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Baxno! ®opmar pesysbTara HCCIEIOBAHHSA MOKET OTIHYATECS B 3aBUCHMOCTH OT T1071a, BO3PAcTa U PErHOHA BBINONHEHHUS. Jmer Ne 1 u3 1
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MEMOYHAPOOHAY
CUTUNAab ey CETh NABOPATOPHH

3AK/TIOMEHUE
no pesynbratam uccnegosaHua JHK meTogom KNMHMYECKOro CeKBEHMPOBaHUA

Homep pgorosopa: [ata 3abopa matepuana:
MayuneHT: [aTta noctynneHua matepuana B 1abopatopuio:
[arta poxaeHumsa: JaTta roToBHOCTU Uccnea0BaHUA:

MNon: Bup 6uomarepunana:

Bua uccnepoBaHua: 575 CKpUHUHT Ha Hac/eacTBeHHble 3aboneBaHmsa "IKcnepTHbIA"
HanpasurenbHblit gnarHo3: O6cnego0BaHNE Ha HOCUTEILCTBO M3BECTHbIX M BEPOATHO MNaTOreHHbIX
BapMaHTOB aCCOLMMPOBAHHbIX C MOHOFEHHbIMW 3ab01eBaHMAMM.

NH®OPMALIUA Ob UCCIIEAJOBAHUUN

CKpVIHVIHr Ha HacneacTBeHHble 3aboneBaHMst — 3TO FeHEeTUYEeCKUN TecT, VICI'IOJ'Ib3yeMbIl7I anda onpepeneHusa,
ABndeTcda nu 3,D,OpOBbIIZ 4YerioBeKk HocuTelleMm peueccMBHOIo reHetTndeckoro 3aboneBaHus. LleJ'Ib CKPpUHUHIa -
NOMOYb 6y,D,yL1J,VIM pPOoONTENAM MOHATb PUCK POXAOEHUNA pe6eH|<a C reHeTu4ecknm 3abonesaHmeM.

ﬂaHHbIIZ TECT BKIlOYaeT BbldBlieHME paHee OMUCaHHbIX reTepo3nroTHbiX BapuMaHTOB ayTOCOMHO-peleCCUBHbIX
3aboneBaHuin. B HEKOTOPbIX CllydadaxX B TECT MOTyT BKIHOYaTbCA BapuaHTbl, HE ONnCaHHble paHee, HO UMetLlne
3Ha4YnMble NPU3HaKM NaToOreHHOCTU, a Takke BapunaHTbl, CBA3aHHble C ayTOCOMHO-AOMUHAHTHbLIMNA 3aboneBaHnsAMmn
C NO3gHUM Ha4valioMm.

B TecT BkntoYeH aHanm3 ymcna Konun a3k3oHoB reHa SMN1 cBA3aHHOIO CO CNUHAMNbHOW MbILLEYHON aTpodmen.

TecT He BKMW4YaeT BapuaHTbl CBs3aHHble C MynbTakTopManbHeiMM  3aboneBaHusMW, BapuaHTbl B
MUTOXOHAPUANbHOM FEHOME U OfnpederieHne TaHAEMHbIX MOBTOPOB. TeCT He npedHasHayveH Ans onpeaerneHus
Bapuaumi ymcna konun reHoB (CNV).B HekoTopbix cnydasx GuomMHdopMaTUYEeCKUiA aHanm3 OaHHbIX MOo3BoOMsieT
3anogo3puTb  HamuuMe CTPYKTYPHbIX MepecTpoek (Mukpogeneuun u  Mukpogynnukaumi). OBGHapyXeHHble
nepecTporikn nognexart obs3aTenbHOMY NOATBEPXAEHUIO pedhepeHCHBIM METOA0M.

BapVIaHTbI, o6Hapy>+<eHHb|e B pe3ynbTaTte nccriegoBaHund, He ABNATCA YCTaHOBMTIEHHbIM ANMArHo3om, a MoryTt ObiTb
MCNoJsib30BaHbl B COBOKYMHOCTM C AOaHHbIMU OPYrUux na6opaToprlx N WHCTPYMEHTallbHbIX MEeTOLOB TOJIbKO
Bpa4oOM-reHeTUuKoM.

B HEKOTOPbIX CllydadX HOCUTESNIbCTBO BapuMaHTOB peueCCUBHbIX 3aboneBaHnn MOXeET UMeTb 3HadeHue Ans
poacTBEHHMKOB nalueHTa.

|_|pl/l O6Hapy)KeHl/Il/I HOCUTENbCTBA KIMMHUYECKM 3HAYUMbIX BapunaHTOB B Te€HaxX, CBA3aHHbIX C ayTOCOMHO-
peuecCnBHbIMU 3aboneBaHusaMn HeobxogmMmo obcregoBaHue napTHepa C uesnbl Noncka KIMHUYEeCKN 3Ha4YnMbIX
BapnaHTOB B T€X Xe reHax.

Ona YTOYHEHMA 3HaA4YMMOCTU 06Hapy>|<eHH|=|x BapnmaHTOB, B TOM 4uUCne pacyeTa pUCKa HacneacTtBeHHOro
3aboneBaHusi Yy pe6eHKa Heobxoguma KOHCYyInbTauusa Bpa4va-reHeTuka.

MccnepoBaHne BbINOMHAETCS Ha  BbICOKONMPOM3BOAWUTENBLHOW CUCTEME ANl  CEeKBeHWPOBaHUs
HyKneunHoBbIX Kucnot NeHockaH 4000.

PeaucmpauyuoHHbIl Homep ¢hedeparibHoUl cryxbbi o Had3opy 6 cghepe 30pasooxpaHeHus: P3H 2025/24616.

Ctp.1m35.



PE3Y/IbTATbl UCCNNEAOBAHUA

Bapl/IaHTLI, KJIaCCl/I(l)I/IIIHPOBaHHLIe pPaHee KaK NaTOreHHbl€¢ WM UMEKIINE 3HAYUMbIC IPU3HAKHA
NaTOTr¢HHOCTH

-

le/I3HaKI/I NaTOr¢eHHOCTHU U KOMMEHTAapuu

Cunapom

chr1:12277210GGT>G Terepos | y/ps13p PUGRRLL005 | C.3623 36240elG | ) v go0afs 117
HWTOTHBII 20676 T
lel3HaKll namoceHHocmu eapuanma:
Tlpusooum k cosucy pamku cHumvl8aHus
Omcymcmeyem 6 nonyasyuonnwix b/ (GNOMAD, GENOMED)
Bruanus eapuanma na ¢ynxyuro cena
Jpyean ungpopmayusn:
Heckonvko KOMNbIOMEPHbIX AlcOPUMMOE npedcmwbleaiom HenamoceHHoCmo.
3(160]168("-[”}1, aACCOUUUPOBAHHDbBIE C 2CCHOM:?
Spinocerebellar ataxia, autosomal recessive 4 (607317), AR
. Terepos ENST000006 |c.11313 11316del
chr2:73573187TAGAG>T AROTHBLG ALMS1 13296 AGAG p.Glu3772fs 127

Ilpuznaku namozennocmu 6apuanma:

IIpugodum x cosuzy pamku cuumuléaHus

Bruanus eapuanma na GyHkyuio eena
Jpyzan ungpopmayua:

Tpucymcmeyem 6 nonynsayuonnvix bJ[ 6 cemepozucommnom cocmosmuu (GNOMAD V2:0.000024216; GNOMAD
V3:0.000006575)

Knaccuguxayus ACMG: Pathogenic.

Knaccupuxayus CLINVAR: Pathogenic (Pathogenic - 6).

3a60ﬂeeauml, aACCounuupoBannbvle ¢ 2eHoM:

Alstrom syndrome (203800), AR

Terepos | ) b ENST000003 | 5g50c>A 0.Ser951Tyr 85

chr9:6534775G>T ot 21612

IIpusnaku namozennocmu éapuanma:

Heckonbko KOMNbIOMEPHBIX AN20PUMMO8 NPEOCKA3bI8AIOMm NAMOSEHHOCb.

Bruanus eapuanma na GyHkyuio eena
/Jpyzaa ungpopmayua:

Ipucymcmeyem 6 nonyasayuonuvix BJ] 6 cemeposucomrnom cocmosnuu (GNOMAD V2:0.000338478; GNOMAD
V3:0.000361376)

Knaccugpuxayus ACMG: Uncertain Significance.

Knaccupurayus CLINVAR: Conflicting classifications of pathogenicity (Likely pathogenic - 5, Pathogenic - 1, Uncertain
significance - 8).

3060]188“1-[”}1, aAccouuuposannvle ¢ 2eHom:

Ctp. 2u3 5.



http://omim.org/entry/607317
http://omim.org/entry/203800

-

le/l3l-[al(l/l MaTOréeHHOCTH U KOMMCEHTapuu

Cungpom

Glycine encephalopathyl (605899), AR

chr11:47285090C>CA AROTHBL 11027

Ilpusznaku namozennocmu eapuanma:

IIpusodum Kk cosuzy pamru cuumvleanus

Brusnus sapuanma na ghynkyuio eena
Jpyzan ungpopmayua:

Ipucymcmeyem 6 nonynsiyuonnvix BJJ 6 ecemeposucommnom cocmosinuu (GNOMAD V2:0.000202814; GNOMAD
Vv3:0.000131463)

Knaccuguxayus ACMG: Likely Pathogenic.

Knaccugpurayuss CLINVAR: Conflicting classifications of pathogenicity (Pathogenic - 1, Uncertain significance - 1).

3(160]188(1Hull, aAcCcouuuposannvle ¢ 2eHom:

DEEAH syndrome (619004), AR
Neurodevelopmental disorder with dysmorphic facies, impaired speech and hypotonia (619005), AR

Terepos | \1oar ENST000002 | . 35005t p.Ser127Leu 149

chr18:60371970G>A ArOTHBL 99766

Ipusnaku namozennocmu éapuanma:

Bnusnus eapuanma na GyHKyuio eena

IIpucymemeyem 6 nonyIayUOHHbIX 6A3axX OAHHBIX, HO C YACIMOMOUL HUMCE, YeM YACTHOMA OPYeUx NAMO2EHHbIX 6APUAHINOE &
amom zene.
Jpyzan ungpopmayua:

Ilpucymcmeyem 6 nonyaayuonnvix b/ ¢ cemepozucomnom cocmosnuu (GNOMAD V2:0.000171065; GNOMAD
Vv3:0.000078889)

Heckonibko KOMNbIOMEPHBIX AN20PUMMO8 NPEeOCKA3bI8AtOm Henamo2eHHOCMb.

Knaccuguxayus ACMG: Uncertain Significance.

Knaccupuxayus CLINVAR: Conflicting classifications of pathogenicity (Likely pathogenic - 10, Pathogenic - 2, Uncertain
significance - 2).

3a60ﬂeeauuﬂ, aACCounuupoBannbvle ¢ 2eHoM:

Obesity (BM1Q20) (618406), AD, AR
{Obesity, resistance to (BM1Q20)} (618406), AD, AR

Terepos MCM8 ENST000006 |c.351 354delAAA

chr20:5955109TAGAA>T — 10722 G

p.Lys118fs 44

Ilpu3naku namozennocmu eapuanma:

Ipusooum k cosucy pamku cHumvléanus

Brusinust eapuanma na gynkyuio cena
Jlpyzas unghopmayusn:

Ilpucymcmeyem 6 nonyasayuonuvix BJ] ¢ cemeposucomrnom cocmosnuu (GNOMAD V2:0.000036679; GNOMAD
V3:0.000052601)

Knaccugpuxayus ACMG: Pathogenic.

Knaccugpuxayus CLINVAR: Pathogenic (Pathogenic - 1).

Ctp.3u35.



http://omim.org/entry/605899
http://omim.org/entry/619004
http://omim.org/entry/619005
http://omim.org/entry/618406
http://omim.org/entry/618406

- 31/12::}10

Hp](l3l-lal(l/l MaTOréeHHOCTH U KOMMCEHTapuu

Cungpom
3abonesanusn, accoyuuposantwvle ¢ 2EHOM:

?Premature ovarian failure 10 (612885), AR

Jenenun 3x30H0B rena SMN1

Ob6napyxeHo 2 xormuu 7-8 3x30H0B reHa SMN1. HocutenbcTBO CITHATIBPHOM MBIIICYHOW aTPO(QHH HE BELIBICHO

METODN e kg
lenrp KRMHWYecky

Aabiopg TopHoj
Aaraocry
Ctigag,

Crp. 413 5.



http://omim.org/entry/612885




