YcoBepLLeHCTBOBaHHbIe KpUTEPUM ANArHOCTUKU U BEAeHUA
nauueHToB ¢ cuHapomMom bapae-buans (Cbb): mexxceteBoe
KOHCEHCYCHOe 3asiB/ieHue U pekoMmeHaauumu EBsponeinckmx
pecdepeHTHbIX ceTel (ERN)

Dollfus H. et al. Eur J Hum Genet 2024;32:1347-1360

Cbb — 3aboneBaHue, npuBogsLLee K UHBAIMAHOCTU U3-3a paHHEN
AereHepauum ceTyaTKu, OXXUPEHUs1 C paHHUM HavyasioM U 4acToro
Nnopa)keHus NoYek
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... UMeKoT KJjitoyeBoe 3Ha4yeHue
AnA ynyduweHna CoCToaHua
340poBbA, Ka4yeCcTBa

YXU3HU 1 0XKMAaemMom

PaHHAa KnMHN4Yeckas CBoeBpeMeHHas MoXknsHeHHOE npoAO/DKUTEJIbHOCTU XKU3HU
M reHeTuyeckas MeAuLMHCKan HabnoaeHne nauymneHtoB ¢ Cbb
AnarHocTuka NoMolLLb

Pa3BuTue reHeTU4YECKOro TeCTupoBaHuUd U HakorvJieHne 3HaHWH O
€CTeCTBEHHOM Te4yeHun 3aboneBaHus npueenun K pa3pa60TKe HOBbIX
peKOMeHJJ,aLI,VIVI no Cbb, HanpaBJ/ieHHbIX Ha NoBbilWWeHne TOYHOCTU U
AOCTOBEPHOCTUN ANArHo3a

B HacToslLLee BpeMs /\

pekomeHayeTcs BBS1-26 Endo-ERN .g.aHan;peKomer,aumu
BK/IOYATDb B @ binin CHOPMYNMPOBaHbI
reHeTuyeckoe ccbezss < ERICNet MeXAMCLUNIIMHAPHOW
TecTUpoBaHue gNns NPHP1 > ERN-EYE rpynnoi us 24 aKcrnepTos
OVNarHoCTUKM reHbl TMEMG67 ERN- n3 yetbipex cetent ERN c
BBS1-BBS26 n 4 nokyca- Mcnosb3oBaHMEM MeToa
MoaudukaTopa T7C218 \/ ITHACA ronocosaHus flenbpu

OwnarHoctunyeckue kputepum ERN oTaaloT npyuoputeT reHeTU4ECKOMY
TeCTUPOBaHUIO N ONTUMUSUPYIOT KJIMHUYECKUE KPUTEPUN ANarHOCTUKM
Cbb, uTo MOoXXeT cnocob6cTBOBaTbL 60/71€€ TOYHON NOCTAaHOBKE ANarHo3a.

Tpe6boBaHusa K guarHoctTuke cuHapoma bappae-bunana

BospacTt Bbicokuii ypoBeHb BbiCOKUii ypoBeHb JOCTOBEPHOCTH, €CIU YMepeHHblIii ypoBeHb
nauyueHTa AOCTOBEPHOCTH reHeTMYECKOEe TeCTUPOBaHNE HeJOCTYMHO AOCTOBEPHOCTH
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AHOCMUSA/TUNOCMUS
TpaHCno3uLMsA BHYTPEHHMX OpraHoB (situs inversus)

PaHHAA AUMarHOCTUKa U MyNbTUANUCLUITIMHaAPHas MOMOLLLb UMEIOT
KpUTHUYecKoe 3HaueHue ansa nauueHtos ¢ Cbb

FeHeTHUECKOE KOHCYNILTUPOBaHUE

Q ® Q nomMoraeT 06 bACHUTb BaXXHOCTb
onpefeneHus Tuna HacnefoBaHus u
pucka NOBTOpeHUsi 3a6oieBaHuMs Npu
6epeMeHHOCTH.

TepaneBTHUYeCKoe o6yquue
nomMoraeT nauneHTam u nuuam,

1 OCYLLECTBAIOWMUM YXOZ,

Cneuuanu3vpoBaHHyI0 NOMOLLLb U
HabnoaeHne J0MKHbI o6ecreynsartb
neauaTpbl, ohTasbMOSIOrH,
3HA0KpUHONOrY, Hedposnory,
MCUXOJIOMN N HYTPULIUOJIOTU.
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ynpaBJ/ieHUsi CBOEW XXU3HbIO.

Cbb - cunapom bapae-buans; Endo-ERN — EBponeiickast pedepeHTHast CETb N0 peAKMM 3HAOKPUHHBIM
3aboneBaHmsaM; ERKNet — EBponelickas pedhepeHTHas ceTb Mo peakiM 3aboneBaHnsM nodek; ERN — EBponeiickast
pedepeHTHas ceTb; ERN-EYE — EBponeickasn pedepeHTHast ceTb N0 peAKMM rnasHbiM 3aboneBaHnsam; ERN-ITHACA
— EBponeiickas pedepeHTHasA ceTb MO peAKMM CUHAPOMaM MOPOKOB Pa3BUTUA, MHTENNEKTYaNbHbIM U APYrM
HapyLLEHNSM HEPBHO-MCUXMYECKOrO pa3BuTIS
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Marepuan npeAHasHaueH UCKIIOUMTENBHO ASSt MHOOPMALIMOHHBIX Lienei. KomnaHus crpeMuics NoAAepXMBaTh akTyaribHOCTb M1

npaBUnNbHOCTb MHOOPMALIMKU, OAHAKO HE AAET HMKAKMX SIBHbIX MITM MOAPa3yMeBaeMblX 3aBEPEHMI UMM rapaHTUiA B OTHOLLIEHMM
MOMHOTbI, TOYHOCTM, HAAEXHOCTU MIK NPUTOAHOCTU MHOOPMALIMHU.
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