Ci3fiiH, reHeTUKabIK,
HYCKaH,blI3[blH,
MaH,bI3AbIJIbFbIH TYCiHY

Benricisgik coTTepiHAe ankbliHAbIKTbI Taby yMIT wambl 60nybl MyMKiH. CUpek KesgeceTiH aypyablH
>XaHa AMarHo3blH any eTe KUblH Ce3iHyi MYMKIH eKeHiH TyciHeMis, bipak 6yn canappa Ci3 Xasnrbi3 emec
eKeHiHi3gi 6inreHiHisai KanamMbl3. Bis cisre ocbl Xxonga Kyw-kyaT 6epyre KemekTeceTiH kongay,
HycKaynap >aHe KyHAabl aknapaTt 6epy YLUiH OCbIHAAMbIS.

Ci3 e3iHi3aiH reHeTrKanblk KeHecwwiHisbeH kesgeckeHpe, OKyp-YyHr Hepogamy cuHapombl (OCNDS) CSNK2A1 reHiHgeri «xkasy»
e3repicTepiHeH (BapuaHTTap, MyTauuanapgaH) TyblHOAWTbIHbIH 6inreH 6onapcbis. CSNK2A1 reHi 6i3giH, geHemisge mMugpiH,
JaMyblHOa MaHpbI3gbl pen atkapaTblH CK2 gen atanatbiH MaHbI3gbl akybisgbl kogTangpl. bis OCNDS sepTTeynepiHae >XoHe
MYMKiH Tepanus aficTepiH isgeyae anfa >XblkbHaHgbikTaH, CSNK2A1 reHiHgeri HakTbl kaHOam e3repic cigeH XaHe/Hemece
oTbacbl MyLLenepiHi3geH TabbuaHbiH 6iny eTe MaHbI3abl.

Kynuanbik,

CisaiH >xeke eMipiHi3 6i3 yLUiH 6Te MaHbI3abl XaHe 6i3 OHbl KopFay YLiH 6ap KyLwimisgi canambl3. CisaiH HaKTbl KeniciMiHisgi 6epreH
XaFhannapgbl KocnaraHaa, Cisfi aHblKTalTbiH aknapaTThbl elwkiMre 6epmenmis. 3epTTeyLlinepre 6epinreH aknapat bipikTipineai
XBHe necisgeHipinesi, srHn gepekTep GipikTipineai, an cisgiH aTbl->XXeHiHi3, MeEKeHXalbIHbI3 HeMece BalnaHbIC aKnapaTbl CUSAKTbI
conKecTeHAipyLWi ManiMeTTep Xonbinagpl.. Ocbinanwwa, bipey aepekTepni sepTrereHae, onapibiH KiMre TuUecini ekeHiH aHblKTan
anmangbl. XXnHakTanfaH XXoHe Neci3feHaipinreH gepekTep 3epTTeyLinep MeH KoOMNaHusanapra XXuHarwaH gepeKkTepaeH nangansl
aknapar anyfa MyMKiHAK 6epe oTbIpbIMn, KYNUANbINbIKTbI KOpFayFa KeMekTecesi.

TeMeHpe 6enrini 6ip reHeTUKanbIK, e3repicTi 6inypiH, MaH,bi3ablJIbF bIHbIH,
GipHelle ceb6enTepi KenTipinrew:

. (WUl FobInbiMKM 3epTTeynep XXoHe KIMHUKANBIK, CbIHaKTap:

MeguuuHanblk 3epTTeynepaeri Nporpecc XaHe TepanusHblH, MakcaTTbl (bafFbiTTarFaH) aaicTepiH asipney kKebiHece cupek
KesfeceTiH aypynapablH, HerisiHge XaTKaH reHeTukanblk MexaHnsmgepai TyciHyre 6annanbicTbl. fbibiMv 6acTamanap MeH
KNMHWKanbIK 3epTTeyfiepre KaTbiCy YLWIiH reHeTuKanblK Tangay HaTUXeNepiH YCbliHa OTbIPbIM, Ci3 fblUIbIMU XaHanbiKkTapabl
xegengeTtyae MaHbI3Abl PeN aTkapachi3d XaHe e3iHi3 YLUIH Ae, con aypyMeH ayblpaTbiH 6acka nauneHTTep yuwWiH ge emaeyaid,
»KaHa HyCKanapblH aHblKTayfa biKnan eTyiHi3 MyMKiH.

. 02 BT UETGEEL R

CispjH, reHeTMKanblK HYCKaHbI3abl Giny yakblT eTe Kefle aypyablH bIKTUMan faMybl Typanbl KyHAbl aknapaT 6epe anagbl,
Gyn cisre >xoHe cisgiH emMaeywi MamaHapblHbl3ra aypyfblH, afbiMblH 6Go/kayFa XoeHe bIKTUMa ackblHynapabl
Xocrnapnayra kemekTecefi. MyHaanm Gomkam HaykacTbl eMAeyaiH angblH any cTpaTeruanapbiH KongaHyra MyMKIHGIK
6epepi xoHe KepceTineTiH MeauUMHanblk KOMeKTIH, canacblH XakcapTyFa biknasn eTegi.

. (s lc ] OT6achbiHbI XXocnapnay XoHe reHeTUKanbIK, KeHec 6epy:

CisfiiH, reHeTUKanblK HYCKaHbI3 TEK Ci3re faHa emMec, oTbacbl MyLlenepiHisare ae KatbiCTbl 60ybl MYMKIH. [eHaeri HaKThbl
©3repicTi aHblKTay apKblibl Ci3 0THAChIH XXOCMapnayfa KaTbICTbl WewWiM Kabblngayga MaHbi3gbl aknapaT anacbi3 »KaHe
TYKbIM KyanayLblUbIKTbiH, cMnaThl MeH 6onallak ypnak YWiH bIKkTUMan Kayintepgi TYCiHy YLWiH reHeTukasnblk, KeHec bepy
KbI3METTEpiH NarganaHa anacbls.

. (V'8 Koramppbl Konpay XaHe Kopray:

bBiniMm — 6yn Kyw >KoHe Ci3fjH reHeTUKanblK HYCKaHbI3Obl TYCIHY apkblibl Ci3 CUpeK KesgeceTiH aypynap
KaybIMOACTbIFbIHAaFbl YKCac TaXipubenepiMeH 6GeniceTiH 6ackanapMeH 6annaHbiCy YLIH >Xakcblpak >abablkTasnFaH
bonacbis. ©3apa konpay, opTak pecypcTap >XoHe YKbIMAbIK KOnfay apekeTTepi apKblbl Ci3 e3 MiKipiHisgi Kocbimn,
3epTTeynepae, cascaTTa XaHe AeHcay bk cakTay 6acTaManapblHAa OH e3repicTepre XeTe anacbis.
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Ochbl canapfa WbIKKaH4a, reHeTUKasblK HYCKaHbl3 XX8He OHbIH, cangapnapbl Typasbl erken-Terxkenni aknapar anyra
b6acbiMablk, b6epyre wakblpaMbi3d. bis cisre ap kagampa Kongay KepceTyre, pecypctapgpbl, 6aclblbIKTbl XXaHe
CYMEHETIH >aHalblp KaybiMObl KaMTaMacbl3 eTy YLWiH ocbiHAambl3. bi3d 6ipre OCNDS KublHAbIKTapbIH LWapnan,
XKapKblH, KebipeK YMIT KYTTipeTiH 60naLuak, XXeTy YLUiH XYMbIC iCTe anambi3.

Hak Tbl HYCKaHbl KanpgaH Tabyfa 6onagbl?
HyckaHbl reHeTunKanblk, ecenteH Tabyra 6onagbl. Erep cisge ecen 6onmaca, 6i3 cisre kKemekTecemis.
» OCNDS Tisinimi ywwiH 6i3re keneci aknapat KaxerT:

Q c. (caHpap mMeH apinTep) Meican ecen cypeTinae on «cDNA» fen 6enrineHreH 6araHaa

Q p. (caHaap MeH apinTep) Mbican ecen cypeTiHae on «Hycka» aen 6enrineHreH 6araHaa

Q Knaccudukauma Meican ecen cypeTiHae «Knaccuoukauusa» aen 6enrineHreH 6araqaa

MyHOaFbl HSTMXE NaToreHmi, bIkTMMan NaTorexgi, KaTepcis, bikTMMan KaTepcis, 6enricia
MBHAI HYCKa, aypy TyAblpaTbiH HYCKa HEMECe YKCac Co3ep CUAKTbI KOPIHYi MYMKIH.

reHeTI/IKaﬂbII(I ecenTiH, MbiCalibli
MyHga GeneDx ecebiHiH Mbicanbl 6epinreHx:

ene T FeHemukansiK cbiHaOKMap mypanel ecen
HayKacTbIH, aTbI-)K6HI: Dx reHiHe KO0/ XeTKI3y HeMIpI:
TYbINIFAH KYHI: YNri anblHFaH KYHI:
Ynri Typi: EDTA iwinperi Kan YAFIHI anFaH KyHI:
Xi6epywinepaiH, naeHTUGMKaLMANbIK HOMIPI: CblHaK(Tap) 6acTanFaH KyH:
Tanceipbic 6epyLui: EcenTiH, KyHI:

CypanfaH cblHaK(Tap): auarHocTUKanblk cbiHkaTap / XomeDxPlus / Tonblk 9K30Ma peTTiniriH Tangay

KnuHukKanbik KepceTKILWI: ayTnaM crekTpiHgeri 6y3biibic, MKpoLedanus, XXeHin ancMopousnblk 6enrinepi, cenneyiHiv, Kewwiryi xxaHe
abceHUMANbIK ycTamanapbl bap avien

BynapamHbl{aHachl ______ MeH skeCHEeH — anpiHFaH yri 4 TOMbIK 9K30Ma PeTTiNir GoibIHLLA HyCKanapabl 6eny TanaayblHa Xi6epingi.
1.Xa6apnaHraH peHoTUNNEH 6alANaHbICTLI aypy reHAaepIHAer! ce6enLul HycKanap:
Ir--------: :----------------: TyKkbIM Kyanay Ir-----l r--;l:,,:,;ﬂ---: r-----------i
FeH A Hycka 3uvroTansl 1

: : : YPY : o : YK, : I : K : Mypanauap,u: - Knaccu¢|/|KaLw|ﬂ=

1 1 H 1 1y 1 i H

i il g GKIPelYHE | ayTocomapl i i i : | i : naToreHaIK |

I CSNK2AI !|} Heipoaamypapin, Gyseuny | I pR47G 1|1 ¢139C>G || reteposurotansl |I AeHoso i i

I-———-I————! L____CWHApOMBI | AOMWHAHTTHI I 1 I 1 1 L HyCKa 1
. i =2

Byn 6enim HyckaHbIH XaHa (Ae novo) Hemece
aTa-aHafaH Mypa 60/FaHbiH cunaTTanabl

Te&yi';ﬂﬁ;ig;a“ AypyablH, AMarHoCTUKaCh!
nanpa 6onagbl Evnaﬂ:ET:;r:IgiciH

ACMC Secondary Findings: None identified.

———————i

Negative, no pathogenic variants were identified.

N T Bl See separate report for details. Xanno! LECLENELE
Byn akybI3apblH, natoreHaj (aypy TyAblpaTbiH), bIKTUMan
e3repyiH kepceTesi naToreHgj, katepcis, 6enricia MaHgj Hycka (VUS)
[oom======= =
1 TyciHaipmect: :
1

___________ CSNK2A1 reHiHgeri De Novo R47G naToreHpai HyckKachbl ylliH reTepo3uroTanbl

CSNK2A1 reHi afsaHblH, Gapnblk TiHaepiHAe 6ap amb6eban cepuH/TPEOHUH-NPOoTENHKMHa3a dpepMeHTiHiH CK2 (Casein Kinase 2) cy66ipnirin koaTtanasl. byn
depMeHT KenTereH cybcTpaTTapabl ochopnaigpl XaHe xacylwanapablH, eMipLIEHAIri, anonTos, MeTabonuamai peTTey, curHan 6epy, TPaHCKPUMUUAHbI peTTey,
aHrroreHes KxeHe OHKOreHes CUAKTHI KeMNTereH xacyluanblk npouectepre katbicagpl (Litchfield, 2003; Donella-Deana et al., 2001; Montenarh, 2014; de Thonel et
OpaH api AVarHosbl al., 2014). CSNK2A1 reHiHiH, reTeposuroTasbl NaToreHAi Hyckanapbl AaMyAblH, TeXenyiMeH, MHTennekTyanabl 6y3binynapMeH, MiHe3-Kyblk npobneManapbiMeH,

FUNOTOHUAMEH, MVWKpoLedanMaMeH XoHe NaxurvpusMeH cunaTTanaTtbliH Helipogamy 6y3binbicTapbl 6ap 6ec Tayencis oTbacblHaH LWblKKaH HaykacTapaa
cunatTanFaH (Okur et al., 2016). bapnblk aHblKTanFaH Hyckanap de novo (BipiHwWi peT, TyKbIM Kyanamaigpl) nanga 60nabl XaHe 3aphan LeKKeH HaykacTapaa

MEH KJIMHUKaJbIK,
MaH,bI3bIH TYCiHaipepi KenTereH xannbl 6enrinep 6ankanraHbiMeH, GeHOTUNTIK e3reprilTik Te 6ankangbl (Okur et al., 2016).
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