOIOTa C 1e/IbI0 KOHTPOJLS CBEP-
TBIBAIOII[El CUCTEMbI KPOBU, 0P TaIbMOIIOTa /51
KOppeKLIMM 3pUTe/IbHBIX PYHKIMII (110 BO3MOXK-
HOCTN), IIy/IbMOHOJIOTa JI/I1 PAHHETO BBIABJICHM A
$nbpo3HbIX U3MeHeHNTI TerknX. Tak ke He0O-
XOZIMMBI KOHCY/IbTallMM SepMaTONIOra, UMMY-
HOJIOTa U FaCTPOIHTEPOTIOra, T.K. BOZMOYXHbI
KIIIIe9HbIe KpoBOTeueHM 1. [Ipy HeobXogMMOCTI
OIlepaTUBHOTO BMEIIATe/IbCTBA KOHCY/IbTAIIVA
remMaroJora.

ITpuBemeHHbI KTMHUYIECKUIT CITydali eMOH-
CTpUPYeT TaKXKe He0OXOAMMOCTb IIPOBefieHN A
KOMIIJIEKCHOTO K/IMHUKO-UHCTPYMEHTAIbHOT O
o6cnemoBaHMsA MAIMEHTOB C aIbOMHU3MOM
MUY aIbOMHOTUYECKUM COCTOSIHUEM C IPH-
BJI€Y€HMEM CMEXXHBIX Bpadell U MOATBEPK-
JAolell MONEKY/IAPHO-TeHEeTUYEeCKOI Jua-
THOCTUKMN.

YcTaHOB/IEeHMEe NIATOTEHHBIX BAapUAHTOB
Kay3aTUBHBIX I€HOB IO3BONUT CHOPMUPO-
BaTh OIlpefle/IEHHOE NMOHMMAaHMe 4acThIX
MOJIEKY/ISAPHO-TEHETUYECKUX NIPEJUKTOPOB
JJIS CTaBAHCKMX YacTU CTPaHBI.
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