Ipuioxkenue b. Alropurmsl JelCTBUI Bpaya

CXEMA KOMIUIEKCHOW MEXAUCLMIN/IMHAPHOW AUATHOCTUKM U NMPOTHO3A ®OPM BPOMIEHHON
AHUPUIUU
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IMoaTBep:kIa0Oas MOJIEKYJISIPHO-TEeHETHYECKAsI IMATHOCTHKA BPOKIAEHHOI

aHMPUAUHU

L O6pasen wis noarsepxaenna JJHK-mraraoctukn
L3

L Ilonck xpynHbIX neneruiii persiona 11pl3, sBxmouatomero reust PAX6 u WT1 metonom MLPA

IMoxrsepkienne aenemun
MetojoM FISH y nanuenra
H TNOATBEpXK/ICHHE
TeHeTHYEeCKOro craTryca
JIeJIenHH y pojHTeNe

eCTh
c WT1

.

ITpeanonaraemsiii 1Harsos
WAGR-cuspoma

'

Habmoznenne y
Bpaya-oOHKOJIOra

IToaTBepXk/IeHNE reHeTHIECKOro
cTaTyca MyTalui y poamreneii,
aHaJIN3 MaTOreHHOCTH MyTalHH B
COOTBETCTBHH C KPHTEPHAMH

ACMG

ecTh
Kpynnsie nenermn pernona 11pl3
- IToaTBepiaenne penenuu y
NalMeHTa aHaITH30M NIOTEpH
. reTepO3HrOTHOCTH
CexBeHHpOBaHHE K30HOB CleIUICHHBIX MAapKepOB i
5,6,7,8,9 rena PAX6 NIO/TBEPXKIeHNIe CTAaTyCa
¥ JeJIelHA Y poanTeneii
Mautsie BHYTpHIeHHBIE
ecTh
MyTaIH resa PAX 6
IonrBepxkaenue
[ TeHEeTHYECKOro CTaTyca
CexBeHHpoOBaHNEe 3K30HOB MYISIRY POJNICENS,

1,2,3,4,10,11,12,13 rena PAX6

eCTh

L3
Matbie BHYTpHIeHHBIE

3

IMoarsepxnenne quarsosa

MyTanuu resa PAX 6
HET

A

aHAJIN3 [1aTOreHHOCTH
MYTaIlHH B COOTBETCTBHH C
kpurepusimu ACMG

BPOJK/I€HHAS aHHPHIHSL

Habmoznenne y spaua-

o¢ranmeMoora H Bpaya-reHeTHKA

IToxrBepxenns anarsosa
BPOXIEHHAs aHHPH/THSA
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[Iponoikenune

JUAarHoCTUYCCKOIo

AJITOpUTM JeHcTBHI Bpaya-odraabmonora npu BA

[TaruenT ¢ nono3penreM Ha BA

A 4

Z[I/IaFHOCTI/IKa (KJ'II/IHI/ILIeCKaH u

MOJIEKYJIIPHO-T€HETUYECKasl )

|

Jlmaraos

IIOMCKa B paMKax

A

HECT

MOATBEPKIE hicl

APYTIux BO3MOXKHBIX

Her Ectp

HOpMaJn3arl

ust BI'J]

A 4

H

Ja

A 4

Ectp CUMIITOMBI

TJIAyKOMBI

cM. KP112

XUpypruyeckoe Je4eHne

4

MenukamenTosHas koppekuuns BI'/]

Ectb cummTomMbr

KaTapaKThl

KP108

CM.

XHUpypruyeckoe JEUeHUE KaTapaKThl

Keparorpoduueckas
Tepanus

Peabmmranus

Ectb
HOpMAaJIM3aIus

BIra

Her

v

Jucmanceproe
HaOJIFO[eH1E
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