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@
. MEOMKO-TEHETHYECKUA
HAYYHbIN UENTP
HWMEHH AKADEMHWKA
H.N. BO4YKOBA

OdTasbMOreHeTHKA — HAYYHO-KAMHUYECKUHN pa3geA MEIUIIUMHBI Ha CThIKE T€HETUKU U 0(PTAaABMOAOTHH,

TepmuHonorua

HaHpaBACHHBIﬁ Ha U3y49€HHUE IITNIEMHUOAOTHH, OTHOAOTHUH, IIATOT'€HE3A, TECHCHUA U ACHEHHNA HAaCAC€CACTBEHHBIX

rAa3HBIX 00A€3HEM (HacAeACTBEHHOM 0(pTaAbMOIIATOAOTHH)

(Kaoviwes B.B.)

HacaeacTBeHHas O(bTaABMOl'IaTOAOI‘HH

— 3TO rpyrna 3aboseBaHUM raa3HOTo I0A0Ka U /HUAU ITPUAATOUYHOTO allllapaTa opraHa 3peHUs, Kak
U30AUPOBAaHHBIE, TaK U BXOAAIINE B CUMIITOMOKOMIIAEKC CUHAPOMHOM ITaTOAOTHUH,
STUOAOTHYECKHUM (PAaKTOPOM Pa3BUTHSI KOTOPBIX IBAGIOTCS HAAUYHUE U3MEHEHHOI0 TeHETUYECKOTO
MaTepuasa, IoBAEKIIIee U3MeHEHHEe KOHEYHOro OEAKOBOT'O IIPOAYKTA, YI4aCTBYIOIIETO B
dopMHUPOBAHUU OJHON UAU HECKOABKUX CTPYKTYP OpraHa 3peHUd

(Kaodovtwes B.B.)

[aHHble npegoctasneHbl Kagpiwesbim B.B., pyK-1em HayYHO-KNIMHUYECKUM LLEHTPOM reHeTUKM rnasHbix bonesHei, 3aB. kadeapoi opranbmoreHeTukn MHctutyTa BuNO, B.H.c. nabopatopum reHeTuyeckoi anuaemmonorun ®r6HY MIrHL um akag, H.M. Boukosa
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XpoMOCOMHBIE

*  Yucnenuvie usmenenus
*  CmpykmypHole usmeHeHUs.

MYTaI[I’II/I I'CHOB AACPHOI0 r¢eHoOMa

© MEAMKO-FEHETUHECKUIA
HAYU4HbIf UENTP
WMEHH AKADEMMKA

KnaccudpmKauua

HaCc/1eACTBEHHOM MaTo/IoMMK C NOPaXKeHNeM OpraHa 3peHus

* HacneocmeeHuble CUHOPOMbL

*  HacneocmeeHnHvie 601e3HU

* Uszonuposannasn I[103

MyTtanuu mutoxonapuaabHoil JIHK

AR A e
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l'py3 HacnepcTtBeHHOU 0hTaIbMONATONOMUM Amm ~~~~~

CungpomansHas HOII: 1539: 15.42%
boJibHBIE

H3ompoBaHHHAS
HOII: 1458; 14,61%

B M3omuposanHHasg HOII ® CunapomainbHas HOII W JTpyras HII
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BbiBOA NO aKTYyaNbHOCTU A

- CymMapHad pacrnpoCTPaHEHHOCTb BCENM HACAEACTBEHHOM IIATOAOTUHU I'Aa3
eBporierickoi yactu Poccum cocraBasieT 1:1066 yeaoBeEK (pacrIpoCTPaHEHHOCTD
H30AMPOBaHHBIX (POPM HACAEACTBEHHON 0pTaABMOIIATOAOTUH 1:2196 4yeaoBeK,
HaCA€ICTBEHHBIX CUHAPOMOB U 6oae3Helt 1:2076)

- Jloass ©30AUPOBAHHOM U CUHAPOMAABHOU HACAEICTBEHHOM 0pTAaABMOIIATOAOTUHU
B OOIIIEH CTPYKTYpPE HACAENCTBEHHBIX O0oAe3HEeN B 00CAeTOBAHHBIX PETHOHAX
cymMmMmapHo cocraBusa 30,03% (u3oaupoBaHHbIe opMbl 14,61%, cuHApPOMAaABHBIE
- 15,42%)

- PacmpocTpaHeHHOCTh HAaCAEACTBEHHBIX OOAE3HEM rAa3 Cpeau PyCCKOTro
HaCEAE€HUd B 2 pasa HUXKE, YEM B STHUYECKUX IMOIMYAIIIUIX

- Bkaam HacaeICTBEHHOM TAa3HOM MATOAOTHHU B OOIIYIO CTPYKTYPY
0(PTaAbMOAOTHYECKOM ITaToOAOTUH - 24,6%

Kagbiwes B.B., 15 aekabpsa 2023, Teepb, Poccun
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MEAMKO-FEHETHHECKUI
o ® HAYUHbIA LEHTP
VIMEHM AKABEMUKA
) H.N. GO4KOBA
[ Cone > rod photoreceptor diseases ]
[
m ((cone & cone red dystrophies (CODs & CORDS) | ( Macar degenesations (MDs) |
[
Trianopia. BCP m
H recessive ‘( dominant l HacneacreeHHan
AIPL1, CRX, Neuroliromatosss 1: NF1 BEST1, C1QTNFS, Spinocerebellar ataxia {SCA} HO4YHasA cnenorta
Complets achromatopsia GUCA1A, GUCY2D, CNGE3, EFEMPT SCATIATXNT
CNGA3, CNGB3, GNATZ, HRGAUNC119, Spinccerebellar ataxa 7 ELOVLY, HMCN.
PDE6C PITPNM3, PROMY, SCA7 (ATXN7) FSCN2, GUCA1B, CORLY
PRPHZ. RAX2, RIM1, PROM, PRPHZ, C0D
SEMASA
CNGA3, GNATZ, PDEEC Bardet Bied syndrome : BBS1
Oligocone trichiomacy Alsirom syndromeo: ALMST ive Hypotrchosis with } cvD ]
' E: venle MD: COM3
CNGB3, GNAT2 ABCA4, ADAMS, Barde: Biodl syndrome ; BBS1 ABCA4 e e Kon6o4ko-
CACNA2D4, CNGAS, Infantie Refsum disease:
_@ KCNV2, PDEEC, PDEGH, CORD with (anked ) PEX1, PEX26, PXMP3 nanoykosa
ROMS, RLBPY, amelogenssis
RPGRIP1, SEMA4A w&m&« n“ cwua
R,
Bt S
CACNATE, RPGR
Xopuoaepmua
[ Roa>conep “"I'"’“”’ seases| [ Generalized photoreceptor diseases ] AedexTbl
[__I_] uBeToBOrO [ Bcp
3peHun =
- R MUrMeHTHbIA
- cominart Hp— PeTUuHUT

Mght bindeaus

GNATY, POEEE,
RHO Rutrga pignar Earaul Buasl sirareme
BEST1, CM, CRYX, 8657, 8852 5653, 5854,
FSCNI GUCATA BESS, 8856 5857, B6SS,
recessive 1, KLAL 8659, 88510, BES11,
NRZE3 NFL. AP, 88512, dominant
3, .
treor ettt bl mmdv;g;m;.’o i
CABPY, (CACNAZDY) 7 X

Leber congenital amaurosis

CC202A, CEP230,
NPHP1 RPGRIPIL,
CRX, IMPDH1

zarnl.“: uw’ulﬂl'eﬂl TMEMG?, TMEM218

dominant

Alagille syndrome
JAGT, NOTCH2

- Primy ity Oysaewsn (PO}
2 ot gmoson DIAMS, DIAH1 1, DNAL,

© oot Rates o ONAL KTU TXNECY —| recessive
ABCA4. BESTY, CERKL. i
—] G o PR e
A PEX26, PXIAP3 Leber congenital amaurosis

AIPL1, CEP290, CRB1, CRX,
GUCY2D, IMPDH1, LCAS,
LRAT, MERTK, RD3, RDH12,

Incampicls Tgh Bindness Sanix Lokun syedroma
CACHATF CEF290, NPHP1. NPHP2.
AT GPBOE 3N, TP, NEMES NPHPA, NPHDS

Compiele right bindsens
Hrx

Jr—— RPE6S, RPGRIP1, SPATAT,
Xdrked LA CE, TULPT
MYOTA PCOMIS,
SANS. USHIC, USH1D,

Ruires peamunnssa
RP2 [seov-donvnant ang

Gyrate atrophy: OAT

Choroideremia: CHM

recessve) RPGR
idominant and secessive)

Joutert snaroere: OKD1

Rotings pomertosa aih secinss
ard wnomsprarory idsciom. R

recessive

Neuronal ceroid lipofuscinosis:
BTS, CLNS5, CLN86, CLN7, CLNB,
CTSD, PPT1, TPP1

Refsum diseasa
PAHX, PEX1, PEX7,
PEX26, PXMP3

Joubert syndrome:
AHL1, ARL13B,
CC2D2A, CEP290,
NPHP1, RPGRIPIL,
TMEM67, TMEM216

Senior Loken syndrome. CEP290

MakynsapHan
AereHepauun

FZD4, KCNJ13,
LRP5, NDP,
VCAN

Butpeo-
peTuHonarus
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KNAMHUKO-reHeTuYecKue XxapakTepucTukmn U3oIMpoBaHHOM HacneaCcTBEHHOM naTonorum Ma»;:gmw
3aAHero cermeHTa rnas

CEP290 EYS  DNAIC3) GPR143

[eHeTnYecKas
reTeporeHHOCTb
N30JIMPOBAHHOM
HacneACTBEHHOM

NaToO/IOrUK 3aAHEro

OTpe3Ka rnas

69 Kay3aTUBHbIX reHOB

TUTyNbHAA HauuA -
pycckue
73,21%

w:.?ﬁd @0.0rganum=-visus.ru
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Anroputm obcnepoBaHua 60abHbIX (YNpOLEHHbIN) mem‘m
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AP MP 25 tuna M., 65 neTt, ¢ myTaumamm B reHe EYS: p.Thr2465Ser, p.Cys385*, p.Thr2883fs M“

9Pl HeperucTtpupyemasn

Vis 0D 0,4 Vis 0S 0,4
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. . MEOMKO HWHECKH
CuHIpOM yCHIIEHHS (QYHKIMH S-KOJI004YeK A

(vnu cuaapoM I'onpamana-daspe), AP

myTtanuu B rene NR2E3: chrl15:72103821A>C u p. Thr161Hists

HEoeLBer HEIDELBEIG
nnnnnnn

:b\‘ : 3

NR2E3 : (chr15:72103821A>C), npuBOAALLMN K UBMEHEHNIO KAHOHMYECKOro camTa crniancuHra
N chrl15:72104425CA>C), npuBoasaLmnii K 06pas3oBaHuMIo NpexaeBpeMmeHHoro cton-kogoHa (p.Thr161Hisfs*18, NM_014249.3),
oba - B retTepo3nrotTHOM COCTOAHNN
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[OCTYNHOCTb MONEKYNIAPHO-TEHETUUYECKON AUarHOCTUKU

1. brop)XeTHble

* PervoHanbHble
 depepanbHble (PrBHY « MIHL, »)
- Hay4YHble nporpammebl (bonee 15)
- roc3agaHus ——
- rPaHTOBbIE NPOrPaMMbl SR " .

2. LleneBble nporpammbl noa Hay4yHOM Kypaunewu
GreHY « MITHLU »

-[porpamma MONEKYNAPHO-TEHETUYECKOM AMArHOCTUKM
NaLMEeHTOB BbINOJIHEHA Ha Bcel Tepputopun PP

https://med-gen.ru/spetcialistam/nauchnye-diagnosticheskie-programmy/
http://avo-portal.ru/events/information-avo/item/399-informatsionnoe-pismo-o-rezultatah-soveta-ekspertov-vrachey-oftalmologov-11-marta-2021

http://amg-genetics.ru/ ccbinku akTMBHbI Ha 28.05.2022

FICIRO.OF@a N U= . Kagbiwes B.B., 15 aekabpsa 2023, Teepb, Poccna 11
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[ e M:gMKQrEHE?:JECKMR
O6pa3soBaHue (kacdheapa odpransmoreHeTuku UBUAMO ®IBHY «MIHL») Al (=5

JOINOAHUTEABHAYA TTPOPECCHUOHAABHAYA ITPOT'PAMMA TTOBBIITEHNA KBAANPUKALINN
HacaeacTBeHHass ohpTaABMOIIATOAOTHS B KAHHHYECKOH npakTHukKe (36 wacos) 2022 rox

JOITOAHUTEABHAA I[TPOPECCHUOHAABHAYA TTPOI'PAMMA
ITIOBBIINEHWSA KBAANDPUKAILINN

OpdaHHBIEe HacAeACTBEHHbIe 3a00A€eBaHHA CeTYATKH,
XOPOHIAEH H 3pHTEABHOro HepsBa (18 wacos) 2023 roxa

JOITOAHUTEABHAYA I[TPOPECCHUOHAABHAYA ITPOI'PAMMA
IIOBBIINEHWA KBAAUDPHUKAILINN

HacAezacTBeHHbIe 3a00AeBaHHS IIepeaAHEr0 OTPE3Ka raasa
(18 gyacoB) 2023 rox

CTaxXHpPOBKH Ha pabouem mecTe (cTapT 2023r)

IIporpaMmmsbI oOMeHa onbiTOM (cTapT 2022 r.)

MunuCcTepeTBO HAYKH H Bhiciiero odpasopanus Poceniickoit deaepannn
DenepanbHoe rocyapeTBennoe S101/KeTHOE HAYIHOE YUPeKAeHHe
«MeANKO-TreHeTHUeCKHil HAY HbIH LeHTP HMeHN

™ arajgemura H.IL. Boukosa»
. “ (®PI'BHY «MTI'HL»)

HHCTHTYT BLICIIETO H AOTIONIHATENEHOTO HPOeccHORAALHOI0 00pasuBANNs
(MBu1O)
Katdeapa opranbmoreneTuxn

B.B. Kagsnues, JLI. Oranczosa, O.B. Xananckasn,
H.B. 3onsanxesa, C.W. Kyues

ITHOJIOI'HA, HATOI'EHE3, AUAT' HOCTHUKA
U JIEYEHHUE HACJIEACTBEHHBIX INIAYKOM

Yuebuo-MeToaRMECKOE Hocotne

Mocksa 2023

Kagbiwes B.B., 15 aekabps 2023, Teepb, Poccun
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www.med-gen.ru

vvh.kad@gmail.com

+79663346000 (anAa nayuneHTOB)

+79091558383 (ana cneunanmncrtos)

+79451110303 (Konn-ueHTp PIrBHY
«MFrHLU »)

Cnacm60 3a BHUMaHue!



