YK 616.155.2
Keznamas T.11.
Cmyoenm 6 Kypc
neduampuyeckuil paxkynomem
DIrA0yY BO PHUMY um. H. U. ITupozoea Munzopaea Poccuu
Poccusa, 2. Mockea
Cyposuesa B.H.
Cmyoenm 6 Kypc
neouampuyeckuii (paxKynvmem
DI'AOY BO PHUMY um. H. U. ITupozoea Munzopaea Poccuu

Poccusa, 2. Mockea

CUHAPOM I'EPMAHCKU-ITY JVIAKA

AnHomauusn. B Oannom 1umepamypHom 0030pe paccmampusaemcsi CUHOpOM
I'epmancku-Ilyonaxa (CI'l), peokoe 2eHemuyeckoe 3abonesanue,
xapakmepusyoweecsi  AlbOUHUSMOM,  mpomboyumonamuen U OpyeUMU
CUCTeMHbIMU namoao2uamu. B cmamve ananuzupyemcs cospemennoe cocmosiHue
suanuu o CI'Tl, exntouas namoeenemuyecKue 0OCHOBbL U KIUHUYECKUE NPOsGIeHUs,
MemoOobl ouazHocmuxu u neyerus. O630p akyenmupyem eHUMAHUE HA 8ANCHOCTIU
MYTbMUOUCYUNTUHAPHO20 N00X00a 8 6edeHuu nayuenmos ¢ CI'TI u nooueprusaem
HeobXx00UMOCmb OANbHEUUUX UCCe008AHUIL.

Knwuesvie cnosa:  Cunopom  I'epmamncku-Ilyonaka,  anvOunusm,
mpomboyumonamusi,  HacileoCmeeHHoe  3a00Jledanue,  J1e20unblit.  Puopos,
JIUZ0COMANbHBIE HAPYUIEHUS

Annotation. This literature review examines Hermansky-Pudlak syndrome
(HPS), a rare genetic disorder characterized by albinism, thrombocytopathy and
other systemic pathologies. This article analyzes the current state of knowledge

about HPS, including the pathogenetic basis and clinical manifestations, diagnostic
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methods and treatment options. The review emphasizes the importance of
multidisciplinary approach in the management of patients with HPS and highlights
the need for further research.

Keywords: Hermansky-Pudlak syndrome, albinism, thrombocytopathy,

inherited disease, pulmonary fibrosis, lysosomal disorders

BBenenue

Cunapom T'epmancku-lIlyamaka (CI'TI) sBnsercss  HacieICTBEHHBIM
ayTOCOMHO-PELIECCUBHBIM 3a00JIeBaHUEM, KOTOpOE XapaKkTepu3yeTcs
IJ1a30KOKHBIM alIbOMHU3MOM, TEMOPPArHYeCKUM TUATE30M, a TAKXKE B 3aBUCUMOCTHU
OT THUIIa MOKET MPOSBIATHCS (GUOPO30M JIETKHUX, TPAHYJIEMATO3HBIM KOJIUTOM W/WUITN
umMmyHoiedurmrom [1].

InuaeMHOIOT U

Pacnpoctpanennocts CI'TI mo Bcemy Mupy B cpelHEM COCTAaBIISAET | ciyyan
Ha 500000-1000000 yenoBek [1,2], 0MHAKO JaHHAs MMATOJOTHS 3a4aCTyI0 OCTAeTCs
HE JMAarHOCTHUPOBaHHOMW. YacToTa BCTpeuaeMOCTH CHHJIpOMa HamboJiee BBICOKA B
ceBepo-3amaaHon yactu Ilyapro-Puko, roe CI'TI HaGmrogaeTes y MATH U3 KaXIbIX
HIECTH aJIbOMHOCOB, U cocTaBisieT | cimydaid Ha 1800 yenoBek, IpU 3TOM TPUMEPHO
1 13 22 B 3TOM pPEruoHe SBJIICTCA HOCHTEIeM JeheKTHOro reHa [3].

HUcropuyeckas cnpaBka

Brnepssie cunapom Obul onucad B 1959 roay dexocnoBalkuMu Bpadamu
®.I'epmancku (F. Hermansky) u I1.ITynmakom (P. Pudlak) y aByx HepoacTBEHHBIX
MAIMEHTOB, Y KOTOPBIX HAOJIOATI0Ch COUeTaHUEe aTbOUMHU3MA, TEMOPPArHIECKOTO
Jyares3a, a Takke B KOCTHOM MO3Te ObLTH OOHApy>KeHbI KPYITHBIE PETUKYJISIPHbBIC
KJICTKH ¢ HEOOBIYHBIM ITUTMEHTOM [4].

ITaTorenes

CI'TI oOycnoBien myTtanued B ogHOM u3 11 reHOB, KOAMPYHOUIUX OEIKH,
KOTOPBIE UTPAIOT POJIh B 00pa3oBaHuy U GyHKIIMOHUPOBAHUH JTU30COM U OpTaHEeII,

cBsa3aHHbIX ¢ Ju3ocomamu (lysosome-related organelles - LROs). K LROs
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OTHOCATCS MEJIaHOCOMBI, IMJIOTHBIE IPAHYJIbl TPOMOOLUTOB, JaMEIspHbIE TeIbla
JIbBEOJIOIUTOB 20TO TIOPSAJKA, TPaHYJSIpHbIE OCJIKH [HUTOTOKCUYECKUX H
cynpeccopHbix T-kneTok u ecrectBeHHbIX KuiepoB (NK) [1,5].

[I'unonurmentanus npu CI'TI oOycnoBieHa HapylieHUEM 00pa30BaHUS WM
TPAaHCTIOPTUPOBKU METAHOCOM B KEPATHHOIIUTHI, TOT/Ia KaK MPOIIECCH 00pa30BaHUs
MeJlaHMHa HE€ HapylleHbl. ['eMopparuyeckuii auaTe3 CBS3aH C OTCYTCTBUEM
IUIOTHBIX Tpa”yJl TpoMOo1uTOB [6,7]. [laTorenes mopaxeHust OpraHoB, CBSA3aHHOTO
¢ Hekotopeimu Tunamu CI'TI, ocTaeTcst 40 KOHIIA HEYCTaHOBIICHHBIM.

Kinunnveckass kapTuHa

OcHoBHBIMHM KIMHUYECKUMU TposiBIeHUAMU CI'TI ABISIIOTCS r1a30-KOKHBIN
aTbOMHU3M U reMopparuueckuil nuare3 [6]. Jpyrue KIMHUYECKUE MPOSBIICHMUS,
Takhe KaK TpaHyJeMaTO3HBIM KOJHT, JIerouHbld (uOpo3, BCTpeyaroTcs Mpu
OMPEICICHHBIX TUIAX CHUHAPOMA B 3aBUCUMOCTH OT KOHKPETHOTO I'€HETUYECKOTO
nedexra [1,8]. Jo 2020 roma Beigensimu 10 renetudeckux BapuaHToB [1,8,9],
oJlHaKo, mociie Obu1 oOHapyxkeH 11 renermueckuit BapuanT [10]. Tumer 1 u 4
ABJISIIOTCS. HauOosee TsokenbiMu popmamu 3aboneBanus [ 1,6,8]. Taxke tunst 1,2 u
4 IBASIOTCS €UHCTBEHHBIMU (hopMaMu 3a00JI€BaHUs, KOTOPHIE aCCOIMUPOBAHBI C
nerouHbiM puodposom [11]. Jlroau ¢ 3,5,6 u 11 reHeTnueckuMu BapuaHTaMU UMEIOT
caMble HE3HAUUTEJIbHBbIC KIMHUYECKUE MposiBieHus. O Apyrux TUMax H3BECTHO
HEJIOCTATOYHO.

Y monpeit ¢ CI'TI nabmromaeTcs HapylleHHWE NUTMEHTAIMU KOXKH, IIBET
KOTOPOH BapbupyeT OT OEJI0ro /10 CBeTI0-0exkeBoro. L{Ber Bosoc — ot cepebpucto-
0eI10ro 0 PyCcOro/phbKeBaTOro, BET TJ1a3 — OT roJIyooro /10 Kapero. Tak kak Koxka
MMEET CBETJIbIA OTTEHOK, OHAa 00JIaJlaeT MOBBIIIEHHON (HOTOUYBCTBUTEIHHOCTHIO.
[ToaTOMy y Jtoziel ¢ JaHHBIM CHHIPOMOM YacTO OOHAPYKUBAIOTCS aKTHHUYECKUIN
KepaTto3 (COMHEYHBIM KepaTo3) W MejallTapHble HEBYChI, YTO B CBOIO Oudepe/lb
aBisieTcs  (paKTOpOM pHUCKa ISl pPa3BUTHS TakuxX 3a00J€BaHUM KOXH, Kak
TJIOCKOKJIETOYHBIA pak, 0a3albHOKIETOYHBIN pak U MenaHoma [12]. Kpome Toro,

Ha6JIIOJ]aIOTCH cileayromme O(l)TaHBMOHOFI/I‘IGCKI/IC CHUMIITOMBI: HUCTAarM, CHHKCHUC
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OCTPOTHI 3pEHMS], CTPaOU3M, TUIIOIJIA3Us CETYATKU, TPAHCHIIIIIOMUHALUS PalLyKKU
[13-15].

['emopparnueckuid CUHAPOM MaHHU(]ECTHpPYeT 4YacTO B paHHEM BO3pacTe,
XapaKTEPU3yeTCsl IOSABICHUEM CIIOHTaHHBIX 3KXMMO30B, SIH30JaMH HOCOBBIX
KPOBOTEUYECHHI, [UIUTEIIbHBIMA KPOBOTEUYEHHMSIMU TIOCJIE€ TpaBM W MajbIX
MEIMIIMHCKUX MaHUIYJSIUUM (Hanpumep, yaainenue 3y0a) [6,16,17]. ¥V neByiiek u
KEHIIMH yacTo 0O0HapykuBaioT AMK, KkoTopble MOTYT MaHU(ECTUPOBATh KaK MPH
MEHapxe, Tak W B Oojee crapuieM Bo3pacTe. MeHopparuss MOMKET SBISATHCA
AKU3ZHEYTPOXKAIOLUIUM COCTOSIHUEM, TPEOYIOIIMM MEIUIMHCKOTrO BMEIIATEIbCTBA
[16, 18].

Co CTOpOHBI KEMyI0YHO-KHUIIIEYHOTO TpakTa XxapakTepHo pa3putre B3K (B
YaCTHOCTH, TpaHyJIeMaTO3HOIO KoJinTa). Yamie Bcero oOHapyKuUBaeTcs y JItoJeH ¢
1, 4 1 6 reHeTM4eCKMMM BapHaHTaMU CHUHIpOMA. ['paHynemMaTO3HBIA KOJIUT
KJIIMHUYEeCKU U MOp¢oornuecku HanmomuHaetr Oosie3nb Kpona, xapaktepusyercs
CJIEIYIOIMMU CUMIITOMaMU: 0OJIb B )KMBOTE, IOTEPSI BEca, Juapest, IPUMECh KPOBU
B cTyie [19,20].

OaHO M3 caMbIX TPO3HBIX OCIOKHEHUH — pa3BUTHE JieroyHoro ¢uodposa,
xapaktepro ais CI'TI-1, -2, -4. TTo Gosbleii 4acTu pa3BUBAIOTCS HEMTPOTyKTUBHBIN
KallleJb, OJIbIIIKA MPH (PU3UUYECKUX HArpy3Kkax U B MOKOE, CAMITOMBI TUTIOKCEMUH,
YTO B KOHEYHOM HUTOTE€ MPHUBOJUT K HEOOXOAMMOCTH MPUMEHEHHs] MOCTOSHHOU
OKCUT€HOTepanuu. PeHTreHonornyecku oOHapyKUBatOT UHPUIBTPATHI B JIETKHUX,
WU3MEHEHUS JIETOYHOW TKaHU IO THUILy «MaTOBOTO CTEKJIa», BO3MOXHO DPAa3BUTHE
«cotoBoro jerkoro» [20,21].

Kpome Ttoro, Habmonaercsa pa3BUTHE BTOPUYHOTO MUMMYHOJE(DULIUTA TPU
CI'TI-2,-10, o0OycClIOBJIEHHOTO HAJW4YMEM HEUTPOINICHHMH W  HApPYIICHHEM
HUTOTOKCUMYHOCTH  T-muM(OUMTOB,  KOTOpBIA  MpOSIBISAETCS  YacTbIMU
PELMIUBUPYIOIIMMU JIETOYHBIME WHpeKIusMu [20].

JAnarnocruka
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CI'lT cnemyer momo3peBaTh Yy mpoOaHla, MMEIOIIET0 CIEAYIOIIUe
KIIMHUYECKUE TIPOSIBJICHUs: 0o0Jie€ CBETJIBIA OTTEHOK KOXXHM IO CpPaBHEHHUIO C
JPYTMMHM 4YJI€HaMH CEMbH, HHUCTarM, HHU3Kas OCTpOTa 3pEHUs, MPU3HAKU
MOBBIIIIEHHON KPOBOTOYMBOCTH.

Tax kak 3a0oneBaHuE TMepeAacTCss MO ayTOCOMHO-PEIICCCHBHOMY THILY,
OTCYTCTBUE CBEACHUN O MOJOOHOM Cilyyae B CEMEMHOM aHaMHE3€ HE MCKIIOYaeT
nuarnosza CI'TI [1].

KonuuectBo TpoMOOIIMTOB, a Takke MOKa3aTelau IUIa3MEHHOTO 3BEHa
remMocraza OOBIYHO B Tmpenenax Hopmbl [17,22]. B HekoTophIX ciydasx
HAOJIIOIaeTCs CHIDKEHUE arperamud  TpoMOOmMTOB ¢ anapeHanuHoMm [23]. C
MOMOIIIBI0 AJIEKTPOHHON MHUKPOCKONHMM YCTAHABIMBAETCS OTCYTCTBUE IJIOTHBIX
rpaHy’ B TPOMOOILIUTAX.

MonekyasipHO-TEHETUYECKOEe  TECTUPOBAHUE  TMO3BOJSIET HE  TOJBKO
noAaTBepauTh auarHo3 CI'TI, HO u ompeAenuTh €ro THUI, YTO SIBISETCS Ba)KHBIM
aCIIeKTOM JTsl OTIPE/ICTICHHS ITPOTHO3a M BEeJICHHS narienTa [24].

OOGcnenoBanue (mpu HEOOXOAUMOCTH) MOCTIE MOCTAHOBKY MEPBOHAYAIIHLHOTO
JHarHo3a BKJIIOYAeT B ceO0s: KoJIOHOockomuio ¢ Owomncuer, KT 1erkmx,
7a00paTOPHYIO OLIEHKY KOJIMYECTBA U (PYHKIIMM HEUTPO(UIIOB.

JleueHnue

[TarmmenTsl ¢ CI'TI HyX1ar0TCsS B KOPPEKTUPOBKE TUETHI: MHINA JOJDKHA OBITh
Oorata ButammHamu C, P, A; u3 panuoHa ciemayeT yoOpaTh YKCyC-COIEpIKaIIne
OMto/1a, KOHCEPBUPOBAHHBIE TMPOAYKTHI C HCIOJIb30BAHUEM  CAJIUIIUIIATOB.
W ckirouaroTcst mpenapaThl, KOTOpbIe HApYIIAlOT CBOMCTBA TPOMOOIIMTOB: aCIIUPHH,
HIIBC, ne3arperanTsl 1 aHTUKOATYJISHTBHI.

Tak Kak J€TCKUI BO3PACT SBJISIETCSI BPEMEHEM MOBBIILIEHHOTO PUCKA PA3BUTUS
yAbTPadUOIECTOBOTO MOBPEXKIACHUS KOXXH, POJUTENIA W JIUIA, OCYIIECTBIISIIOLINE
yxon 3a pedenkoMm ¢ CI'TI, momxHbl OBITH TPOKOHCYJIHTUPOBAHBI B OTHOIIECHUU
cTpororo coomoaeHus npodunaktuueckux mep. llammentam ¢ CI'TI cnemyer

n30eraThb HaxXOXXACHUS IO IIPAMBIMU COJIHCUHBIMHA JIy4YaMH B IIMKOBBIC YaCbl AHA,
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MCIIOJIB30BaTh WIMPOKOIOJBIE HUISANBI U APYTYH 3alIUTHYIO OJEKIY, a TaKkKe
KpPYTJIOTOAMYHO HAHOCUTD COJTHIE3AIUTHBIE KpeMa ¢ MUHUMalibHbIM SPF 30 Ha Bce
OTKPBITBIE YYACTKU KOKH. J[JI 3aIUTHI TJ1a3 CIEAYET HOCUTh OYKH C MOKPBITUEM,
HE MPOMYCKAIOIIUM yIbTpaduosaeToBbie ayun [11].

He3nauutenbHple TpaBMbI, MPUBOIAIINE K KPOBOTEUCHHIO, MOTYT OBITh
KyIIMPOBaHbl MECTHBIM JIABJIICHHEM Ha paHy. [Ipu Oosee 0O0IHUPHBIX TOBPEXKIECHUAX
1eJeco00pa3HO 00paTUTHCA B OTJIEJICHUE HEOTIOKHON MOMOIIHM C BO3MOKHOCTHIO
IPUBJICYCHHS] TEMATOJIOTa MO Mepe HEoOXOAMMOCTH. ['emopparmueckuil amares
SBIISIETCSL CEPbE3HOM MPOOIEMON BO BpeMsl OIEpalyii, po0oB WM IpPU YIaJIECHUU
3y0OB, U B TAaKUX CIIydasX MOXET ObITh POBEACHO NepeIrBaHie TPOMOOIIMTAPHON
MacChl WIH LIeJIbHOM KpoBH [25]. Takxke, B MPOPUIIAKTUYECKUX LEISIX MOKET ObITh
ucrons3oBaH  jnecmonpeccud  (1-ne3amuHO-8-D-apriuHUHOBEI  Ba30MPECCHH)
[26,27].

I'panynemaro3ubii  konmuT 1pu  CITI MOXHO JIEUUTHh CHUCTEMHBIMU
IIFOKOKOPTHUKOCTEPOUAAMH WM IPYTHUMH ITPOTHBOBOCIIAJINTEIbHBIMY CPEACTBAMM,
KOTOpbIE MPUMEHAIOTCS B Tepanuu Oone3nun Kpona. Kpome Toro, moryr
npuMeHsITbcs nHrnouTopsl PHO-a [28,29].

EQHCTBEHHBIM U3BECTHBIM METOIOM JIEUEHUS JIETOUHOTO (hMOpO3a SABIAETCS
TpaHCIUTAHTALMs JIeTKHX. Ha ceronHsmHui JeHb ObUIO MPOBEIEHO HECKOJIBKO
yCIEIIHBIX TpaHcIianTanui jgerkux mamuentam ¢ CI'TI [30]. boababim ¢ CITTI 1, 2
¥ 4 TUIIOB PEKOMEHOBAHO MJIAHUPOBATh TPAHCIJIAHTAIMIO JIETKUX MPHU MOSIBICHUU
MUHUMAaJbHBIX TPU3HAKOB MporpeccupoBaHus (¢uOpo3za Jjerkux. Takxke
YCTAHOBJICHO, 4YTO NHUPGEHUIOH 3aMeIsieT IporpeccupoBanue ¢Guoposza y
NAIMEHTOB, UMCIOIIUX XOPOIIYIO COXPAaHUBIIYIOCS (PYHKIHUIO jterkuX [31].

IIporuo3s

[IpopomxurensHOCTh *KW3HU nanueHToB ¢ CI'Tl Hanpsmyro 3aBUCHT OT
reHeTudeckoro noaruna. Tak, y 100% OonbHbBIX ¢ 1 TUIIOM K TPETbEMY-UETBEPTOMY
JECATUIIETUIO pa3BUBaeTcs (puOpO3 JETKUX, U B OTCYTCTBUU TPAHCIIAHTAILIMM OHU

yMuparoT ciycts 3-10 neT ¢ MOMEHTa TOCTaHOBKH JIMarHo3a.
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3akioueHue

Cunnpom T'epmancku-Ilymmaka — 3T0 3a0oJjieBaHHe, HacleAyeMoe II0
ayTOCOMHO-PELECCUBOHOMY THITY, OCHOBHBIMU IIPOSIBIICHUSIMUA KOTOPOTO SABJISIOTCS
IJ1a30KOKHBIN albOUHNU3M U TeMOPPArndecKuid JuaTes.

[Tarorene3 CI'TI cBsizan ¢ HapymeHueM 00pa3oBaHUs U PYHKIMOHUPOBAHUS
JIM30COM U OPTAaHEIUI, CBSI3aHHBIX C JIM30COMAaMHM.

Beigemsaror 11 tunmoB CITI, kxoTopble OTAMYAIOTCS TO KIMHUYECKUM
nposiBlieHUusiM U TskecT Teuenust. CI'TI tunos 1, 2, 4 accoliuupoBaHbl ¢ pa3BUTHEM
JeroyHoro ¢Gpuopo3a.

Huarno3 CI'TI MokHO 3a110103pUTh y MalMeHTa ¢ 00JIee CBETJIBIM OTTEHKOM
KOXH [0 CPAaBHEHHUIO C JPYTMMHU YJI€HAMHU CEMbH, HUCTArMOM, HU3KOW OCTPOTOM
3peHUs, MPU3HAKAMU MOBBIIIEHHOW KPOBOTOUMBOCTU. OTCYTCTBUE INIOTHBIX FPaHyJI
TPOMOOLMTOB TPHU MPOBEIECHUU 3JIEKTPOHHOW MHKPOCKONHMH M MOJEKYJISPHO-
TEHETUYECKOE TECTUPOBAHUE MO3BOJISIIOT IMOATBEPANUTD TUATHO3.

Tepamus narmento ¢ CI'TI Bkirodaer B cedsi: mprUMEHEHUE MOKU3HEHHBIX
MEp 3allUTHI OT COJHIIA, TPOPUIAKTUKY KPOBOTECUEHHI U IEYEHUE COMYTCTBYIOIIMX
IIPOSIBJIICHUU.
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