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WccnepoBaHue PesynbTar KomMmeHTapui
MonHO3K30MHOE CM.KOMM Pe3ynbTaTbl NpunaraloTcs Ha oTAeNbHOM bnaHke.
CEKBEHNPOBaHWe

BHuMaHuve! B aneKTpoHHOM ak3eMnsipe 61aHka Ha3BaHWe UCCNeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY CaiiTa C On1caH1eM

ncecneaoBaHns. www.invitro.ru

Pe3yanaTbI MCCﬂeﬂ,OBaHMVI HE ABNAKTCA ANAarHO30M, Heobxoanma KOHCYbTauua cneunanncra.
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MauneHTt [aTta poxaeHuns Mon Bpau, HasHauuMBLLMIA nccnegoBaHme
- 00.00.0000 My>xckomn -
[aTta nony4yeHus Bua maTtepuana MpeanonoXuTenbHbIn AMarHo3
00.00.0000 BeHo3Hasa KpoBb 3apepXXKa MOTOPHOMO W MCUXOPEYeBOro pasBUTUS, JABUraTesibHble HapyLleHUs.
OfHOKpaTHbIA NapokcusManbHblid npuctyn. Habnwogaetcs ¢ AUM. Mo paHHbiIM MPT:
[aTa Bbiaaun NepuUBEHTPUKYNSIpHas NnenkonaTtus, AWCNNasvsg  MO30JIMCTOrO  Tena, runonnaasus
3puTeNbHbIX HEpPBOB UM XWasM, nceBaoaTpodPum JO6HbIX M TEMEHHbIX AO0New,
00.00.0000 CMMMEeTpMYHas  BeHTpukynomeranusa. Cxoaslleecs  Kocoronasve. Heobxoanmo

WUCK/IIOUYUTb  MUTOXOHApUanbHble 3aboneBaHus, HBO c¢ nenkoauctpoduen, BIIP
rosI0OBHOro Mo3ra, HacneacTBeHHble OpMbl aNuaencumn, pesvayanbHble popmbl ALIMN.

Pesynbrat 6MOMH(POpPMATUUYECKOro aHasim3a AaHHbIX
MNOJIHO3K30MHOro cekseHuposaHma AIHK

MaToreHHble reHeTU4Yeckne BapuaHTbl He o6Hapy>xeHo
BeposiTHO NaToreHHble reHeTuYeckue BapmaHThbl He o6Hapy>xeHo

BapVIaHTbI C HEM3BE€CTHbIM KJIMHNYECKMM 3HaAYeHunemM

leH AccouumpoBaHHoe N3meHeHne JHK (HG38) 3UroTHOCTb YacTtoTa
3aboneBaHune (MN3mMeHeHue 6enka) (Tvin HacnepnoBaHus) (gnomAD v4.1.0)
(OMIM)

ZMYM2 KpaHunodaumanbHbIn 13:9.20036727T>A [eTepo3uroTa 0
CUHAPOM C HapylleHnem ENST00000610343.5: (AOMWHaHTHbIN)

pa3BUTUA HEpBHOW cucTembl €.2120-10T>A
W pasnnyHbIMKM aHOManUaMn -
noyek u cepaua (619522)

Ob6HapyxeH paHee He OMWCaHHbIA B NUTepaType BapWaHT B FeTepPO3UroTHOM COCTOSIHUM B WHTpPoHe 11 u3 24 reHa ZMYM2,
NPUBOASALUNIA K U3MEHEHUID B MHTpPOHe C.2120-10T>A, ¢ rnybuHoin npouteHns 103X. MNaToreHHble BapwaHTbl B reHe ZMYMZ2
NPUBOAAT K Pa3BUTUIO ayTOCOMHO-AOMMHAHTHOIO KpaHwodaumanbHOro CMHApOMa C HapyleHWeM pa3BUTUS HEPBHON CUCTEMbI U
pas3nMyHbIMKM aHOManusAMKM noyek un cepaua (619522). B nutepaType OnNMcCaHbl NauueHTbl C BapuaHTaMm B reHe ZMYM2 wn
BapuabenbHbiM dheHoTunom (PMID: 32891193).

BapunaHT He BcCTpeyaeTcsa B 6a3e AaHHbIX MNONYAAUMOHHBIX 4acToT gnomAD v4.1.0, BO3MOXHO NPUBOAUT K HapyLUEHWUIo
CnnancuHra cornacHo npeackas’aHusaM KoOMnbloTepHbIX anroputmos (Ada, RF).

Ona yTOuyHeHus naToreHHOCTU BapuvaHTa pEeKOMeHAYeTCs NMpoBepka ero de novo craTyca (CeKBeHUMpOBaHWE TpUO Mo MeToay
CaHrepa).

KIF13B PacctporictBo 8:9.29191000C>T [eTepo3urota 0
ayTUCTUUYECKOro crnekTpa ENST00000524189.6:
C.220G>A
ENSP00000427900.1:
p.Ala74Thr

Ob6HapyxeH paHee He OnucCaHHbIM B NMTepaType BapWaHT B reTepO3WroTHOM COCTOSIHMM B 3k30He 4 mn3 40 reHa KIF13B,
NPVBOAALLNIA K aMUHOKNCNOTHOM 3aMeHe p.Ala74Thr, c rnybuHon npouteHns 228X.

B nutepaType onucaH de novo BapuwaHT B reHe KIF13B y nauueHTa C pacCTPOMCTBOM ayTucTuyeckoro cnektpa (PMID:
38572415). B 6a3e gaHHbIX coobuiecTtBa nccnegosartenen aytusma SFARI Gene npeacrasneHa nHdopMaums 0 CBS3M BApUaHTOB B
reHe KIF13B c pa3BuUTMEM pacCTpoucTB ayTucTudeckoro cnektpa (https://gene.sfari.org/database/human-gene/KIF13B). B
KOFOPTHbIX WCCNefoBaHUAX Yy MNauMeHTOB C ayTu3MoM Obiniv obHapyXeHbl BapuaHTbl B reHe KIF13B (PMIDs: 25363760,
35982159, 25363768).

BapunaHT BCTpeuaeTca B 6a3e AaHHbIX NONYASLUMOHHBIX YacToT gnomAD v4.1.0 ¢ Hu3Kkon yacTtoTol (1 HocuTenb), pacnosaraercs
B HekoHcepBaTMBHOM caliTte (GERP++), npeackasaH okasblBaTb MaTOreHHbIn 3hdeKkT Ha 6e10K KOMMbITEPHbLIMU anropuTMamMm
(CADD, DEOGEN2, FATHMM, SIFT, LRT, MetaSVM, MutationTaster, PROVEAN) u He oka3biBaTb naTtoreHHoro addekta Ha 6enok
KOMMbOTEPHbIMK anroputMamn (PrimateAl).

Ona yTOuyHeHus naToreHHOCTM BapuvaHTa peKOMeHAYyeTCs MpoBepka ero de novo craTyca (CeKBeHUpOBaHWE TpUo Mo MeToay
CaHrepa).

KnuHuuyeckm 3HaumMMble BapuaHThl,

He o6Hapy>xeHO
He CBA3aHHbIeé C OCHOBHbIM ANAQlrHO30M
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Y naumeHTa npoBeAeH NOUCK NaTOreHHbIX N BEPOSATHO MATOreHHbIX BAPMAHTOB B COOTBETCTBMU C NCXOAHbIM HanpaBUTEsIbHbIM
ANArHO30M, a TaKXe CXOXUMU CDEHOTMI'IVILIECKVIMVI Npn3HakaMu.

[na nHTepnpeTaunu pesynbTaToB UCCeA0BaHUSA HeobxoauMa KOHCy/NbTauua Bpavya-reHeTuka.

TexHnyecKkme xapakKTepucTukm

Mpubop:
MGISEQ-2000

Cuctema uenesoro oboraleHuns:
Agilent SureSelect Human All Exon V8

FnybuHa nokpbITUA:
131X

SddekTMBHaa rnmybuHa NoKpbITUA:
112X

MpoueHT LenesBbiX HYKIeoTMAOB C 3D dEKTUBHbLIM NOKPbITUEM >10X:
96.5%

MpoueHT LenesBbiX HYKIeoTMAOB C 3D dEKTUBHbLIM NOKPbITUEM >20X:
96.1%

TeopeTnyeckas 4yBCTBUTENIbHOCTb UCC/IEA0BaHUA:
0.971

PykoBoauTenb rpynnbl 6MonHpopMaTUyeckoro aHanmsa

Bpauy-reHeTuk

3aBeaytowmin nabopatopuei
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