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Posib reHeTU4YeCKOro TUNMPOBaHNA B MarHOCTUKE Hac/ie4CTBeHHbIX 3aboneBaHumn
ceTHaTKn

PoJsib reHeTUu4ecKoro TuNMpPoBaHuA B
AMArHOCTUKe HacJieaCTBEHHbIX
3a00/1eBaHUM ceTyYaTKH

Y10 TaKkoe HacnencTrBeHHble 3aboneBaHusa cetuatku (H3C)?

e [pynna HacneacTBeHHbIX 3a60/1€BaHMI, KOTOPbIE MOPaXXaloT ceTyaTKy .
o OCHOBHas MpPUYMHa HaCeACTBEHHOW C/IeroThl B CTpaHax 3anana’.
» BTopas Hanbosiee YacTas MPUYMHA HU3KOIO 3PEHUS Y eTen’.

MaumeHTbl ¢ H3C MOryT UCMbITLIBaTb NOCTENEHHOE W/ BHE3arMHoe CHUXKEeHNEe 3peHns®,
KOTOpPOE MOXXET HayaTbCs Cpa3y Mocjie POXXKAEHUSA U B HEKOTOPbIX
CNy4asix NPOrpeccMpoBaTh [0 MOJIHON NoTepun 3peHns’.

B TeyeHne MHorux net gnarHo3 H3C cTaBUCS TOJIbKO HA OCHOBAHUM KJIMHNYECKOWN
KapTuHbl 3aboneBaHuns. Cenvac, bnarogapsa pasBUTUIO FEHETUKWN, KIIMHUYECKMA AMarHos3
3aboneBaHns pacUueHNBAETCA Kak NePBbIA 3Tan Ha NyTW NOCTAaHOBKN OKOHYaTENIbHOIr 0
KJIMHUKO-FreHeTUYeCKoro AnarHo3a’.

3HaeTe im Bbi?

CyLiecTByeT MHOro pa3HoBuaHocTen H3C:

® MNIMEHTHbIN PETUHNT,

BPOXXOEHHbIN aMaBpo3 Jlebepa;

KOoN60YKO-NanoyYKoBbIe JUCTPOUU;

BpOXAOEHHad CTalMOHapHaA HOYHaA CJ1enoTa,

e



bonesHb LTaprapaTa;

6one3Hb becTa;

IOBEHUJIbHbIN PeTUHOLLN3NC;

CUHApomMm Yuwepa;

cnHppoMm bapoe-bnpns;

e Opyrue.
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reHOB, OTBETCTBEHHbIX NIoJen XXUBET C H3C* nauueHTos ¢ H3C npeanounn
) *
3a passutue H3C, 6bl caaTk reHeTUYecKUm ananmz’

yXxe BI:|IF|B.HEHCZI‘I

MpumMmeyaHme.

* yccnegoBaHne NpoBefeHo B BennkobputaHuu.

Image

HeCMOTpﬂ Ha AOCTYMNMHOCTb reHeTn4eCKoro TeCtmpoBaHunsa B BeJ'IVIKO6pI/ITaHI/II/I, naunmeHTbl C
peaKnmMmn 3aboneBaHnaAMU MOTyT...

...0KMAaTb NOCTAaHOBKMN OKOHYaTEJIbHOro AMarHosa B cpeaHeM 4 roaa, nosiyuus
3 owumnbOYHbIX AMarHosa’.

YT0 ABNAETCS NCTOYHMKOM 3HAYUTENbHOI0 CTpecca A8 NauueHTOB N 3a4acTyio
pe3ynbTaTOM HEBEPHOrO HAMpaB/eHUs, BbI3BAHHOIO HEXBATKOW 3HaHMI®.

3a4yeM npoBOAUTb FreHeTUYEeCKoe TeCTupoBaHue?

NleHoTUNUMpoOBaHMue

nossoissaeT



noaTBepAUTb
KJIMHUYECKUH
AuvarHos!

Image

Image
YCTaHOBJIEHHbIA AMarHo3 MOXKeT NOMOYb:

e YTOYHWUTL MPOrHO3 3ab6001eBaHNA 1 NyYlle CMIaHMPOBaTh AasibHeNLYyo XU3Hb;

* MPOBECTU TECTUPOBAHME OCTasIbHbIX YJIEHOB CEMbM U OMpenenTb PUCK
HacnegoBaHus';

* MPUHATL Y4aCTHE B UAYLINX KJIMHUYECKUX UCCNe0BaHNAX (MPy COOTBETCTBUN
KPUTEPMAM BKJOYEHUSA)™;

e 6bITb FOTOBLIM K MOMEHTY BbIX0fa reHoTepanuun’’;

e HaNTW creunann3MpoBaHHbIE NaLMEeHTCKMEe COOBLEeCcTBa U MNONYYNTh
LiesieHanpaB/ieHHbIe MOMOLLb U NoanepXKY®;

e CHATb BECNOKONCTBO U CTPECC, Bbi3BaHHbIE HEU3BECTHOCTbIO ™.

Korpa npoBoauTb reHeTU4YeCKoe TecCTupoBaHue?

Image
YCTaHOBJ/IEHHbIX AMArHO3 MOXXKeT NOMOY4b:

e Mpy NOATBEPXKAEHNMN KJIMHNUYECKOro AnarHosa®,

e MpV HEOHO3HAYHbIX pe3y/ibTaTax reHeTUYeCKoro TecTa, NPoBeAeHHOr0 HECKOJIbKO
net Haszan.

e Mpu HaNM4YMK cemeHoro aHamHesa H3C.

MNpouecc reHeTUYECKOro TecTupoBanuna’>*

Image
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MaumeHT HanpasneH O6pa3subl Kposu/ AHanuns BbINo/HAETCA Bpau-reHeTunk
K Bpauy-reHeTuKy CtOHBI COBpaHBI U HECKOJIbKO MecALeB 06bACHAET pe3ynbTathbl

C NpeABapUTeNbHbIM oTnpaB/ieHbl

K/IMHWYECKUM B nabopatoputo

AWarHosom
M pe3sy/nbTaTaMu
obcnegoBanua
Image

Ona reHeTn4yeckoro aHanamsa y nauneHTtoB ¢ H3C MoxeT ObiTb N3yYeH OOQUH FeH UK
HECKOJIbKO (B COCTaBe naHenmn), a Takxxe nposedeH paclnpeHHbIN MOUCK — 3K30MHOe
N reHOMHOe CekBeHMpoBaHMe. TONIbKO 19 O4HOr0 NMUTrMEHTHOro PeTUHNTA N3BECTHO
6onee 100 reHoB, NO3TOMY ANA YCMNELWHOW ANAarHOCTUKN 0bbl4HO Heobxoanmo
NCNOJIb30BaHWe NaHes v U 3K30MHOI0 CEKBEHUPOBaHUA™.

CNUCoOK nuTepaTypbl



uhwheE

~

Duncan et al. Transl Vis Sci Techn. 2018; 7(4): 6-6.

Lee and Garg. Genet Med. 2015; 17(4): 245.

Haddad M.A. et al. | Pediatr Ophthalmol Strabismus. 2007;44:232-40.

Sahel et al. Cold Spring Harb Perspect Biol. 2015; 5.2: a017111.

Eyenet. Brave New world: Gene therapy for inherited retinal disease. [91eKTPOHHbIN
pecypc]
https://www.aao.org/Assets/bebfbaef-a092-45b0-9883-c563331546ae/636649294795
430000/july-2018-eyenet-supplement-pdf?inline=1 [[laTa goctyna: man 2025 r.].
Berger W. et al. Prog Retin Eye Res. 2010;29;335-75.

. Willis et al. Br ) Ophthalmol 2013;97:1148-1154.

Rare Disease UK. The Rare Reality — an insight into the patient and family experience
of rare disease. [9n1eKTpOHHbLIN pecypc]
https://www.raredisease.org.uk/media/2361/patient-experiences-2015.pdf [[aTa
noctyna: manm 2025 r.].

. Chung D. et al. Am ] Ophthal. 2019; 199: 58-70.


https://www.aao.org/Assets/bebfbaef-a092-45b0-9883-c563331546ae/636649294795430000/july-2018-eyenet-supplement-pdf?inline=1
https://www.aao.org/Assets/bebfbaef-a092-45b0-9883-c563331546ae/636649294795430000/july-2018-eyenet-supplement-pdf?inline=1
https://www.raredisease.org.uk/media/2361/patient-experiences-2015.pdf

10. Nunn. Orphanet Journal of Rare Diseases 2017;12.29.

11. Combs et al. European Journal of Human Genetics 2013; 1209-1213.

12. Eye Want 2 Know. Understand genetic testing. [9n1eKTpOHHbIN pecypc]
https://eyewant2know.com HdaTa goctyna: man 2025 r.

13. Recommendations on Clinical Assessment of Patients with Inherited Retinal
Degenerations — 2016 AAO Quality of Care Secretariat, Hoskins Center for Quality Eye
Care. URL:
https://www.aao.org/education/clinical-statement/guidelines-on-clinical-assessment-of-
patients-with [9nekTpoHHbIN pecypc] daTa goctyna: manm 2025 r.

11412341/VORNEP/dig/05.25/0

Term

e OdTanbmonorus

Source URL:
https://pro.novartis.ru/therapeutical-areas/ophtalmology/retinal-diseases/information/heredi
tary-retinal-dystrophy/rol-geneticheskogo-tipirovaniya


https://eyewant2know.com/
https://www.aao.org/education/clinical-statement/guidelines-on-clinical-assessment-of-patients-with
https://www.aao.org/education/clinical-statement/guidelines-on-clinical-assessment-of-patients-with

