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PE3IOME

AnbOUHUBM — KUHUYECKU U 2eHEMUYECKU 2eMEPO2EHHAS 2PYNna HaC1e0CMBEHHbIX 3a001e8aHUL, 8 OCHOBE NAMO2EHE3a KOMOPbIX Jencum
HapyuweHue 6UOCUHME3a MeJIAHURA, NPUBOOALEE K NOJIHOMY UNU HACMUMHOMY €20 omcymcmeuto. KnuHuuecku CHUXceHue KoJu4ecmea mea-
HUHA NPOA6NAEMCS 6 2unonuUZMeHmayuu Koxcu, 60J10¢ u 21a3. Ilopaxcenue 2nas 6xouaem 2unonuzMeHmayuio uau omcymcemesue nuzmenma
271a3H020 OHA U PadYxCHOL 000104KU, 2uNONIA3UI0 POBEA, CHUNCEHUE OCIMPONbl 3PEHUS, HUCMA2M U Kocozasue, ¢pomogdobuto, mpancuJ-
JIHOMUHAYUIO PAOYNHCHOL 000104KU U ACUMMEMPUYHOE NEpeceyeHue 3pumeibHblX Hepeoe 6 xuasme. OOHAKO abOUHUZM MOYCEM 8bICMYNaMmy
4ACcMblO CUMNMOMOKOMNEKCA 00J1e€ CJIONCHBIX 2EHEMUYECKUX CUHOPOMO8, MAKUX KAk cuHOpoMyl [epmancku — [Tyonaka u Yeouaka — Xuea-
cu, Komopule mpedyrom KaKk MOXCHO 60Jiee PAHHE20 BbIAEIEHUS U HA4AIAd MEPanuu u3-3a PUCKA pa3euMmusl HCU3HEY2PONCAOWUX COCIMOSHUL.
Takxce ecmpeqaromcs CayHau YacmudHO20 aab0URUIMA C 2unonuemMeHmayueli Cmpyxmyp 21a3, Kovcu Ui 80J10C, HO HE C8S3AHHbIE C MeNa-
HOzene3oM, makue Kak cunopom Ipucyennu, cunopom Baapoenbypea, cutidpom Tumya, 6one3ts Ananockux ocmposos. [lpu ucciedosanuu
Kancoo2o cyy4as anbOUHU3Ma He0OX00UMO YCMAHOBUNMb MOYHbIL MOJIEKYISPHO-2eHemuyeckull OudeHo3. mo obecnequm nepcoHanu3upo-
8aHHbII N00X00 K JIeHEeHUI0, N036801UM KOPPEKMHO NPOZHO3UPO8AMb JCU3Hb U 300POBbE NAYUEHMO8, A MAKYMCE NNAHUPO8AMb 0eMOPONCOEHUE.
KntoueBbie cioBa: anboutusm, cunopom lepmaricku — Iyonaka, cunopom Yeouaka — Xueacu, eunonuemeHmayusl, KIUHUYECKUL NOAUMOP-
Pusm, 2eHemMuU4ECKAs 2emepo2eHHOCb.
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ABSTRACT

Albinism is a clinically and genetically heterogeneous group of hereditary diseases whose pathogenesis is mediated by impaired synthesis
of melanin which results in its partial or total loss. Reduced melatonin level clinically manifests as skin, hair, and ocular hypopigmentation.
Ocular presentations include hypopigmentation/lack of pigmentation of eye fundus and iris, foveal hypoplasia, low vision, nystagmus and
strabismus, photophobia, iris transillumination, and asymmetrical decussation of nerve fibers at the optic chiasm. However, albinism can
be a part of more complex genetic syndromes, e.g., Hermansky-Pudlak syndrome or Chediak-Higashi syndrome. These disorders should be
identitfied as early as possible to start therapy to prevent life-threatening conditions. Partial albinism with ocular, skin or hair hypopigmentation
not associated with melanogenesis (e.g., Griscelli syndrome, Waardenburg syndrome, Aland Island eye disease, etc.) also occurs. Each case
of albinism requires an accurate molecular genetic diagnosis to provide a personalized treatment approach, predict life expectancy and health
status, and plan pregnancy.
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NBOMHM3M — 3TO KIMHWYECKH U FeHETUYECKH reTepo-

reHHas 'pynna HacJleCTBEHHbIX 3a00JIeBaHMit, B OCHO-

Be MaTOreHe3a KOTOPbIX JIEKUT HapylieHre 61MoCHHTe-
3a MeJIaHWHA, NPUBOJSILLEE K MOJHOMY WM YaCTUMHOMY €ro
OTCYTCTBHIO. KIIMHMYECKU CHMXKeHHe KOJWuYecTBa MeJlaHMHA
NPOSIBJISIETCS B TMITOMUIMEHTALMK KOXH, Bojloc U rias. [lo-
paskeHKe IJ1a3 BKIIIOUAET TMIOMUIMEHTALMIO WIIM OTCYTCTBHE
MUIMEHTA [Ia3HOTO JHA U pafayskHOi 000I04KH, TUIOMIIA3UI0
¢doBea, CHUXKEHHE OCTPOTbl 3pEHMs], HUCTAarM, KOCOIJasue,
¢doTodobHI0 M TPaHCUIUTIOMUHALMIO panykKu. Kpome Toro,
y MalKMeHTOB C aIbOMHM3MOM NP UCCIIEN0BAHNM 3PUTENBHBIX
BbI3BaHHbIX MoTeHuuanos, MPT unu Tpaktorpaduu BbisiBis-
€TCsl HempaBUJIbHAs MapLUPyTU3aLus BOJIOKOH 3PUTeJIbHbIX

HEpBOB B X1asMe (MepeKkpecTHasi aCUMMETpHsl) — upe3Mep-
Hbl/1 epexozi BUCOYHO 10J1M BOJIOKOH Ha TPOTMBOMOJIOKHYIO
cropoHny [1, 2].

Cpennsist uacrota anbOuHM3Ma B Mupe coctasiisier 1:17000,
yactota HocutenbctBa — 1:70 (BapbupyeT B 3aBMCHMOCTH
OT pervoHa) [3].

['IA3HO¥ AJIbBMHU3M

[nasHoit anbOuuMam 1 tina (anpOMHM3M rasHoi Hermim-
na — ®onsza, OA1, XLOA, OMIM (Online Mendelian Inheritance
in Man) #300500) — X-cLierieHHbli1 peLleCCHBHBbI THI anbOu-
HM3Ma, PEHOTUNNYECKU TPOSIBIISIOLLIMIACS B OCHOBHOM Y MYK-
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upH. [pUMHOI I71a3HOTO abOMHM3MA SBJISIOTCS MyTALIUK B reHe
GPR143, pacnonoxxeHHoM Ha X-XpOMOCOME B perMoHe Xp22
¥ KOZMpYIOLLeM OffHOMMeHHbI Genok. Benok GPR143 npen-
craBJisieT co6oii pewientop, cBsidauHblit ¢ G-6ekoM (GPCR), ko-
TOpbIil NPOAYLIMPYETCS UCKITIOUMTETIbHO MeJIAHOLUMTAMU U M-
MEHTHBIM 3MUTENMeM CeTyaTku. ist 3Toro Tuna anbOuHU3Ma
XapakTepHbl MH(AHTWIbHBII HUCTAarM, CHUXKEHHE OCTPOTbI
3penust no 0,3 [4], obenHeHne murMeHTa pamyskHON 0060JI04-
KM ¥ [JIa3HOTO JiHa, runoriasust ¢posea, poropobus. [Turment
BOJIOC M KOXM coxpaseH. LLIMpoko pacnpocTpaneHbl Mo3any-
Hasl TMIIONMIMEHTALMsI pafy>kHOM 000JI0UKM 1 TPAHCHIUTIOMUHA-
LSt pafy>kKu 1-#1 cTeneHu y skeHIMH-HOCUTENIbHHULI, He COTMpO-
BOK[AIOLLIMECS] CHUXKEHHEM OCTPOTbI 3peHust [4, 5]. OnmcaHbl
CITy4au NOPayKeHNs! JKEHLIMH NPY TOMO3UIOTHOM MyTaLMK B reHe
GPR143 vinu npu Hecsly4yaiHo# WMHAKTUBALUMKU X-XPOMOCOMBDL.
Yacrora 3a6oseBaHusl, o faHHbIM 6asbl Orphanet, cocrasnsier
1-9:100000 [3]. MyTaumy B 3TOM reHe Takske CBsI3aHbl C X-CLie-
TIJIEHHBIM BPO3KZIEHHbIM HUcTarMoM 6 tura (OMIM#300808).

I'A30-KOKHbIVi AJIbBUHK3M
[11a30-KOKHbI anbOMHNU3M 00'beMHSIET TpyIy 3ab0seBa-
HUi1 C ayTOCOMHO-PELIeCCUBHbIM TUIIOM Hace0BaHUs, A71s KO-
TOpBIX, B OT/IMYKME OT U30IMPOBAHHOTO [71a3HOTO albOMHKU3MA,
JOTOJIHUTENIbHBIM XapaKTEPHbIM MPU3HAKOM SIBJISIETCSI TUIO-
MMrMEHTALMsl KOKU U BOJIOC. Bo3neiicTBIe CONTHEUHBIX Jyyeit
Ha TMIONUIMEHTUPOBAHHYIO KOXY MPUBOIOUT K MaXUAEPMHH,
aKTHHUYECKOMY JIEpMaTUTY M PaKy KOxkH, 6a3abHOKJIETOUHO
¥ TUIOCKOKJIETOYHO! KapLHOME U, PexXe, MeJlaHOMe, YTO MO-
KeT BCTPeYaTbCsl IaKe Y reTepO3UrOTHbIX HOoCHTeneih [6].
MonekynsipHO-reHeTHUecKuit  iepeKT BbISBISETCS MpH-
MepHO Yy 60% nauueHToB C KJIMHUYECKUMM MpOsIBIEHUSIMU
anbOvHM3Ma. 3HauMTeNnbHOEe YKCiIo M3 ocraBumxcs 40% siB-
JISIIOTCS TETEPO3UTOTHBIMY HOCHUTESIMM MATOTEHHBIX MyTaLMii
B reHax TYR mmm OCA2: onmcaHbl ciydau pasBuTvsi 3abose-
BaHMS NPU HaJWMUMM MATOreHHOH MyTallMK Ha ORHOM aenu
¥ IByX NONMMOP(HBIX BAPUAHTOB — Ha Apyroit [7, 8].
[naszo-koxHbiit anpbuuuaM 1 tuna (OCA1) accounnposaH
¢ redom TYR, pacnonokeHHbIM Ha Xxpomocome 11 B mososke-
Hun 11q14.3, 1 pasgensercs Ha ABa KJIMHAYECKUX MOATHMMIA:
I71a30-KO3KHbIii anbouuuam 1A u 1B tunos. len TYR komupyer
KJII0UeBOi epMEHT MeJlaHOreHe3a — THPO3HHA3y, y4acTBYIO-
LYI0 B CJIeAYIOLIMX 3Tanax MeJjlaHoreHe3a: rMIPOKCUIIMPOBA-
HUe TUpOo3nHa 10 AMokcudenunananuta (JODA) u okucneHne
JO®A no L-IIODA. Ha ceronusiunmii neHb B 6aze Human Gene
Mutation Database ommcaHo 6osee 350 maToreHHbIX BapuaH-
T0oB B reHe TYR [9], nomasnsioliee GOBLIMHCTBO KOTOPBIX
MPOAYLMPYIOT HEAKTUBHbII (GepMEHT U MPUBOAST K (HEHOTU-
My M1a30-KoXHOro anbOunuama 1A Tuna, a okono 10 Bapu-
AHTOB TNPOXNYLMPYIOT (GEPMEHT C OCTaTOYHON aKTMBHOCTBIO
(runoMopgHble BapUaHTbl) M, COOTBETCTBEHHO, MPUBOIST
K (eHOTHITy I71a30-KOKHOTO anbOuHM3Ma 1B tuna. [Ma3o-Kkoxk-
Hblil anbOMHM3M 1 THna cocrasisiet okosno 40% oT Beex ciyya-
eB anbOuHuama [10], ero yacrora B mupe — 1-9:100000 [3].
[nmaso-koxHbiii  anbbOunusm 1A tuna  (OCAT1A,
OMIM#203100) sBnsieTcst «KJIaCCUUECKMM» TUTIOM aJIbOMHM3MA.
[aLyeHTsI ¢ 171a30-KOXKHBIM anbOMHM3MOM 1A THMa ¢ poKIeHHs
MMeIOT Gesible BOJIOChI M PECHMULIbI, OEITyI0 KOKY, HECTIOCOOHYO
K 3arapy. [lpy mopdosoruueckomM uccrnenoBaHuu OuonTara
KOXU BbISIBJISIIOTCS] aMeJIaHOBble MeJIaHOLMTbIL. [J1a3Hble aHOMa-
JMM BKJIOYAIOT OTCYTCTBUE MUIMEHTa B PamyskHOM 000JIOUKe
V1 Ha IMIa3HOM JHe, runomiasuto ¢posea 3—4-it crenenn. OctpoTa
3peHust MOXKeT BapbupoBaTh B npenenax ot 0,05 no 0,15 [4].

[mago-koxkHbiit  anbOuumam 1B tma  (OCA1B,
OMIM#606952) takske obycnosned myrauusmu B rese TYR,
OIIHAKO TIPM 3TOM THIE COXPAHSETCs OCTaTO4HAasl aKTUB-
HOCTb THPO3MHAa3bl. DEHOTUMMYECKU 3TOT THMIT TPOSIBIISIETCS
HETOJIHOWM TMIONMIMeHTaL1ell I71a3, BOJIOC ¥ KOXU, KOMIIEH-
CHPYIOLLIEICSl C BO3PACTOM: NPH POKAEHUM MALMEHTbl UMe-
10T Gesble UK CBETIIO-KeNThble BOJIOChI, KOTOPbIE C BO3PAaCTOM
HE3HAYMTENIbHO TEMHEIOT; Oenasi Koka CO BpeMeHeM Haka-
TUIMBAeT MUTMEHT M MOKET CJIerka 3aropetb Mpy npeOblBaHNH
Ha conHue. CHHMe pafy>kKK C BO3PACTOM TEMHEIOT J10 3eJIeHO-
ro/OpexoBOro Wi CBETJIO-KOPUUHEBOr0/KOPUYHEBOTO LBETa
3a cueT HaKOIUIeH!sl MeJlaHWHA U HanmMuust MenaHocoM. TpaHc-
WJUTIOMUHALMS Pafy’KKU COXpaHsieTcs B npenenax 1-3-it cre-
nenu [11], octpora 3penus cocrasnser 0,3-0,5 [4, 12].

I'naszo-koskHblit anpOuHm3M 2 tina (OCA2, OMIM#203200)
accouunpoBad ¢ resoM OCAZ (OMIM#611409), pacrionosken-
HbIM Ha ydactke 15q12-q13. Ten OCAZ konMpyeT MenaHoCco-
MaJibHblil TPAaHCMeMOpaHHbI XJIOPUIHBIA KaHas, obecreuu-
BAIOLLMIt NoffepkaHMe pH B MenaHocoMax ¥ MeslaHOLMTaX.
KonnuecTBo KOKHO# MMrMeHTaLMK NPY 3TOM THIIE KoebeTcst
OT MMHMMAJIbHOTO JI0 TOYTH HOpMasbHOro. HoBoposkneHHble
C IV1a30-KOXKHbIM albOMHM3MOM 2 THMa MMEIOT CJIerka Iur-
MEHTHPOBAaHHbIE BOJIOCHI, OPOBM M PECHMLbI, LIBET KOTOPBIX
BapbUpYyeT OT CBETJIO-3KEJTOro 110 CBETIO-KOPUYHEBOTO U KO-
PUYHEBOrO ¥ MOXXET He3HaYMTeJIbHO MOTEMHETb C BO3PACTOM.
Ocrporta 3penus B cpensem cocrasnsert 0,3 [4, 10]. [nazo-kox-
HbIl aIbOMHK3M 2 THNa — BTOPOIA 10 YaCTOTe CPeNy BCeX BU-
I0B anbOMHM3Ma, Ha ero Joimo npuxopurcst okono 30% Bcex
ciyvaeB. Yacrora B mupe cocrasnsier 1-9:100000 [3].

[naso-koxHbii anbOuHuaM 3 tuna (OCA3, OMIM#203290),
MIMEHYEMBblii TAK)Ke PbIKMM THUIOM asbOMHU3MA, CBSI3aH C MyTa-
uusivu B rede TYRPT (OMIM#115501), pacrionoskeHHOM Ha 9-ii
XxpomocoMe B nonoxennu 9p23. TYRP1 — Tupo3nHasza-3aBUCH-
Mblii reH 1, Komupyroluuii B-karanasy, kotopas sisisieTcst crabu-
JIMBUPYIOLLMM O€JIKOM TUPO3MHa3bl HapaBHe C 0NAXpOMTayTo-
mepa3oit (DCT, TYRPZ2, cM. ra30-KOXHblIil anbO1HU3M 8 Tvna)
¥ NPEUMYLLECTBEHHO Y4YacTByeT B 00pa3oBaHWM 3yMeJaHWHa.
(DeHOTUMUYECKH [71a30-KOXKHbII abOnMHM3M 3 THna nMeer 60-
Jlee MsTKuii pEeHOTHN 3a CUEeT HaKOIUIeHHsl peoMeNaHNHa: KOXa
HE3HAUMTENbHO TMIONMIMEHTHPOBaHA M CHOCOOHA K 3arapy,
B HEKOTOPbIX CJyyasx MOTYT MOSIBJISITbCSI BECHYLIKH, BOJIOCHI
MIMEIOT PbIXKeBATbIi/MeIHbIi OTTEHOK. CHUKEHHE OCTPOTBI 3pe-
HUS M APYTHE [71a3Hble MaToNorky 0OHAPYKUBAIOTCS! He BO BCEX
CilyyasiX, U4TO TAKXKe CBSI3aHO C HaKoIJeHWeM ¢eoMeslaHHHa.
KntoueBbIMM CHMMNTOMaMK K JMarHo3y SIBJISIOTCS HUCTArMm,
KpacHbIii 3pavKOBblil peJieKC ¥ TPAHCUIUTIOMUHALIUS PamysK-
ku [13]. Yacrora 3aboneBanusi cocrapinsier menee 1:1000000
B Mupe 1 1:8500 B 105kHOapPUKAHCKUX NOMYTSLMSIX [3].

maso-koskHblit anbOuHuam 4 tina (OCA4, OMIM#606574)
accounnpoBaH ¢ reHoM SLC45A2 (OMIM#606202), konupyo-
LLIMM MeMOpaHHbIit GeIoK — mepeHocurk caxaposbl/H* 1 pac-
T0JIOKEHHBIM Ha yuacTke 5p13. KonnuecTBo KOXKHOM MUIrMeH-
TalKK KosebIeTCsl OT MUHMMAJbHOTO JI0 MOYTH HOPMAJIbHOTO.
Y HOBOPOXKZIEHHBIX BOJIOCHI OOBIYHO MMEIOT LIBET OT cepedpi-
CTO-0€s10ro 10 CBETIIO-3KENTOr0 M MOTYT He3HAYMTENbHO MO-
TeMHeTb C Bo3pacTom. OcTpoTa 3peHust MOXeT BapbHpOBaTh
or 0,6 no 0,05 B 3aBMCMMOCTH OT KOJIMYECTBA MPUCYTCTBYIO-
1LIero MUrMeHTa, HO 0ObIUHO HaxoauTcs B auanasone 0,2-0,1
M CTabMIM3MpyeTcss MO JOCTHKEHWMM MalMeHTOM BO3pacTa
3 net. [Ma30-KoXHbIN anbOMHKM3M 4 Tvna Hambosee pacrpo-
cTpaHeH B SInoHMM, HO ObLT OOHApYsKEH Takske B MOMYJISLMSAX
Cesepnoit EBponbl, Minnum u Kopen, cpennsis pacnpocTpaHeH-
HOCTb B Mupe cocrasnsier 1:100000 [10, 14].
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mazo-KkosxHbIi anbOunmsm 5 tuna (OCA5, OMIM#615312)
BrepBble ObUT OOHApYsKeH B MAaKMUCTaHCKON OIM3KOPOX-
cTBeHHO# cembe B 2012 r. MosnekynsipHO-LIMTOreHeTHyeckas
IMarHoCTUKa BblsiBUNIA Aesneunio jokyca 4q24. B Hacros-
1M MOMEHT He HaiifieHa TOUYHasl KOPPEJSILMsl C KaKUM-JIO0
13 reHOB-KaHauaTtoB. PeHOTUNMYECKH MaLMeHTbl, CTPafalo-
11[1I€ ITUM THIIOM aNbOMHU3MA, UMEIOT CBETIYIO KOKY, 30JI0TH-
CTble/CBETJIO->KeJTble BOJIOChI X TUIMYHbIE [J1a3Hble MPOsiBIIe-
HUs abOKMHM3MA. B onMcaHHO# Mak1CTaHCKOM ceMbe OCTpOTa
3penus cocrasnsier 0,1 [15].

['ma30-KoskHblit anbouHmuaM 6 tiuna (OCA6, OMIM#113750)
accouurpoBad ¢ reHoM SLC24A5 (OMIM#609802), nokannso-
BaHHbIM Ha yuacTke 15q21.1 u xogupyrommmM K*-3aBUCHMBIi
Na*/Ca’*-00MeHHHK, IKCIPECCHPYIOLMIACS MPEHMYLIECTBEH-
HO B CTPYKTYpax KOxH U r71a3. [unonurMeHTaiyst o0ycioBieHa
CHIKEHMEM 9YMeJIaHMHa, HO 3a CYET OCTaTOYHOrO KOJIMYecTBa
¢dbeomenaHnHa MalLMeEHTbl MMEIOT CBETIIYIO KOXY CO CKJIOHHO-
CTBIO K JIETKOMY 3arapy W TOSIBJIEHHIO MMUTMEHTHbIX HEBYCOB,
BOJIOCbI — OT O€JIbIX 10 CBETIIO-KOPUYHEBbIX, LIBET I71a3 — OT I0-
7y60ro 0 KOPMYHEBOTO C TUIMYHBIMK 7Sl anbOMHM3Ma Topa-
skerusimu. Octpora 3penus konebnercst ot 0,3 10 0,05 [16]. Pac-
MPOCTpaHeHHOCTb B MUpe cocTasisieT Menee 1:1000000 [3].

I'naszo-koskHblit anpOuHmaM 7 tina (OCA7, OMIM#615179)
accouunpoBal ¢ reHom LRMDA (OMIM#614537), pacrnono-
>KEHHbIM Ha AJMHHOM Tiede 10-i1 XxpOMOCOMBI B MOJIOKEHNUU
10922.2-q22.3 1 KomupyoLmM OoraTblit JIefLMHOM OeroK,
CBSI3aHHbII ¢ JUdPepeHLMPOBKOI MeNaHOLMTOB. Takue toau
MMEIOT CBETJIO-PYyCble 1M KOPUUHEBbIE BOJIOCDI, CBETIYIO KO3KY,
CrocoGHYIO K 3arapy, y HUX MOTYT MOSIBSITbCS BECHYILKK. [1a-
3a CBET/Ible — rosyOble WM 3eJIeHbIe, C SIBJIEHHUSIMKM HUCTAarma,
TPaHCHJUTIOMUHALIMEH PafyskKHOM OOOJIOYKM M TUIOMUIMeEH-
THPOBAHHbIM I71a3HBIM JHOM C runoruiasueit ¢osea. Octpora
3penust konebnercst ot 0,3 no 0,05 [17]. PacnpocrpanenHocTb
B Mupe cocrasisieT MeHee 1:1000000 [3].

[nazo-koxHblit anbbuuuaM 8 thna (OCA8) accounnpoBaH
¢ reiom DCT (TYRPZ2) v onucan Pennamen et al. B 2020 .
B JIByX HEPOACTBEeHHbIX ceMbsx. [en DCT konupyer ¢pepmMeHT
JONaxXpoMTayToMepa3y, KOTOpbIil KaTaqu3MpyeT MpeBpallie-
HUE J0NaxpoMa B IUIMAPOKCUMHION-2-KapOOHOBYIO KUCIIOTY.
deHoTHMMYECKME NIPOSIBIIEHMS 8 THUMA [71a30-KOXKHOTO anbOu-
HM3Ma: JIerkasi TMIMONMUrMeHTaLMsl KO U BOJIOC M YMepeHHble
MOpaskeHusl 171a3, TUMMYHbIE 1S anbOMHM3Ma (HMCTarM, CBe-
TOOOSI3Hb, TPAHCHIUTIOMMHALIMSL PAAYsKKH, TMITOMMrMeHTaLMs
CeTyaTKM U [J1a3HOro JHA, runomnsasust posea 0—1-it creneny,
CHIKeHre ocTpoTsbl 3peHus 1o 0,4-0,5) [18, 19].

PE,[[KI/IE HACIEJCTBEHHBIE CUHJIPOMbI
B COYETAHUU C AJIbBUHU3MOM

Kpome 13011MpOBaHHOrO IMIa3HOTO U I1a30-KOXXHOTO TUIOB
CYLLECTBYIOT pefiKie HaC/IeNCTBEHHbIe CUHAPOMbI albOMHU3MA,
CBSI3aHHble C CUCTEMHbIMM MOpPaXeHHsIMU. K HMM OTHOCSITCS
cungpoM lepmancku — INyanaka u cuagpom Yenmaka — Xuracu.

Cunppom I'epmaHCKM — Tlyanaka

Cunppom lepmancku — Ilynnaka (Hermansky — Pudlak
syndrome, HPS) Bnepsbie onucan B 1959 1. B BYX Hepozn-
CTBEHHbIX CEMbSIX Y NMALMEHTOB C albOMHU3MOM, reMopparu-
YeCKMM JMaTe30M M MUrMEHTMPOBAHHBIMU PETHUKYJISIPHBIMU
KJIETKaMH B KOCTHOM MO3re, a TaKkxe B Ouonrarax numoaru-
YeCKMX Y3JIOB U MeYeHHU.

Cunnpom lepmancku — [lyanaka oTHOCUTCS K Op¢daHHbIM
3abosieBaHMSIM: €ro vactota B Mupe cocrasisier ot 1:50000

1o 1:1000000, omHakoO HEKOTOpble TUMbl PaCMpPOCTPAHEHbI
B [lyspro-Puko (Tak, yacrora 1 Tuna B 9TOi MOMyJSILIUM CO-
crasnger 1:1800, 3 tuna — 1:16000) [10].

B Hacrosiee Bpemsi cuHapoMm lepmancku — Ilynnaka
BKmoyvaeT 11 TMnoB, accounupoBanHbIX ¢ 11 renamu. [maBHbIM
TNIaTOreHeTMYECKUM 3BEHOM BBICTYIAET HapyLIeHHe afantop-
Horo 6enkoBoro komiekca-3 (AP3) unu cucremsl OroreHesa
KOMIIJIEKCA CBSI3aHHBIX C JM3ocoMamy opradesnn (BLOC 1-3),
SIBJISIIOLLMXCS] BAKHBIMM KOMIIOHEHTaMK MeMOpaH LMTOIIa3-
MaTHYeCKMX OpraHesll ¥ y4aCTHUKAaMH TPaHCIOPTUPOBKH Be-
31Ky JlepexTbl 6eKoB, COCTABIISIIOLLMX 3TH KOMIIEKCBI, PU-
BOZSIT K MAaTOJIOTMYECKUM H3MEHEHUSIM B CTPYKType U PyHKLMK
JIM30COM, MEJIaHOCOM, TIOTHBIX IPaHyJ1 TPOMOOLIMTOB.

OcHOBHble KIIMHMYECKME MPOSIBJIEHUs] CHHAPOMA [epmaH-
cku — [lymnaka: anbOMHM3M, OTIOXKEHHEe TUrMeHTa B KIeT-
Kax peTHKyJI0-9HA0Te MabHOI CUCTeMbl U HapylleHue arpe-
rauuy TpOMOOLMTOB (32 CYET OTCYTCTBHMsI IUIOTHBIX TpaHyI,
CozlepsKallMX CEepPOTOHMH, afeHMHOBble HykneoTuabl, Ca2l*,
¢dubpuHoreH, anpeHanut, ¢akrop BunneGpanna, aHturena-
puHOBbIt pakTop). [emopparnueckuii auate3 MOXeT MposiB-
JISTbCS YacTbIMM HOCOBbIMH, JECHEBbIMM, MHTpa- W IOCIe-
OMepalMOHHbIMM KPOBOTEUEHHSIMH, MeHOpparveil y sKeH-
umH. B 1abopaTopHbix nokasaresnsix OTMe4aeTcsi OTCYTCTBHE
TUIOTHBIX IPaHyJl TPOMOOLMTOB, BBISIBJISIEMOE MPU 3JIEKTPOH-
HOI1 MMUKPOCKOIHH, TPY HOPMaJIbHOM KOJIMYECTBe TPOMOOLH-
TOB M HOPMaJIbHOM NPOTPOMOMHOBOM BpemeHH. Kpome Toro,
¢ cunapoMoM lepmancku — Tlyanaka cBsi3aHbl rpaHyieMaros-
HbII KOJIUT, JIErouHblii puOPO3 M KapAMOMUONaTHs (Xapak-
TepHble He JJIs1 BCeX TUIIOB), BO3HUKAIOLLME W3-3a LIepOMI0I0-
I06HbIX OT/I0KeHU#t B TKaHsx [20, 21]. Kpatkas kianHuueckast
XapaKTepPUCTHKA BCEX M3BECTHBIX TUMOB CMHApOMa [epman-
cku — [Nlynnaka npuBezeHa B Tabmuue 1 [19-37].

AnbOMHM3M M reMopparMueckuii auaTe3 MpOSBISIOTCS
npu Bcex TMnax cunapoma lepmancku — [lyanaka. OcHoB-
HbIMW Pa3JIMuMsIMU SIBJISIIOTCSI CUCTEMHbIE MPOSIBJIEHUST: TaK,
¢ubpo3 nerkux passuBaercs npu 1, 2, 4 u 8 Tunax, Bbico-
KUl PUCK pasBUTHSI TPaHyJeMaTO3HOrO KOJIMTAa UMeEeTCsl NpH
1, 3, 4 u 5 tunax. Knetounblii MIMMYyHOZE(ULIMT C MOBbILIEH-
HbIM PHCKOM pPa3BUTHSI reMOdaroLuTapHOro JMMQPOrucTHo-
LIMTO3a yallle BcTpeyaeTcs y nauuentos ¢ 2,9, 10 u 11 tuna-
mu cunzapoma. [pu 10 tune takke onmcano nopaxenue LIHC,
BKJIIOUAOLLlee 3a1ePKKY MOTOPHOTO Pa3BUTH S, MbILLIEUHYIO I~
TIOTOHHIO U STUJIETNICHIO.

Cunapom YEanakA — Xuracu

Cunnpom Yennaka — Xuracv (CHS, OMIM#214500) — pen-
KW ayTOCOMHO-PELIECCUBHO HACNIEyeMblii CUHAPOM, Pa3BUTHE
KOTOPOTO CBS3aHO ¢ MyTauusmu B reHe LYST (OMIM#606897),
KOZMPYIOLLIEM afanTOpPHBIi OeNOK, yUaCTBYIOLMIA B PEryIsiLiM
JIM30COMAJIbHOTO TPAHCIOPTA.

Briepsbie cunnpom Yenuaka — Xuracu onmcad Beguez —
Cesar B 1943 ., Bnocneacreuu Yemuak (B 1952 r.) u Xuracu
(B 1954 r.) nononHunM GpeHOTUIMYeCKoe OMNMCaHWe CHUHAPO-
Ma. B Hacrosiee Bpemst B Mupe onucano okosno 500 ciyuaes
3TOro 3a00JIeBaHKs], OJHAKO TOYHOE KOJIMUECTBO MALMEHTOB
HEBO3MOKHO YCTaHOBUTb B CBSI3U C CYLIECTBOBAHMEM aHO-
MaJlbHbIX MSATKMX (OpPM, NPU KOTOPBIX JUArHo3 NOATBepsKaa-
ercs B 30 net 1 nosske [38], 1160 13-3a MOBTOPHBIX OMUCAHMUI
MalyreHToB B TeueHue kusnu [39].

@enotvnMueckMMY NPOSIBIIEHHSIMU CHMHIpoMa Yenyaka —
Xuracu sIBJISIIOTCS I71a30-KOXKHBIi abOMHK3M, reMopparniecKuii
Ivarte3, HEBPOJIOTMYECKWe HApYLUEHWs, a TaKXKe TMEepBUYHBIA
MMMYyHOZIEDULIUT U TOBTOPHbIE MHGMEKLMOHHbIE 3a00JIeBaHMSI.
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Ta6nuua 1. KnuHnko-reHeTnyeckas xapakrepucTtvka cuigpoma lepmarckn — lMNygnaka
Table 1. Clinical and genetic characteristics of Hermansky — Pudlak syndrome
Ho3onoruveckas hopma leH Anbb. ra (0))] rK NUHC (1%]
Genetic type Gene Alb HD PF GC ANS VA

Cunppom lepmancku — Mypnaka 1 Tuna, OMIM#203300 HPS1
Hermansky — Pudlak syndrome type 1, OMIM#203300 * * * * - - 01
Cunppom lepmancku — Mypnaka 2 tuna, OMIM#608233
Hermansky — Pudlak syndrome type 2, OMIM#608233 AP3BI * * * B - * 01-0.3
Cuupapom lepmancku — Myanaka 3 Tuna, OMIM#614072
Hermansky — Pudlak syndrome type 3, OMIM#614072 HPS3 * * h * h - 0.16
Cuupapom Mepmancku — Myanaka 4 Tuna, OMIM#606682
Hermansky — Pudlak syndrome type 4, OMIM#606682 Hps4 * * * * h - 01-0.3
Cuupapom lepmancku — Myanaka 5 Tuna, OMIM#614074
Hermansky — Pudlak syndrome type 5, OMIM#614074 HPS5 * * - * h h 02-04
Cuupapom lepmancku — Myanaka 6 Tuna, OMIM#614075
Hermansky — Pudlak syndrome type 6, OMIM#614075 HPS6 * * - h h h 02-08
Cuxpapom Mepmancku — Myanaka 7 tuna, OMIM#607145
Hermansky — Pudlak syndrome type 7, OMIM#607145 DTNBPT * * ) h h h 0.1-04
Cuupapom lepmancku — Myanaka 8 Tuna, OMIM#614077
Hermansky — Pudlak syndrome type 8, OMIM#614077 BLOCTS3 * * * h h h 0.1-016
Cuupapom lepmancku — Myanaka 9 tuna, OMIM#614171
Hermansky — Pudlak syndrome type 9, OMIM#614171 BLOCTSG ¥ * ) ) . * 01-0.15
Cuuppom Mepmancku — Myanaka 10 Tuna, OMIM#617050 ~ _ .
Hermansky — Pudlak syndrome type 10, OMIM#617050 APS3D1 * * * * 01-02
Cuuppom lepmancku — Myanaka 11 tuna, OMIM#607289
Hermansky — Pudlak syndrome type 11, OMIM#607289 BLOCTSS * * - B - * 0.1-04
Mpumeyvanwue. Anb6. — anb6uHn3am, [[] — remopparnydeckwii guates, @J1 — ¢mbpos nerkux, 'K — rpaHynematoaHsivi konut, MLHC — nopaxeHue LeHTpanbHov
HepBHoWi cuctembl, V[ — nvmyHoneguunt, O3 — ocTpoTa 3peHus.
Note. Alb — albinism, HD — hemorrhagic diathesis, PF — pulmonary fibrosis, GC — granulomatous colitis, ANS — abnormalities of the nervous system,
ID — immunodeficiency, VA — visual acuity.

3puTenbHble HAPYLIEHWs! BKIFOYAKOT TOPU3OHTaJIbHbI HUCTArM,
acTUrMaTtyaM, TMIOMWIMEHTALMIO Pafly’>KKH, TUIONIA31I0 MakKy-
7ibl ¥ poBea. OctpoTa 3peHust BapbupyeT oT 0,3 10 HopMasIbHbIX
nokasareneii [40]. [lopaskeHre HEPBHOI CUCTEMbI TPOSIBIISIETCS]
3aJIeP>KKOM MOTOPHOTO U TICMXOPEUEBOTO PasBUTHS, nepude-
pyYecKoi HeiporaTuei, aTtakCcuem, MapKUHCOHMSMOM U CYIO-
poramy; mpu 0OC/IENOBaHNN BBISIBJISIETCS CHUKEHME [ITyOOKKX
CYXOXXWIbHbIX pepIeKCOB, CHIDKEHNE CKOPOCTH HEPBHO! IPOBO-
aumoctH, Ha MPT o6GHapyskuBaetcs anddysHast arpodus ronos-
HOTO U CIIMHHOTO MO3Ta, BbISIBJISIOTCS TAKYKE TMTaHTCKHE IPaHyJbl
B LLIBAHHOBCKMX KJIeTKax npu 6uorcuu [41, 42]. [pu naboparop-
HOM HCC/IEI0BaHUM KPOBU OTMEYAOTCsl: TMTAHTCKUe BKIIIOUEHHsI
B MONIMMOPQHOSIIEPHbIX HEATPOGUIAX W, B MEHbLIEH CTeneHH,
B IMMOLIUTAX; HOpMaJIbHOE MY NIOHMKEHHOE KOJIMYECTBO ecTe-
CTBEHHbIX KJIETOK-KMJIJIEPOB C aHOMAaJIbHO CHKEHHO yHKLel];
HEATPOMNeHus: U HapylleHne QpyHKLMU HeHTPO(DUIIOB, TAKUX KaK
XEMOTAKCHUC W BHYTPUKJIETOYHAs] OakTepyuLMaHas aKTMBHOCTD;
OTCYTCTBYE WJIU MOHWKEHHOE KOJIMYECTBO W HernpaBuylbHasi MOp-
¢onorus NIOTHBIX rpaHys TpoMOoLmMTOoB [39].

Y 65-85% mnauuentoB ¢ cuHpoMoM Yemmaka — Xu-
racu B TeueHHe MepBOro AeCSTWIETHs] KH3HU Ha (POHe MH-
deKUMOoHHOro mpolecca pasBuBaeTcsl ¢asa «axcenepaun»
¢ GbIcTpoNporpeccupyoLeil MacCUBHOI JMMonponidepa-
TUBHOW peaKkUUel, «IUTOKMHOBbIM LUITOPMOM» U PUCKOM pas-
BUTHS TeMO(aroLUTapHoro JMM@QorucTuouuTosa [43].

PEIKWUE HACTIENCTBEHHBIE CUHIPOMBI
C YACTUYHBIM AJIbBUHU3MOM

[eHo-eHoTHNMYECKM e KOPPEeSISLMHU IPH PasHbIX TUMAX aJlb-
GMHM3Ma [0 CHX TOp He YCTaHOBJIEHbI: Jaske MaLeHTbl, 3a00-
7NeBaHNe y KOTOPBIX OOYCJIOBJIEHO OAMHAKOBBIMU MYyTaLIMSIMH,
MoryT 06J1aiaTh PasNIMUHBIMU MO CTENEHN BbIPaXXEHHOCTH KIIH-
HUYECKMMH TPOSIBJIEHUSIMU, B TOM UKCJIE B TpeJiesiaX OfHOI ce-
Mbi. Kpome TOro, CyLecTBYIOT Hac/lefiCTBEHHbIe 3a007eBaHMs,
CBSI3aHHBIE C MMIONUIMEHTaLMel CTPYKTYP I71a3, KOXKU U BOJIOC,
HO He MMeIOLIME KIIIOUEBBbIX MPU3HAKOB abOMHM3MA, TaKMX
KaK rurnoruiasust Gosea, TMIOMMIMeHTaLus! IT1a3HOro JHa, Herpa-
BWIbHBII1 [IepeKpecT 3pUTeSIbHbIX HEPBOB M HUCTAarM, — TaKue
CHMHJIPOMBI BXOZSIT B TPYMIy 4aCTUYHOTO, WM MapLMasbHOro,
anbbuHuama. K aTMM cocTosiHMsSIM OTHOcsITCs cuHapoM [pu-
cuesy, cuHapoM Baapnen6ypra, cunnpom Turia, 60se3Hb
Ananzckux octposos 1 cuiapom FHONDA. Kpome Toro, Heo6-
X0MMo I depeHLpoBaTh IMa3Hoi anbOMHNU3M U Ipymy 3a-
GoeBaHMii ¢ X-CLENIeHHbIM BPOSKIEHHbIM HUCTarMOM.

Cunppom T'pucueniu — ayTOCOMHO-peLeCCMBHO HacJle-
ZyeMblii CHHAPOM C YaCTUYHbIM albOMHMU3MOM: MPUCYTCTBYET
yMepeHHast TMIIONMIMEHTALMst KOXKH U cezible/cepedprcTo-ce-
pble Bosockl 6e3 nopaskeHust rnas. Pasnuuator 3 Trna 3abore-
BaHKS1 B 3aBUCMMOCTH OT BOBJIEYEHHOTO reHa U peHOoTHMNnUe-
cKux ocobeHHocreit: npu 3 tune (red MLPH, OMIM#609227)
OTMeYaeTcsl TOJbKO TMIOMUIMEHTalMsl KOXKU U BOJIOC, MpU
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1 tune (ren MYO5A, OMIM#214450) npucyTcTByeT HEBPO-
JIorMyeckuit  1epUUUT CO CNACTUYHOCTBIO, TeMHIIape3oM,
aMuserncueil 1 yMCTBEHHOI oTcTasnocTbio. [lpu 2 tune (ren
RAB27A, OMIM#607624) y nauneHTOB TaKXKe BbISBIISIOTCS
KJIETOUHbII UIMMYHOZe(PULIUT 1 BbICOKUI1 PUCK Pa3BUTHSI FeMOo-
darouUTapHOro CMHIPOMa.

Cunnpom Baapnen6ypra o6nanaer reHeTHUECKO# 1 deHo-
THUMWYECKO reTeporeHHOCTbIO, BKIIIOUAs THI HaCJel0BaHMUs —
OOJIBILIMHCTBO THMOB HACJEAYIOTCS ayTOCOMHO-IOMHMHAHTHO
C HEMOJIHO}A MEeHETPAHTHOCTbIO M BaprabesbHOM IKCIPeccHB-
HOCTbIO, OTZ€/IbHble TUIbl HACJIeNYIOTCS U ayTOCOMHO-peLiec-
CHBHO. V3BeCTHbI BCe reHbl, aCCOLMMPOBaHHbIE C CUHIPOMOM
Baapnen6ypra: 1 1 3 tuna — PAX3, 2A tuna — MITF, 2D tvna —
SNAI2, 2E u 4C tuna — SOX10, 4A Tuna (BapuabenbHoe Ha-
cllefoBaHKe B 3aBUCHMOCTH OT TaTOTeHHOr0 BapyaHTa — ayTo-
COMHO-ZIOMMHaHTHbII (AD) 51160 ayTOCOMHO-peLieCCHBHBIi
(AR)) — EDNRB, 4B tnna (trakxke AD- 6o AR-Hacnenosa-
Hue) — EDN3. OCHOBHbIMM MPU3HAKaMHK 3TO# TPyMIbl 3a00-
JIeBaHUI SIBJISIIOTCS HEMPOCEHCOpPHAasl TYrOyXOCTb, JIMLEBble
I13Mopdum (XapakTepHbl AJ1s1 OTAENbHbIX THUIIOB), HApYLIEHHe
MUrMeHTaLMKU NpsAY BOJIOC B JI00HOI obnactu (mbebanausm),
TI0JIHAS1 UJIM YaCTUYHAS TeTePOXPOMHUSI Pafly>KeK, IMCTOMNS Me-
IMaNbHOM CHaiKy Bek, TMITONMIMEeHTaLMsl pagyskKK1 U IMa3Horo
IIHa C HUCTarMoM (OmnucaHbl He TpX BCexX TUMax).

Cunzpom anbbunusma-rnyxorel Tutna (cuuppom Tut-
ua, TADS, OMIM#103500) siBnsietcs asnenbHbIM BapUAHTOM
cuHapoma BaapnenOypra 2A Tuna, a Takke BbI3bIBAETCS reTe-
po3uroTHoit Mytauueit B rene MITF. OCHOBHble KJIMHUYECKMe
NposiBNeHnst — roay0oil LBeT pamyXK, MIOMMIMeHTaLus
CETYaTKH, BOJIOC M KOXKH, HO 6€3 MPHU3HAKOB HUCTAarMa M TpaHC-
WUTIOMUHALMK Pafly>kKU U C COXPAHHON OCTPOTON 3peHHsl.
OrnunTenbHast 0COOEHHOCTb — IBYCTOPOHHSISI HEHPOCEHCOP-
Hast TYroyXocTb 3—4-ii crenenu [44].

Bonesnb AnaHICKUX OCTPOBOB, OHA 5Ke — IIa3HOM anbOu-
Hu3M Popcuyca — Sprkccona (AIED, OMIM#300600), cBsi3ana
¢ myTauusimu reHa CACNATF, n10Kanu3oBaHHOTO Ha X-XpOMO-
COMe, U SIBJISIETCS] SHAEMUYHBbIM 3a00JIeBaHIEM ISl 9TOM IpyI-
bl OCTPOBOB. Briepsbie onucana B 1964 r. Forsius u Eriksson
B Tpezenax OOHOM CeMbU Yy MyKUMH B 6 MokoseHusix. K kmm-
HUYECKMM MNpU3HAKaM OTHOCSITCSl NMPOTAHOBbIM JarbTOHKU3M,
TMITONMIMEHTALMSl JIa3HOro [JHa, ¢oBeasibHasi TMIOIIIA3Hs,
CHIDKEHHE OCTPOTbI 3PeHHUsl, HUCTAarM, MUOIKS, aCTUTMAaTU3M.
Ocrporta 3penus BapbupyetT ot 0,1 1o 1,2. V eHIMH-HOCU-
TENIbHUL, HaOMIONaNuCh He3HauMTesbHble HapylUeHWs LiBe-
TOBOCHIPUSITHSL M HUCTAarM 0€3 MO3au4HOM TMIOMHUIMeHTa-
LMK [1a3HOro AHa. OTIMYMTENbHOM 0COOEHHOCTBIO ITOrO THNA
anbOMHM3Ma SIBJISIETCS OTCYTCTBME MAaKPOMEJIAHOCOM B O1oI-
TaTax KO ¥ aHOMaJbHOTO MepeKpecTa 3pUTeNbHbIX HEPBOB
B xuasme [45]. [laTorennble Bapuantbl B rene CACNAIF B fpy-
TMX MOMYJISILMSIX ONKMCAHbI Y MALMEHTOB C BPOKAEHHO CTaLHo-
HapHoit HouHoi cienotoit (CSNB2A, OMIM#300071).

SAK/IOYEHUE

AnbOMHM3M — peZKoe, KIMHMYEeCKH W TeHEeTHYEeCKH re-
TEepOreHHOe COCTOSIHME C MHOXECTBOM (OpM, HO, HECMOTpSI
Ha JJIMTENbHOCTD 1 G0JIbLLIOE KOJIMYECTBO NPOBOANMbIX HCCTIEe-
DOBaHM, He IO KOHLA M3yueHHoe. B Hacrosilliee Bpems mpo-
TOJIKAETCsl TIOUCK eHOB, MyTaLMM B KOTOPbIX OTBETCTBEHHDI
3a IV1a30-KOXHbIi1 a7bOMHM3M WM pelKue CHHAPOMAJIbHble
¢dopmbl anbOuHM3Ma: B 2020 T. onKcaHbl 1Ba HOBbIX 3a001eBa-
HUSl — [J1a30-KOXKHbI1 a/ibOMHKM3M 8 Tvna M anbOuHM3M 11 Tuna
(cunppom lepmancku — [lyznaka).

MMaumeHTsl ¢ anbOMHM3MOM HOJIKHBI Habmoxartbcst 0¢-
TalbMOJIOTaMW M JI€PMATOJIOTaMH, OJHAaKO TMPU BbISIBJIEHUN
CHHZAPOMaJIbHOI (OPMbI HEOOXOANMO NOAKIIOUATb K HAbJIH0-
JIeHUIO U Bpaueii JpYyrux creuunagbHOCTel — MyJbMOHOJIOIOB,
remMaToJIOroB, HEBPOJIOTOB U FACTPO3HTEPOJIOTOB — JJIS pellie-
HUSI BOMIPOCA O Hauajie Tepanuu 1 NpOQUIAKTUKE OCTIOKHEHHIA.
Kpome Toro, He06X0RMMO BbISIBJIEHHE KOPPEJISILIMM MEXKIY re-
HOTUIIOM, KJIMHUYECKUMU MPOSIBJIEHUSMU U TSKECTbIO Teue-
HMs1 3a007eBaHMsl I7Is1 IPOTHO3MPOBAHMSI KM3HKM MaLEHTOB,
a TaKXe OrpezesieHre MOMysSLMOHHON YacTOTbI 3a00eBaHUii
1 HOCUTEJIbCTBA M€TEPO3UTOTHBIX MYyTallUi B réHax U BblsBJie-
HME [PYTyX TUIIOB HAC/IeI0BaHMs — ISl [UIAHUPOBAHUS IETO-
poskneHusl.

Jluteparypa/References

1. Liasis A., Handley S.E., Nischal K.K. Occipital Petalia and Albinism: A Study
of Interhemispheric VEP Asymmetries in Albinism with No Nystagmus. J Clin Med.
2019 Jun 5;8(6):802. DOI: 10.3390/jcm8060802.

2. Kidsmann-Kellner B., Schifer T., Krick C.M. et al. Anatomische Unterschiede der
Nervi optici, des Chiasmas und der Tractus optici bei normal- und hypopigmentierten
Personen: eine standardisierte MRI- und fMRI-Untersuchung. Klinische Monatsblatter
Fir Augenheilkunde. 2003;220(5):334-344. DOI: 10.1055/s-2003-39427.

3. The portal for rare diseases and orphan drugs. Snexrponnsiit pecypc: https://www.
orpha.net/consor/cgi-bin/index.php (accessed 15.02.2021).

4. Winsor C.N., Holleschau A.M., Connett J.E., Summers C.G. A cross-sectional
examination of visual acuity by specific type of albinism. ] AAPOS. 2016 Oct;20(5):419-
424.DOL: 10.1016/j.jaapos.2016.06.006.

5. Tsang S.H., Sharma T. Atlas of Inherited Retinal Diseases. Springer International
Publishing; 2019.

6. Nathan V., Johansson P.A., Palmer J.M. et al. Germline variants in oculocutaneous
albinism genes and predisposition to familial cutaneous melanoma. Pigment Cell
Melanoma Res. 2019 Nov;32(6):854-863. DOI: 10.1111/pcmr.12804.

7. Campbell P., Ellingford J.M., Parry N.R.A. et al. Clinical and genetic variability in
children with partial albinism. Sci Rep. 2019 Nov 12;9(1):16576. DOI: 10.1038/541598-
019-51768-8.

8. Gronskov K., Jespersgaard C., Bruun G.H. et al. A pathogenic haplotype, common
in Europeans, causes autosomal recessive albinism and uncovers missing heritability
in OCAL. Sci Rep. 2019;9:645. https://doi.org/10.1038/s41598-018-37272-5.

9. Dolinska M.B., Kus N.J,, Farney S.K. et al. Oculocutaneous albinism type 1: link
between mutations, tyrosinase conformational stability, and enzymatic activity.
Pigment Cell Melanoma Res. 2017 Jan;30(1):41-52. DOIL: 10.1111/pcmr.12546.

10. Grenskov K., Ek J., Brondum-Nielsen K. Oculocutaneous albinism. Orphanet ] Rare
Dis. 2007 Nov 2;2:43. DOI: 10.1186/1750-1172-2-43.

11. Monfermé S., Lasseaux E., Duncombe-Poulet C. et al. Mild form of oculocutaneous
albinism type 1: phenotypic analysis of compound heterozygous patients with the
R402Q variant of the TYR gene. Br ] Ophthalmol. 2019 Sep;103(9):1239-1247. DOI:
10.1136/bjophthalmol-2018-312729.

12. King R.A., Hearing V.J., Creel D.J. et al. Albinism. In: Scriver C.R., Beaudet A.L.,
Sly W.S., Valle D. eds. The Metabolic and Molecular Basis of Inherited Disease. NY:
McGraw-Hill; 2001;5587-5627.

13. Kenny E.E., Timpson N.J., Sikora M. et al. Melanesian blond hair is caused by an amino
acid change in TYRPI. Science. 2012 May 4;336(6081):554. DOI: 10.1126/science.1217849.
14. Rundshagen U., Ziihlke C., Opitz S. et al. Mutations in the MATP gene in five German
patients affected by oculocutaneous albinism type 4. Hum Mutat. 2004 Feb;23(2):106-
110. DOI: 10.1002/humu.10311.

15. Kausar T., Bhatti M.A., Ali M. et al. OCAS5, a novel locus for non-syndromic
oculocutaneous albinism, maps to chromosome 4q24. Clin Genet. 2013 Jul;84(1):91-93.
DOI: 10.1111/cge.12019.

16. Wei A.H., Zang D.J., Zhang Z. et al. Exome sequencing identifies SLC24A5 as a
candidate gene for nonsyndromic oculocutaneous albinism. ] Invest Dermatol. 2013
Jul;133(7):1834-1840. DOI: 10.1038/jid.2013.49.

17. Gronskov K., Dooley C.M., Ostergaard E. et al. Mutations in c10orf11, a melanocyte-
differentiation gene, cause autosomal-recessive albinism. Am ] Hum Genet. 2013 Mar
7;92(3):415-421. DOI: 10.1016/j.ajhg.2013.01.006.

18. Pennamen P., Tingaud-Sequeira A., Gazova . etal. Dopachrome tautomerase variants
in patients with oculocutaneous albinism. Genet Med. 2020 Oct 26. DOI: 10.1038/
$41436-020-00997-8.

19. Garrido G., Fernandez A., Montoliu L. HPS11 and OCA8: Two new types of albinism
associated with mutations in BLOC1S5 and DCT genes. Pigment Cell Melanoma Res.
2020 Sep 24. https://doi.org/10.1111/pcmr.12929.

20. El-Chemaly S., Young L.R. Hermansky-Pudlak Syndrome. Clin Chest Med. 2016
Sep;37(3):505-511. DOI: 10.1016/j.ccm.2016.04.012.

21. Jlemnna VI.A., 30syna H.JL, Jluxauesa E.A. et al. Cungpom Tepmanckn — Ilypma-
Ka: ocobeHHOCTH AudPepeHInanbHOll ANATHOCTUKY PefKOil pOPMBI HACTEACTBEHHOI
Tpombormronarum. emaronorns n rpancdysuonorus. 2015;60(4):41-44. [Demina LA,
Zozulya N.I,, Likhacheva E.A. et al. The Germansky — Pudlack syndrome: Differential
diagnosis of a rare hereditary thrombocytopathy. Hematology and transfusiology
(Gematologiya i transfuziologiya). 2015;60(4):41-44 (in Russ.)].

Russian Journal of Clinical Ophthalmology. Vol. 21, Ne3, 2021

1/9



Review Articles

Russian Journal of Clinical Ophthalmology. Vol. 21, Ne3, 2021

22. Doubkova M., Trizuljak J., Vrzalova Z. et al. Novel genetic variant of HPS1 gene
in Hermansky-Pudlak syndrome with fulminant progression of pulmonary fibrosis:
a case report. BMC Pulm Med. 2019 Oct 16;19(1):178. DOI: 10.1186/5s12890-019-0941-4.
23. Sandrock K., Bartsch I, Rombach N. et al. Compound heterozygous mutations
in 2 siblings with Hermansky — Pudlak syndrome type 1 (HPSI). Klin Padiatr. 2010
May;222(3):168-174. DOI: 10.1055/5-0030-1249628.

24, Tsilou E.T., Rubin B.I,, Reed G.F. etal. Milder ocular findings in Hermansky — Pudlak
syndrome type 3 compared with Hermansky— Pudlak syndrome type 1. Ophthalmology.
2004 Aug;111(8):1599-1603. DOI: 10.1016/j.0phtha.2003.12.058.

25. Dell’Acqua F,, Saettini F,, Castelli I et al. Hermansky-Pudlak syndrome type IT and lethal
hemophagocytic lymphohistiocytosis: Case description and review of the literature. ] Allergy
Clin Immunol Pract. 2019 Sep-Oct;7(7):2476-2478.e5. DOI: 10.1016/j.jaip.2019.04.001.
26.Gradstein L., FitzGibbon E.J., Tsilou E.T. et al. Eye movement abnormalities in hermansky-
pudlak syndrome. ] AAPOS. 2005 Aug;9(4):369-378. DOI: 10.1016/j.jaapos.2005.02.017.

27. Anikster Y., Huizing M., White J. et al. Mutation of a new gene causes a unique form
of Hermansky — Pudlak syndrome in a genetic isolate of central Puerto Rico. Nat Genet.
2001 Aug;28(4):376-380. DOI: 10.1038/ng576.

28. Wu W, Lin K., Yang Y. et al. A novel mutation causes Hermansky-Pudlak syndrome
type 4 with pulmonary fibrosis in 2 siblings from China. Medicine (Baltimore). 2019
Aug;98(33):¢16899. DOI: 10.1097/MD.0000000000016899.

29. Ringeisen A.L., Schimmenti L.A.,, White J.G. et al. Hermansky — Pudlak
syndrome (HPS5) in a nonagenarian. Journal of American Association for Pediatric
Ophthalmology and Strabismus. 2013;17(3):334-336. DOI: 10.1016/j.jaapos.2013.02.002.
30. Han C.G., O’Brien K.J., Coon L.M. et al. Severe bleeding with subclinical
oculocutaneous albinism in a patient with a novel HPS6 missense variant. Am ] Med
Genet A. 2018 Dec;176(12):2819-2823. DOL: 10.1002/ajmg.a.40514.

31. Lowe G.C., Sdnchez Guiu I., Chapman O. et al. Microsatellite markers as a rapid
approach for autozygosity mapping in Hermansky — Pudlak syndrome: identification
of the second HPS7 mutation in a patient presenting late in life. Thromb Haemost. 2013
Apr;109(4):766-768. DOI: 10.1160/TH12-11-0876.

32. Pennamen, P,, Tingaud-Sequeira A., Michaud V. et al. Novel variants in the BLOC1S3
gene in patients presenting a mild form of Hermansky — Pudlak Syndrome. Pigment
Cell & Melanoma Research; 2020. DOI: 10.1111/pemr.12915.

33. Cullinane A.R., Curry J.A., Golas G. et al. A BLOC-1 mutation screen reveals a novel
BLOC1S3 mutation in Hermansky — Pudlak Syndrome type 8. Pigment Cell Melanoma
Res. 2012 Sep;25(5):584-591. DOI: 10.1111/j.1755-148X.2012.01029.x.

34. Badolato R., Prandini A., Caracciolo S. et al. Exome sequencing reveals a pallidin
mutation in a Hermansky — Pudlak-like primary immunodeficiency syndrome. Blood.
2012 Mar 29;119(13):3185-3187. DOI: 10.1182/blood-2012-01-404350.

Ceenenust 06 aBTOpax:

Kaoviwes Bumanuti Bukmoposuu — K.M.H., Cm. HQY4Hbli compyo-
HUK 1a00pamopuu 2eHemu4eckoll anu0emMuoa02ull, 3aeedyowuli
kagedpoll opmanvmozenemuku HMrcmumyma BuJllO, epay-
eenemux, opmanemonoz; ORCID iD 0000-0001-7765-3307.
Pancckas Ceemnana AHOpeesHa — KAUHUHECKUl opOuHamop;
ORCID iD 0000-0002-5224-5726.

Xananckas Onvea Bnadumuposna — accucmenm kageopul
o¢pmanemozenemuxu Mrcmumyma Bu/[[10; ORCID iD 0000-
0003-2708-9220.

Kyprkosa Hamanus BsuyecnagoéHa — K.M.H., CM. HAQY4HbIll
compyoOHuK Jn1abopamopuu  2eHemuyeckoli 3nudemuoio2uu;
ORCID iD 0000-0001-6614-6115.

3unuerko Pena AbynvgpazosHa — 0.M.H., npogeccop, 3ame-
cmumenb OUPEKMopa No HAY4HO-KAUHUYeCKou pabome, 3a-
gedyrowas Jnabopamopueli 2eHemu4ecKoll InUOemuoI02uu;
ORCID iD 0000-0003-3586-3458.

®DIBHY «Meouko-eeHemuyeckull HAY4HbuIl YeHmp UM. aka-
Oemuka H.I1. bBoukosa». 115522, Poccus, 2. Mockea, ya. Mo-
ckeopeve, 0. 1.

KonrakrHas undopmaums: Kaoviuwes Bumanuii Buxmoposud,
e-mail: vvh.kad@gmail.com.

Wcrounuk ¢uHaHCHMpOBaHUS: paboma 6bINoNHeHa npu Gu-
HaHcosoll noooepxcke PH®, npoexm Ne 17-15-01051, u eo-
cyoapcmeerHo2o 3a0aHus MuHucmepcmea HAyKu U 8bICLIESO
obpaszosanus PP.

IIpo3payHOCTh GUHAHCOBO AEATENbHOCTHU: HUKIMO U3 ABMO-
po8 He umeem PUHAHCOBOU 3AUHMEPECO8AHHOCMU 6 Npeo-
CMABJIEHHbIX MAMEPUANAxX Unu Memooax.

KoHuukT unTepecoB omcymcmsyem.

Crarbs nocrynuna 16.02.2021.

35. Ammann S., Schulz A., Krégeloh-Mann I. et al. Mutations in AP3D1 associated with
immunodeficiency and seizures define a new type of Hermansky — Pudlak syndrome.
Blood. 2016 Feb 25;127(8):997-1006. DOI: 10.1182/blood-2015-09-671636.

36. Mohammed M., Al-Hashmi N., Al-Rashdi S. et al. Biallelic mutations in AP3DI
cause Hermansky-Pudlak syndrome type 10 associated with immunodeficiency
and seizure disorder. Eur ] Med Genet. 2019 Nov;62(11):103583. DOI: 10.1016/j.
¢jmg.2018.11.017.

37. Pennamen P, Le L., Tingaud-Sequeira A. et al. BLOCIS5 pathogenic variants cause
anew type of Hermansky — Pudlak syndrome. Genet Med. 2020 Oct;22(10):1613-1622.
DOI: 10.1038/s41436-020-0867-5.

38. Weisfeld-Adams J.D., Mehta L., Rucker J.C. et al. Atypical Chédiak — Higashi
syndrome with attenuated phenotype: three adult siblings homozygous for a novel LYST
deletion and with neurodegenerative disease. Orphanet J Rare Dis. 2013 Mar 22;8:46.
DOI: 10.1038/s41436-020-0867-5.

39. Toro C., Nicoli E.R., Malicdan M.C. et al. Chediak — Higashi Syndrome. 2009
Mar 3 [Updated 2018 Jul 5]. In: Adam M.P., Ardinger H.H., Pagon R.A. et al. editors.
GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993-2020.
URL: https://www.ncbi.nlm.nih.gov/books/NBK5188/ (access date: 12.02.2020).

40. Sayanagi K., Fujikado T., Onodera T., Tano Y. Chediak — Higashi syndrome with
progressive visual loss. Jpn ] Ophthalmol. 2003 May-Jun;47(3):304-306. DOI: 10.1016/
$0021-5155 (03) 00018-2.

41. Tardieu M., Lacroix C., Neven B. et al. Progressive neurologic dysfunctions 20 years
after allogeneic bone marrow transplantation for Chediak — Higashi syndrome. Blood.
2005 Jul 1;106(1):40-42. DOI: 10.1182/blood-2005-01-0319.

42. De Azambuja A.P., do Nascimento B., Comar S.R. et al. Four cases of Chédiak —
Higashi syndrome. Rev Bras Hematol Hemoter. 2011;33(4):315-316. DOI: 10.5581/1516-
8484.20110084.

43. Poguna 10.A., Marsees B.E., bamamos [I.H. u gp. Cungpom Yepmaka — Xuracn.
BoImpocs! reMaTonoryi/OHKONIOT MY M MMMYHOIIATOZTOTHN B Tefyatput. 2016;15(1):27-33.
[Rodina Yu.A., Matveev V.E., Balashov D.N. et al. Chediak — Higashi syndrome
(Review of literature and clinical case reports). Pediatric Hematology/Oncology and
Immunopathology. 2016;15(1):27-33 (in Russ.)]. DOL: 10.20953/1726-1708-2016-1-27-33.
44. Izumi K., Kohta T., Kimura Y. et al. Tietz syndrome: unique phenotype specific
to mutations of MITF nuclear localization signal. Clin Genet. 2008 Jul;74(1):93-95. DOI:
10.1111/7.1399-0004.2008.01010.x.

45. Mahmood U., Méjécase C., Ali S.M.A. et al. A Novel Splice-Site Variant in CACNAIF
Causes a Phenotype Synonymous with Aland Island Eye Disease and Incomplete
Congenital Stationary Night Blindness. Genes 2021:12:171. https://doi.org/10.3390/
genes12020171.

About the authors:

Vitaly V. Kadyshev — C. Sc. (Med.), senior researcher of the
Laboratory of Genetic Epidemiology, Head of the Department
of Ophthalmogenetics of the Institute of Higher and Additional
Vocational Education, geneticist, ophthalmologist; ORCID iD
0000-0001-7765-3307.

Svetlana A. Ryazhskaya — clinical resident; ORCID iD 0000-
0002-5224-5726.

Olga V. Khalanskaya — Assistant of the Department of
Ophthalmogenetics of the Institute of Higher and Additional
Vocational Education; ORCID iD 0000-0003-2708-9220.
Nataliya V. Zhurkova — C. Sc. (Med.), senior researcher of the
Laboratory of Genetic Epidemiology; ORCID iD 0000-0001-
6614-6115.

Rena A. Zinchenko — Dr. Sc. (Med.), Professor, Deputy
Director for Scientific Clinical Work, Head of the Laboratory
of Genetic Epidemiology; ORCID 0000-0003-3586-3458.
Research Center for Medical Genetics. 1, Moskvorechye str.,
Moscow, 115522, Russian Federation.

Contact information: Vitaly V. Kadyshev, e-mail: vvh.kad@
gmail.com.

Financial Disclosure: the study is supported by the RSF
(research project No. 17-15-01051) and State Target of
the Ministry of Science and Higher Education of Russian
Federation. No authors have a financial or property interest in
any material or method mentioned.

There is no conflict of interests.

Received 16.02.2021.

180

KavHnyeckas odtansMonormg. Tom 21, Ne3, 2021




