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NAMATKA

Ana nagymneHtoB ¢ CuHapomom
fepmaHckoro-lfyanaka
(rnq



JaHHaa namaTKa 6bina paspaboTaHa JOKTOPOM-NeAMaTpPoMm
MNocnenoson CBeTnaHom JleOHMAOBHOM 1 HanevyaTaHa Npu
nopaepxke Qonpa NpesnaeHTckux MpaHToB.

www.rareeyediseases.ru
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f KoopyuHauuounsiii Ilentp Pocchiickoe Mexperionanstioe
TOJIEPHKKH MAllHEHTOB ¢ 0BUIECTBO NOMOLM 1 NOAAEPHKKM
PN ——— S BHUPUTFAHBIX BOHEIX
-

www.albinism.org.ru

HPS

Hermansky - Pudiak Syndrome
Network Inc.

Bonee nogpo6HO 0 JlaHHOM CUHAPOME
1 ero BUAAx MOXHO y3HaTb Ha caiiTe

https://www.hpsnetwork.org

Y10 Takoe CuHapom lepmaHcKoro -
MNyanaka?

CnHgpom fepmaHckoro-Tyanaka(CITl) — ato pegkoe
HacnefCcTBeHHoe 3aboneBaHue, xapaKTepusyloLeecs
anbbVHN3MOM (rNa3o-KOXKHbIM UMW Ma3HbIM) C Pa3fINYHON
CTeneHblo HapyLIeHMA 3peHus, a TakxKe HapyLlueHnem
CBEpPTbIBAEMOCTU KPOBU 3a CYET CHUPKEHUA GYHKLNN
TpombounTOB, 6€3 M3MEHEHUA NX KONNYECTBA, B HEKOTOPbIX
C/yyYanx NopakeHnem BHYTPEHHMX OpraHoB: GUbpPO30M Nerkux,
rPaHynieMaTo3HbIM BOCNaNEHNEM KMLIEYHWKA, KapANOMUONaTum.

HacnepyeTca no ayTocOMHO-peLieccMBHOMY TUMy — 3aboneBaHune
npoABnAeTcA Npu HacneaoBaHNN pebeHKOM MNOBPEXKAEHHON
KOMWM reHa OT KaXKAoro U3 poauTenei, ABNALWMXCA
6eCccMMNTOMHbBIMY HOCUTENAMU. 3@ Pa3BUTME CMHAPOMA OTBEYaloT
myTauum B reHax AP3B1, AP3D1, BLOC1S3, BLOC1S5, BLOC1S6,
DTNBP1, HPS1, HPS3, HPS4, HPS5, or HPS6.

B HacToAwWwee Bpema n3BecTtHO 11 TMNOB AaHHOIO CMHAPOMA.
KnnHuyeckrne npoasneHna Npu pasanyHbIX TUNax myTtaumm moryT
BapbMPOBaTb OT SIErKOWN C HEGONbLINMM CUMNTOMAMW A0 OYEHb
TAXKENOW CTeNeHN, NPUBOAALLEN K MHBANIMAHOCTM.

MoMHUTe, YTO BCEM MauMeHTam C anbOVHM3MOM, KOTOPbIM He Obino
npoBefeHo cneumnanbHoe reHeTuYecKoe NccnefoBaHne, HyXXHo
NMeTb B BUAY BO3MOXHOCTb Hannuma CnHgpoma lepmaHckoro-
MNypnaka.

YT1o penartb?

«  CBAXUTECb C KypaTOpOM rpynnbl nauneHTos ¢ CUHOPOMOM
lepmaHckoro-lNygnaka npmn KoopgnHaumoHHoM LieHTpe
NOAAEPXKKM NALMEHTOB C anbbUHN3MOM JOKTOPOM-NEeANaTpoM
Mocnenoson CBeTnaHon JleoHngosHom +7 951 804 7415
svetlana251285@gmail.ru nnn +7 906 171 4630,
albinizm_russia@mail.ru

» 3anuwuTtecb Ha NonHoe obcnegoBaHue B LieHTp pegknx
3aboneBaHnin, CBA3aHHbIX C OpraHom 3peHus +7 906 171 4630,




+7 925 290 7630 (kN1HWKa foka3aTenbHOM meanLunHbl Doc-
Deti, www.docdeti.ru)

o CpanTe reHeTUYeCKUi aHanus. Kakom MMeHHO aHanu3 caaBaTb
(MaHenb «HacnegcTBeHHble 3ab6oneBaHuA rnas», «flonHoe
CEKBEHUPOBAHME 3KpaHa», «[lonHoe CeKBEHMPOBaHME FrEHOMa»),
Bam nopckaxeT Ha KOHCYnbTauuu (OHNaNH UK B KIIMHKKE
DocDeti B LleHTpe pepkunx 3aboneBaHmnii, CBA3aHHbIX C OPraHOM
3peHunA Ha OYHOM Npueme) HenporeHeTuK MKmypoBa-KueeHL0Ba
A.A. alice.kriventsova@gmail.com

Ona Toro, yto6b1 caaTb aHanusbl B MTHL nm.boukoBa Hy»KHO:

1. MNo3BoHUTL B pernctpatypy +7 495 111 0303, Ha3BaTb AMarHos,
®UO, paty poxaeHuna pebeHka 1 NONPOCUTb 3anucaTb Ha
kKoHcynbTayuio K KMH Kagbiwesy B.B. Bac noctasar B nuct
OXungaHuA.

2. HanucaTtb Ha nouty Kagbiwesy Butanuio Bukroposuuy
vvh.kad@gmail.com unn no3BoHUTb eMy Ha pabounii Homep
Ten. +7 966 334 6000.

Coaya aHanu308 u KOHCylbmayus epavyd 2eHemuka-
ogpmanemonoza 8 MFTHL um.boykoea 6ecnnamHsoie.

AnAa cpaum reHeTMYeCKOro aHannsa B naboparopun
«feHOMep» HYXKHO:

Mo3BoHUTbL No TenedpoHy +7 800 333 4538, Ha3zBaTb KOAOBOE
CNI0BO «anb6uHM3M», Bac 3anuwuyT Ha caavy reHeTnyecKmx
aHanu3oB. AHanM3bl NNaTHble, HO, MPW HAaNMYMN Y NaumneHTa C
anbOVHN3MOM KIIMHNYECKOW KapTUHbI NPosBieHNs 3aboneBaHus,
onJiata MoXeT 6bITb OCyLLecTBNIeHa Yepe3 bnaroTBoputenbHbIi
®oHp «Co3ngaHune» (BoOKyMeHTbl AN GoHAa BbICbIIAOTCA BCEM
3aperncTpMpoBaHHbIM YsieHaM obLwecTBa). 3aperncTpupoBaTbCcA
MO>HO 3aecb: www.albinizm.org.ru

Ba)xHO:

« Kynute cBoemy pebeHKy conHue3almTHble ouky co 100%
6n10KMPOBKOW yNbTPadrONeToBbIX NyYen.

» TMocewarite opTanbmosora He pexe pa3a B 6 MecsLeB.

« B nepBble 6 net 3peHune Bawero pebeHka byaeT akTMBHO

pa3BuBaTbCA. [lOMOryT B 3TOM NPaBWIbHO NOA06PAHHbIE OUKM
C OVONTPVISIMUA 1 Pa3BMBAIOLLME 3aHATUA.

* Mcnonb3yinTte conHue3sawmnTHble Kpema Npuv KaaoM Bbixode Ha
ynuuy. YneTpadpuoneT ecTb Aaxe B NaCMypHYHO MOroay.
Mpun HeobXxoAUMOCTM NPOKOHCYNBTUPYINTECH Y AepMaTonora.

* 3anuwunTecb Ha NosiHoe obcnegoBaHue B LIeHTp peakux
3aboneBaHnin, CBA3AHHbIX C OpraHOM 3peHunAa +7 906 171 4630,
+7 925 290 7360 (kN1HWKa goka3aTenbHoM MmeauLuHbl Doc-
Deti, www.docdeti.ru)

YTo penarb, ecnm gnarHos
CunHpapom lepmaHckoro-lfyanaka
noaTBepaeH?

femaTonorus

+ [Mpwn noctaHoBKe gnarHosa CnHapom lepmaHckoro-yanaka
nocne reHeTMYeCcKoro NccneaoBaHmsa obpaTnTecb K remaTtonory
ANA fanbHenwero HabnaeHUs 1 neveHns.

« He ncnonb3yinTte npenaparbl, CHUXalLWMe CBePTbIBAEMOCTb
KPOBW, TaKue Kak acnupuH, nbynpodeH (cnmcok 3anpeLyeHHbIx
N pa3peLleHHbIX NpenapaToB eCTb Ha canTe MexxayHapogHowm
Accouyunaumn CI'M www.hpsnetwork.org).

»  O6wwue NPHUMMNbI OCTAHOBKN KPOBOTEUYEHUS:
OTablIx,

- Jlep,

CxaTtue,

Bo3BbilleHHOe nonoxeHue.

« [lpn noaTBepPXAEHHOM CUHAPOME A1A OCTAHOBKMU
KpOBOTEUEHMI JOMALLHIOK anTeyky syylle AONONAHUTb
reMocTaTnyeckomn rybkon, AULMHOHOM, aMUHOKaNPOHOBOM
Kucnotoi. Ecnu KpoBoTeueHme cunbHoe, obpaTutech B CKOpyto
NomMoLLb.

» [Npwn TAXKeNbIX KPOBOTEUEHUAX AJ1A NX OCTAHOBKM BO3MOXHO
nepenunBaHue TpomboLmTapHO Macchbl. M3-3a konnyecTsa
nepenvBaHUn TPOMOOLMTOB, KOTOPOE MOXET NoTpeboBaTbCA
YenioBeKy, peKomMeHAyeTcA, YTOObl MaLneHTbl NoyYanm
HLA-cornacoBaHHble TpombouuTbl. [Mpu XMpypruyeckom




BMellaTenbCcTBe BaXXHO NOArOTOBUTb TpOM6OL|,I/|TbI Ha cnyqa|7|
KpoBoTe4yeHuA.

+ W3berarite n3amepeHma peKTanbHOM TeMmnepaTypbl U HEHY>KHbIX
WHbEKUNN.

« [lpoBepsanTe, HET N1 KPOBU B MOYe U Karne.

» Habntopalite 3a MeHCTpyauuaMn. HayumTtecb KOHTPONNPOBaTb
06MNBHOCTb KPOBOTEUEHNWA MO KONMYECTBY UCMONb30BaHHbIX
cpeacTB rurneHbl. O6paTmTech K rmHekonory. bepemeHHoOCTb 1
pofabl AOMIKHbI OTHOCUTBCA K Fpyne BbICOKOro pucKa.

NMynbmoHonorna

o MpnCIM 1,2 un411noB YacTo pa3BuBaeTca Gnbpos nerkux.
Hauano oueHb BaprabenbHoe.

« BakHO obpallaTbCcst He3amMeaNUTEeNbHO 3a MeAULMHCKOMN
MOMOLLbIO NPW Kalue Uiv NPoCTyAe, KOTopble MPOAOIKaTCA
6onee AByX AHEN.

*  WM3yunte noteHUmanbHble pakTopbl OKpY»KatoLel cpeabl,
KOTOpble MOryT CNOoCO6CTBOBATb HapYLLUEHMIO ra3000MeHa,

N YUNTbIBaTE BaXKHOCTb OTKa3a OT KypeHuA 1 n3beraHus
TOKCWYHbIX MapoB (YncTawme cpeacTsa, otbennBatenm, Kpacku
1 naku).

« [lenanTte perynapHoO NpBMBKK OT rpunna n ot
NMHEBMOKOKKOBOW MHeKL K.

o JleTn [OMKHbI HAUMHATb NoceLaTb nynbMOHOJI0ra B
noapoOCTKOBOM BO3pacTe, a Npun Hann4vnmn NOKa3aHUM u PaHbLleE.

« ObcyauTte ¢ Bpauom HeobxoammocTb NnpoBeaeHna KT opraHos
rpyaHon KneTku. PekomeHgoBaHO nccnefoBaHme GyHKL MM
BHELLHEero AbIXaHWA eXKerogHo BO B3pOC/IOM BO3pacTe 1 Mo
Mepe HeoHXOAMMOCTN, COXPAHANTE KONUU Pe3yNbTaToB.

« [lnAa KOHTpONA ypoBHA KMucopoga (catypaummn) MOXHO
MCNONb30BaTb NynbcokcumeTp. MNpwn catypayum meHee 95%
obpaTUTECh K Bpauy.

FacTposHTeponorna

+ Ob6palaniTe BHUMAHNE Ha TaKMe CUMNTOMbI KaK: 60J1b B XKUBOTE,
Cra3Mbl, l-IE]CTbIVI, )KVI[J,KVIVI CTyn, KPOBb B CTYyJl€, CHUXKEHNE MaCCbl
Téna, 6onu B CyCTaBax

« 0O6a3aTtenbHO 06paTUTECH K FaCTPOIHTEPOSIOTY, €CNIN CUMNTOMbI
COXPaHATCA B TeyeHue 3 MecAaLeB AN He3aMeaINTENbHO Npn
HanMunKn KPOBM B CTYyJe.

« [pw BocnanutenbHom 3aboneBaHnn KuweyHnka (B3K) moryT
ObITb CMNbHbIE KpOoBOTeUYeHUA. MNauneHTbl 13-3a HU3KOTO 3peHunA
YacTo He BUAAT KPOBb B CTyfe.

« [pn Hanuunwn gpyron NaToNornu »*KenyfoYHO-KNLLEYHOTO
TpakTa.

o OueHnTb BO3MOXHOCTb OPB (MoBbIWAET PUCK NEFrOYHOTO
¢un6po3a).

« YTOUHsNTe y Bpaya O NeKapCTBaX, BANAIOWMX Ha QYHKLMIO
TPOMOOLMTOB, HAaNpPUMep, O NpenapaTax BUCMyTa
cybcanvumnara, Kotopble NPOTUBOMOKAa3aHbl.

KpaTKkue BbiBOAbI:

ecnun y Bawero pebeHka anbOUHN3M U reHeTUYECKNIA aHanu3 eLle
He CAaH, 3HalTe, UTOo aNbOUHN3M MOXKET ObiTb BK/IOUEH B eLle
6onee cnoxHoe 3abonesaHne — CnHgpom lrepmaHckoro-lygnaka.
CoBpeMeHHOW HayKe 13BecTHO 11 TMNOB fJAaHHOIO CMHAPOMA,
KOTOpble MOryT NPOABNATLCA:

* HapyweHneMm 3peHuns No Tuny anbbuHruama,

o ancodyHKUMM TpomboLnTOB,

*  XPOHMYECKUX BOCMANIEHUAX XKeJTyAOUYHO-KMLLEYHOrO TPaKTa,
+ 3abo0neBaHUAX Noyek,

o ¢unbpo3se nerkux (CIM 1,2 v 4 Tvna).

KOHTaKTbI:

LieHTp peakunx 3aboneBaHuin, CBA3aHHbIX C OPraHOM 3peHNS,
+7 925 290 7360

MNpe3unpgeHT MUIMBA Papy»ka leHuHr lannHa HnkonaesHa,
+7 985 882 5169

CekpeTapb opraHuzauun OGunnnnosa Hatanbs OnerosHa,
+7906 171 4630




Me)erFMOHaH bHbIN LUEHTP

nomoLyn 60/1IbHbIM aHNpPUnEN
«PapyxKa»
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NPU NOALEPYKE
dOHAOA
MPESUAEHTCKUX
FPAHTOB

MamATKa BbinyLieHa
npw nogaepxke GoHaa Npe3vAEHTCKNX rPaHTOB



