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Mon: XKeH

[ata poxaeHus: 11.11.1991

BozpacT: 34 ropa

NH3: 999999999

[aTa B3aTMs 0bpasua: 29.04.2026 07:00

[aTa noctynnenHus obpasua: 29.04.2026 11:51

Bpau: 13.05.2026 19:15

[aTta neyatu pesynbTaTa: 15.05.2026

WccneposaHme PesynbTar KoMMeHTapwuii
FeHoM OEPTU CM.KOMM Pe3ynbTaT npunaraetcs Ha OTAEeNbLHOM 6raHKe.

BHuMaHue! B aneKTpoOHHOM 3K3eMnnspe 6naHka Ha3BaHUE UCCNeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY caiTa C On1CaHMEM

ncecneaoBaHns. www.invitro.ru
Pe3ynbTaThl UCCNENOBaHUIN He SIBNAIOTCS AMArHO30M, He0bXoAMMa KOHCYbTauus CreuuanmcTa.

M.M. / Noanuck Bpaya

cTp.1m3 1


http://www.invitro.ru/

3AK/TIOMEHUE
no pesynbratam uccnegosaHua [1HK meroaom KAMHUUYECKOro ceKBeHMpPOBaHUA

Homep porosopa: Jata 3abopa marepmana: 29.04.2026 .
NauueHT: [aTta noctynneHns matepmuana B nabopatopuio:
Data poxgeHua: 11.11.1991 Non: HKeHcKkunit 13.05.2026 18:48

Bupg 6uomarepuana: Kposb EDTA Jarta rotoBHOCTK uccnegosaHua: 13.05.2026r.

Bug uccnepoBanua: 1353 NlreHom "®EPTU" - gnarHocTMKa reHeTUYECKMX MPUYNH BeCcnnoamna y MyXK4YMH U
KEHLUMH.
HanpaButenbHbIA AUarHos:

PE3Y/IbTATblI NCCNEAOBAHUA

BapuaHTbl, KOTOpble MOryT 6bITb BEPOATHOM NpuyYMHOM 3aboneBaHMA MPUOPUTUINPOBAHBLI MO
NPOMNpUeTapHoOMy anroputMmy ¢ ydyeTom pekomeHgaumii ACMG, Hanuumio B 6a3ax [aHHbIX,
NONYNAUMOHHbIX YacTOT N APYrnX KpUTepmes.

Ha ocHoBaHMM npoBeAeHHON npuopuTU3auMnm wn ¢GeHoTUna nauueHTa, OMWCAaHHOroO B
npeAacTaB/eHHbIX AOKYMEHTax BapuaHTbl CrPYNNMPOBaHbl MO CTEeNeHU BepOATHOCTUM MX NATOreHHOCTU
OnA naumeHTa. B rpynnax BapmMaHTbl pacnosoXeHbl B NOpAAKe CHUXEHUA NPUOPUTETHOCTM.

BapuaHTbl, He MMmelowMe MNPU3HAKOB MNATOTEHHOCTU, NGO MMEIoLLME HEKOTopble MNPU3HAKK
NaTOreHHOCTU, HO, HecooTBeTCTBylOWMe GeHOTMNY, ONUCAHHOMY B COMPOBOAUTENbHbIX AOKYMEHTAX,
MOTYT ObITb HE BKAIOYEHbI B 3aK/t04EHME.

MoapobHO ¢ onucaHnem nccnefoBaHUA MOXKHO O3HAKOMUTBLCA B MPUNOKEHUM K 3aK/TIOYEHUIO.

BHUMAHWE! BapuaHTbl, OOHapy)eHHble B pe3yabTaTe WCCAeAO0BAHMA, He ABAAKTCA
YCTAQHOB/IEHHbIM AWArHO30M, a MOryT ObiTb MCNO/Ab30BaHbl B COBOKYMHOCTM C JaHHbIMU APYrux
NabopaTopHbIX U UHCTPYMEHTA/IbHBIX METOZ0B TO/IbKO BPAYOM FeHETUKOM.

[nA yTOYHEHUA 3HAYMMOCTM OOHAPYKEHHbIX BAapPUAHTOB, B TOM YMUCAE C YYETOM KAUHUYECKOM
KapTMHbI NaLneHTa HeobxoanMMa KOHCYNbTaLMA BpaYva-reHeTuKa.

13.05.2026 .
Bpay-1abopaTopHbI FrEHETUK, K.M.H.
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3urorHo
CTh

Bapuant (hg38)

TpancKpunT AK 3ameHna

le/l3l-[al(l/l MNaTOréHHOCTH U KOMMEHTapuun

Cunapom

1. Bapuanrsl, sBJsiiomuecsi Hau0oJ1ee BepOSATHON NPUYNHOI 3200/1eBaHus

PeneBaHTHBIX BapHAHTOB HE OOHAPYKEHO

2. BapI/laHTLI, nMeIme OAMH UWJIH HECKOJbKO 3HAYUMbIX MPU3HAKOB MATOT€HHOCTH

PeneBaHTHBIX BapHAHTOB HE OOHAPYKEHO

3. BapnaHTm C HEM3BECTHBIM KIMHU4YECCKUM 3HAYCHUEM

PeneBaHTHBIX BapHAHTOB HE OOHAPYKEHO

4. HocuTesIbCTBO BADHAHTOB B FeHAX pelleCCUBHBIX 3a00J1eBaHUI

I'etepos TPPI ENST000002 c.8945G>C 44

chr11:6619191C>G AFOTHBL 99427

Ilpusnaxu namozennocmu eapuanma:
Brusiem na cnaaiicune eena
Bausanus eapuanma na gpynxyuio eena
Jpyzan ungpopmayua:
Ipucymcmeyem 6 nonynayuonnvix b/ 6 cemepozucommnom cocmosinuu (GNOMAD V2:0.000003980)
Knaccuguxayus ACMG: Pathogenic.
Knaccugpuxayus CLINVAR: Pathogenic (Pathogenic - 3).

3a60ﬂeeauuﬂ, aAcCCouuuposannble ¢ 2eHom:

Ceroid lipofuscinosis, neuronal, 2 (204500), AR
Spinocerebellar ataxia, autosomal recessive 7 (609270), AR

s perieccuBHOTO 3a007€BaHNsA, OOHAPYKEHHBIN BapHaHT HE MOXKET paCCMaTPHUBAThCS B KAYECTBE MIPUIHMHBI 3a00JICBaHUS
6e3 HaJIU4Us NaTOreHHOTO CTPYKTYPHOTO BapHaHTa B JIpyrom ajuiene.

B HEKOTOpBIX CiTydasix HOCUTEIbCTBO BAPHAHTOB PEIIECCHBHBIX 3a00JICBAHNI MOXKET UMETh 3HAYCHUE JUIS POJICTBEHHUKOB
MalyeHTa.

Terepos | 1y neogy | ENSTO00003 1 4 g0g9csT p.Arg3367Cys | 41

chr11:103253341C>T ArOTHEL 75735

Ilpu3naku namozennocmu eapuanma:
Tlpusooum Kk amMuHOKUCIOMHOU 3aMeHe 8 NOUYUU 20e 0OHAPYIHCEHbL Opyeue NAMO2EeHHbIE AMUHOKUCTIOMHbIE 3AMEHbL
Bauanus éapuanma na ¢ynkyuio cena
Pacnonooscen 6 copsaueti mouxe paoom ¢ Opysumu RAMOSEHHbIMU BAPUAHMAM
Jlpyzas unghopmayusn:
Ipucymemeyem 6 nonynsyuonuvix BJ] ¢ cemeposucomnom cocmosinuu (GNOMAD V2:0.000032143)
Heckonbko KoMnblomepHbxX aneopummos npedckasvléaron Henamo2eHHOCHb.
Knaccugurayus CLINVAR: Likely pathogenic (Likely pathogenic - 2, Pathogenic - 1).

3(160.7168al-lu}l, accouuupoBannvle ¢ CeHom:

Short-rib thoracic dysplasia 3 with or without polydactyly (613091), AR, DR
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HpI/BHaKI/I MaTOréeHHOCTH U KOMMEHTapuun

Cunapom

Jst perieccuBHOTO 3a00IeBaHs, OOHAPYKSHHBIH BAPUAHT HE MOYKET PACCMATPHBATHCS B KAUECTBE MPUYHHBI 3200ICBaAHUS
6e3 HATTHYHS MaTOreHHOTO CTPYKTYPHOTO BapHaHTa B JpYrom aJIene.

B HEKOTOPEIX ClTy4asix HOCHTEIILCTBO BapUAHTOB PELICCCHBHBIX 3a00JICBaHHI MOXKET UMETh 3HAUCHUE IS POJICTBEHHUKOB
MalUeHTa.

5. Bapuanum 4ucja Konuii reHoB

[laToreHHBIX CTPYKTYPHBIX BAPHAHTOB HE 0OHAPYKEHO.

6. MI/ITOXOH)Ipl/IaJILHLIe BapUaHTbI

[TaToreHHBIX BapHaHTOB B MUTOXOHIPHATIHHOM T'€HOME HE 0OHAPY>KEHO.

7. U3MeHeHnus, cBazaHHble ¢ 3kcnancuein TNR

W3menennii, cBsi3aHHBIX ¢ 9kcnancuert STR He oOHApyskeHO.
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NHO®OPMALIUA Ob UCCIIEJOBAHHUU

Ananus JHK npoBoanTCsa No TEXHOMOMMN CEKBEHMPOBAHMS HOBOIO MOKOSIEHNA METOAOM MapHO-KOHLEBOMO YTEeHUS.
[na npobonoarotoBku ncnons3yetcsa metoauka pparmeHtauumn AHK PCR free TexHonorum npobonoarotoBku ons
aHanusa.

AHanus nokpbiBaeT 98,5% Bcero reHoma.

CpenHee nokpblTue coctaenseT He MeHee 30x. DTO O3Ha4aeT, YTO Kaxadbl UccrneQyeMblil y4acToOK reHoma B
cpegHeM aHanumanpyetcsa He meHee 30 pa3 ang nsbexaHus BNUSHUS TEXHUYECKUX OLLIMOOK YTeHMs Ha pe3yrnbTaThl
nccrnegoBaHusl. Takoe MOKpbITME MO3BOMSET OCYLLECTBAATb AETEKUMI0O BapuaHTOB, B CPeAHEM, HE MEHee 4YeMm
98%. [ns cnoxHeIx y4acTkoB reHoma (Hanpumep, GC-6oraTbix y4acTKOB) cpefHee MOKPbITUE MOXET OblTb HUXKE.
Y4yacTkm reHoma C MNOKPbITUEM, HE COOTBETCTBYHOLUMM KpUTEPUSAM [OCTOBEPHOCTM BCNEACTBUE TEXHUYECKUX
OrpaHMYEHUN CUKBEHCA, B AarlbHENLINIA aHann3 He BKITHOYaloTCS.

MeToa no3BonsieT BbiABUTb Hacneayemble UM BHOBb BO3HMKWNE (de novo) nameHeHus ctpyktypbl OHK koTopbie
MOTYT ABNSATLCH NPUYNHON reHeTu4ecKkoro 3abonesaHuns:

-OQHOHYKNEOoTMAHbIE 3aMeHbl B TOM YUCIIE B MHTPOHHbBIX M MEXIEHHbIX yYacTKax.
- Hebonbluve nHcepumn n geneumn — ot 1 Hykneotuaa

- Oeneuun n gynnukaumm (CNV) noboro pasmepa

- BapuaHTbl B MuTOXOHApManeHon OHK

- TpyHykneoTuaHble NOBTOPbI (60Ne3HN aKCnaHcum)

- CbanaHcmMpoBaHHbIe TpaHCoKaLUUKM ¢ TOYHbIM ONpeaeneHnem KoopamMHaT paspbiBa.

O6paboTka [OaHHbIX CEKBEHUMPOBAHWS MPOBOAUTCA C WCMONb30BaHMEM aBTOMAaTM3MPOBAHHOIO anropuTma,
BKIIOYAIOLLEro BbipaBHMBAHME NPOYTEHMIM Ha pedepeHCHy nocnegosBaTenbHOCTb reHoma dernoseka (hg38),
NMOCTNPOLLECCUHT BbIpaBHMBAHWS, BbIBMEHME BapuvaHTOB U UNbTPaLMIO BapuaHTOB MO KayecTBy, a Takke
aHHOTaUMIO BbISIBIEHHLIX BapUaHTOB MO KAHOHWMYECKOMY TPaHCKPUMNTY KaXgoro reHa u ux npuoputesaumto c
yyeTom pekomeHaaumi ACMG. BapuaHTbl, He COOTBETCTBYIOLLNE KPUTEPUSM KayecTBa U3 JarbHelLlero aHanumsa
NCKno4aTcs.

ABTOMaTVI3I/IDOBaHHbIIZ anroputm npuopute3npyet BapuaHTbl MO BEPOATHOCTU UX KITMHUYECKOro 3Ha4deHua And
AaHHoro naumeHta. OgHako, 3TO He 03HAYaeT, YTO Kakon-NMMbo 13 obHapYKEHHbIX BapnaHTOB SABNSIETCS NPUYMHOM
3aboneBaHusa y naumeHTa.

[na oueHKM 3HaYMMOCTK BapuaHTa HeoBXoAMMO COMOCTaBNEHNE HANOEHHbIX BapUaHTOB C KITMHUYECKON KapTUHON
naumeHTa, a B HEKOTOPbIX Cydasix 4ONOMHUTENbHbIM OMOMHOPMATUYECKMIN aHanNu3.

Ecnu obHapyXeHHbIN BapuaHT paHee KnaccuuuupoBaH Kak MaTOreHHbI 3TO He O3HaYaeT, YTO OH MOXET ObiTb
naToreHHbIM 1 Yy OpYyroro naumneHTa.

[Nns OUEHKM KIMMHWYECKOW peneBaHTHOCTM BbISIBMEHHbIX BapuaHTOB MpuW AanbHenwem aHanuse Heobxogumo
ucnonb3oBatb 6a3y gaHHbix OMIM, cneumanuanpoBaHHble 6a3bl AaHHbIX MO OTAEMbHbIM 3aborneBaHusaAM (Mpu
Hanuuum) n nUTepaTypHble AaHHbIe

B npvopuTe3MpoBaHHbIA CMUCOK BKMHOYEHbI OOHAPYXEHHble BapwWaHTbl B KOAUPYHOLIMX 06nactax reHos,
obnapatoLLme cpeJHUM U BLICOKUM BIUSIHUEM Ha cuUHTE3 Benka (MUCCEHC, HOHCEHC, CABUM PaMKX CUMTLIBAHUS), @
TaKKe BapuaHTbl B CMMANCUHIOBbIX YyvacTkax reHoB. CUHOHVMMMWYHbIE BapuaHTbl (HE NPUBOAsLUME K 3aMeHe
aMWHOKWUCIOT) U BapuaHTbl B MHTPOHHbIX 0BnacTsX reHoB, a Takke BapuaHTbl C BbLICOKOW 4acTOTOM U He
onucaHHble paHee Kak NaToreHHble, He BKIOYEHbI B MPUOPUTE3NPOBaHHbINA CMINCOK.

O6cnenoBaHve poauTeneit npobaHOoa WM APYrMX POACTBEHHUKOB MOXeT noTpeboBaTbCs AN YCTaHOBMEHWs
npoucxoxaeHus (Hacnegyemblit/de novo) oBHapPYKEHHOTo BapuaHTa U YTOMHEHUS! ero NaToreHHOCTH.

B cBsasu c 6bICprIM 0oOHOBNEHNEM VIH(bOpMaLI,I/II/I O NaToreHHoCTn BapuaHTOB N MNOoABJIEHVWEM HOBbLIX OaHHbIX, B
HEKOTOPbIX cCly4dadaX MOXeT ObITb pekomeHaoBaH I'IOBTOprIIZ aHann3 [AaHHbIX CEeKBEHMPOBaAHUA. HOBTOprIVI
aHanm3 gaHHbIX CEKBEHMPOBAHUA MOXET ObITb pekomeHgoBaH npun NaMmeHeHun (*)eHOTVII'Ia nayueHTa, nodasneHunn
HOBbIX CMMNTOMOB, CBA3aHHbLIX C MporpeccnpoBaHnem 3aboneBaHusa, nunbo npn noABNeHNN HOBbIX AaHHbIX
naGopaTopHoro N MHCTPYMEHTAaNnbHOIo obcrnenoBaHnsa, U3MEHSIIOLMNX HanpaBleHunsa D,I/I(*)(bepeHLl,MaJ'IbHOVI
ANarHoCTUKN.
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Mo 3anpocy naumMeHTa UM nevallero Bpada MoryT ObiTb NpeacTaBneHbl NepBUYHbIE AaHHbIE CEKBEHUPOBAHUS B
dopmate FASTQ. OpgHako, aHanu3 Takux [daHHbiXx TpebyeT JononHuTenbHom wux obpaboTkn, KoTopas
BbIMOJSIHAETCSA TONbKO NOArOTOBMEHHBLIM CMELNancToM.

[aHHble CeKBEHMPOBaHMS U OOHapyXXEHHble BapuUaHTbl He SBMASIOTCS OKOHYaTeNnbHbIM AMArHO30M W [AOSMKHbI
MCMONb30BaTbCS COBMECTHO C APYrMMU nabopaTopHbIMU M KIIMHUYECKMMU AaHHbIMU. KoppekTHas MHTepnpeTaums
pe3ynbTaToB reHOMHOIo aHanm3a MOXeT ObiTb BbINOSIHEHA TOMBLKO BPA4YOM-reHETUKOM.

UccnepoBaHne BbINOMNHAETCA Ha BbICOKONPOU3BOAUTENIbHOM CUCTEME ANl CEKBEeHWPOBaHUs
HYKNnenHoBbIX kucnot FeHockaH 4000.

PeaucmpauyuoHHbIl Homep ¢hedeparibHOoU cryxbbi o Had30py 6 cghepe 30pasooxpaHeHus: P3H 2025/24616.
rPYNNMPOBKA BAPUAHTOB NO BEPOATHOCTU UX NATOTrEHHOCTU ONA NAUMEHTA

1. BapuaHTbl, AaBnswowWmecs Hanbonee BepOsSATHON NpUYnNHOM 3aboneBaHus.

B gaHHyto rpynny BKMOYaloTCa cnegyowme BapnaHThl:

a. O6osHayeHHble Kak mnaToreHHole B pedepupyembix 6azax BapuaHToB, Takmx kak Clinvar wnm B
cneumanvanpoBaHHbIX 6asax BapvaHTOB W onucaHue eHoTuna naumeHTa MMeeT NPU3Haku COOTBETCTBYHOLLME
OonMcaHHbIM Npu AaHHOM 3abonesaHuu.

6. He oGosHayeHHble Kak naToreHHole B pedepupyemblx 6asax BapuaHToB, Takux kak Clinvar unm B
creumanuanpoBaHHbiXx Gasax reHOMHbIX BapuMaHTOB, HO MMEIOLIME BbICOKYID BEPOSATHOCTb MaTOreHHOCTH,
OCHOBAHHYI0 Ha HECKOMNbKMX 3HAYMMbIX KPUTEPUSIX MaTOreHHOCTU (BbICOKWIA CKOp MaTOreHHOCTM) U onucaHue
(heHOTMNA NauMeHTa UMeeT NPU3Haky COOTBETCTBYIOLLME OMNMUCaHHbIE NPU AaHHOM 3a6oreBaHuM.

Takue eapuaHmsi csiedyem paccmampueamb KakK 8ePpOsiImHyI0 NMPUYuHy 3abosiegaHusi 8 nepsyro ovyepeds.
Ans Hekomopbix eapuaHmMoe, 6K/HYEHHbIX 8 amy 2pynny (u3eecmHblie Mamo2eHHble eapuaHmbl C
nosnHbIM coomeemcmeueM ¢heHomuna) ycmaHoOeJIeHUs MPOUCXO0XOeHUsl eapuaHma ocmaemcsi Ha
ycmMompeHue epa4a. [ns eapuaHmoe, paHee He 0603Ha4YeHHbIX KaK Iamo2eHHble ycmaHoeJsieHue
npoucxoxoeHus1 eapuaHma GoJKHO 6bImb peKoMeHA08aHOo nayueHmy.

2. BapMaHTbI, unmMmerwwme 3Ha4Mmbie NpU3HakKM NaToreHHOCTn

B OaHHYIO rpynny BKNOYakTCA crnefyuimne BapmnaHThbl:
Mmetowme OoauH WM HECKOSMbKO 3HaYMMBbIX NPU3HaAKoOB MaTOreHHOCTU. B 9Ty rpynny BKNKOYaKTCA BKITHOYEHbI

BapuaHTbl, KOTOPble UMEKT NPU3HAKN KaK NaTOreHHOCTU, Tak U HenaToreHHOCTn, HO C npeoGnauaHmeM Npn3HakoB
naToreHHocTn. Takke MOryT ObITb pasnnyHble Bapuvauun coBnageHuAa cbeHomna naumeHTa C Mnpu3Hakamu,
onncaHHbIM Npn gaHHOM 3aboneBaHuN.

Ona  Taknx BapnaHTOB Tpe6yeT0ﬂ cornocTtaBlieHne KIMMHUYEeCKnX W« na6opaToprlx OaHHbIX nauneHtTa C
OMUCaHHbIMU MpKn 3aboneBaHun. YcTaHOBNeHne NPOUCXOXOEHUA TaKMX BapUaHTOB ABNAETCA BaXXHbIM O11A OLEHKU
MX NaTOreHHOCTH.

Ans ucknroyeHus/noodmeepxo0eHUsi Nnamo2eHHOCMU MakKux eapuaHmoe Moxem 6bimb pekoMeHOAO8aHa
KOHCYynbmauusl epadya-2eHemuka, creyuausupyrou;e2ocsl Ha aHaiu3e 0aHHbIX CeKeeHUPOBaHuUsl.

3. BapMaHTbI, unmMmerwwme Kak npu3Hakm natoreHHOoCTU, Tak U HenaToreHHOCTM!. MoxeT ObITb pa3nunyHasn
cTeneHb coBnageHus d)eHomna nauyuneHTa Cc npu3HakamMmu, onncaHHbIM Npun gaHHOM 3aboneBaHuu.

MaJ'IOBGPOFITHO, YTO Takue BapuaHTbl ABNAKOTCA I'IpI/IL-IVIHOI7I 3aboneBanuna. OpgHako B HEKOTOpPbIX Ccly4adax
I/IHd)OpMaLJ,VIﬂ O TaKuMxX BapuaHTax MOXeT ObITb MonesHa Bpa4yy OnA conocTtaBlieHUdA (beHOTI/IFIa naumeHTa c
(*)eHOTI/II'IOM, onucaHHbIM Ans 3aboneBaHus.

B cnyyae docmamo4yHo20 cxodcmea Moxem 6bimb peKoMeHO08aH MOUCK Mymauyul, He ebisiesisieMbIX
memodom NGS (Hanp. eapuayulli Yucsia Kornuil) Ha emopom asiesie, noodmeepxoeHue MPoUCcX0oXOeHUs
eapuaHma u  OonosIHUMesnbHbIU  aHaju3 OaHHbIX U  KOHCy/lbmauyusi  epa4ya 2eHemuka
creyuanu3upyrou,e2ocsl Ha aHanu3se 0aHHbIX CEeK8EeHUPOBaHUSI.

4. HocutenbcTBO BapuaHTOB, CBA3aHHbIX C HacneaACTBEHHbIMU 3aboneBaHUAMM.

B 3Ty rpynny BKIHOYEHbl reTepo3nroTHble BapWaHTbl B reHax ayTOCOMHO-peLeCCUBHbIX 3aboneBaHui, paHee
OMUCaHHblEe Kak MaToreHHble unu obnagarwowme 3Ha4YnMBbl npu3HakamMmm naToreHHOCTHU. Takune BapunaHTbl He
SIBNSAIOTCA NaTOreHHbIM1 camm no cebe, Ho MOryT MeTb 3Ha4YeHWne npu Hann4dymm He onpegeneHHoro BapmnaHTta B
Opyrom annene. B HEKOTOPbIX Cllydadx 3Ta MH(bOpMaLI,I/IFl MOXeT UMETb 3Ha4vYeHne ana poacTBeHHUKOB NMNauneHTa.

* 3HauMMble BapuaHTbl onpeaerneHsl B KOHTeKcTe pekomengauunin ACMG (Very strong/Strong/Moderate).
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