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[MaumeHT, N0 HaTta poxaeHus HaTta nonyudeHus

IBaHOB MIBaH IBaHOBWY 01.01.1990 01.01.2026

[TokazaHuns MaTepuan HaTa Bblaaum pesynbTaTa

CKPUHWHT BEHO3Hasa KPOBb 01.02.2026

Pe3ynbTaT CKPUHMHIA HAQ HOCUTENbCTBO HacNneaACTBeHHbIX 3aboneBaHnn

NameHeHKne [HK Nokanusauns MRes) KiMHn4eckKas

AccounmnpoBaHHoe 3aboneBaHue
(M3meHeHKe Denka) 3HaYMMOCTb BapuaHTa

Baw craTtyc

CFIR MyKOBUCLINAO3, c.3485G>T chr7:117627538 BEpPOATHO HOCUTENb
NM_000492.4 OpoHX03KTaTU4YecKad p.Arglle’Zleu naToreHHbIN

bonesHb, XpPOHUYECKUHN

NnaHKpeaTuT

MEFV [Tepuoanyeckas 6onesHsb c.2084A>G chrl6:3243403 BEPOATHO HOCUTENb
NM_000243.3 p.Lys695Arg NaTOreHHbIN

TYR OKYNOKYTaHHbIN c.1217C>T chrl11:89284805 naToreHHbIN HOCUTEeNb
NM_000372.5 anbdbunHusm, Tun IA/IB p.Pro406Leu

Ana nHTepnpeTaunn pesynbTaToB UcciaeaoBaHUS HeobxoanMa KOHCVJ/IbTAdUWUA Bpadad-reHeTuKa.
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Pe3ynbTaT MYJIbTUMJIEKCHOU aMnandukaumm nurnposaHHbix 3oHaoB (MLPA)

Jlokyc [lonyJyeHHble AaHHblE

[en SMN1 s3k30HBI /-8 ObHapy»XeHo 2 KOnuu

[ern SMNZ 2k30Hb1 /-8 ObHapy»XeHo 2 Konuu

na nHTepnpetaunn pesynbTaToB UccnengoBaHUA HeobxoanMa KOHCVJ/IbTAdUWUA Bpadad-TreHeTuKa.

TEXHUYECKME XAPAKTEPUCTUKW

[Tpnbopbl:

SeqStudio, F-Genetics

Habop anga nposegeHus MLPA:
SALSA MPLA

Cuctema UeneBoro DﬁDFELLI,EHMFIZ

naHenb Anga cosgaHua TapretHon AHK 6unbnuotekun AmpliSeq

METOAMUKA

NccnepnosaHue npooanTca metogamm NGS u MLPA (ana reHoB SMN1/SMNZ2). TleHoMHaa JHK Bblaenaetca U3 nepudepuvyeckon KpoBu.
[TogrotoBka obpaszua ana MLPA npoBoauTCcA € noMowbio Habopa SALSA MPLA ¢ nocneaywwuMMm npoBeaeHUeM KanWAASAPHOro
aneKkTpodopeza Ha npubope SeqStudio. MNMoarotoeka AHK 6ubnmnotekn ana nposeaeHuUs NGS ocylecTBndeTcsa ¢ UCNOJSIb30BaHUEM
naHenn AmpliSeq, Aanee Ha cucteme «F-Genetics». TapreTHoe ceKBeHWpoBaHWe Mo TexHonorun Ion AmpliSeq vcnonb3syeTca Ans
aHannsa kKoaupyrowmnx nocnepopatenbHocten 416 reHos: AAAS, ABCA12, ABCA4, ABCB11, ABCB4, ABCC6, ABCC8, ABCD1, ACAD9,
ACADM, ACADS, ACADSB, ACADVL, ACAT1, ACOX1, ACSF3, ADA, ADAMITS2, ADGRGI1, AGA, AGL, AGPS, AGXT, AIRE, ALDH3AZ,
ALDHZ7A1, ALDOB, ALG6, ALMS1, ALPL, AMH, AMHRZ2, AMT, AP151, AQP2, AR, ARG1, ARSA, ARSB, ASL, ASNS, ASPA, AS51, ATM,
ATP6V1B1, ATP/A, ATP/B, ATP8B1, ATRX, BBS1, BBS10, BBS12, BBSZ2, BBS4, BBS9, BCHE, BCKDHA, BCKDHB, BCS1L, BLM, BRIP1,
BSND, BTD, BTK, CANT1, CAPN3, CASQZ2, CBS, CC2D1A, CDHZ23, CEP290, CERKL, CFTR, CHM, CHRNE, CHRNG, CIITA, CLN3, CLN5,
CLN6, CLN8, CLRN1, CNGA3, CNGB3, COL11AZ2, COL4A3, COL4A4, COL4A5, COL/A1, CP51, CPT1A, CPT2, CRB1, CTNS, CT15C, CTSD,
CTSK, CYBA, CYBB, CYP11B1, CYP11B2, CYP1/7A1, CYP19A1, CYP1B1, CYP21A2, CYP2/7A1, CYP2/B1, DBT, DCLRE1C, DDB2, DHCR/,
DHDDS, DKC1, DLD, DNAHS5, DNAI1, DNAIZ, DNAL1, DOK/, DPYD, DYSF, EDA, EDAR, EIF2AK3, EIF2B5, EMD, ERCCZ2, ERCC3, ERC(H4,
ERCC5, ERCC6, ERC(CS8, ESCOZ2, ETFA, ETFB, ETFDH, ETHE1, EVC, EVC2, EXOSC3, EYS, F11, F2, F8, F9, FAH, FAM161A, FANCA,
FANCC, FANCG, FH, FKRP, FKTN, G6PC1, G6PD, GAA, GALC, GALE, GALK1, GALNS, GALNI3, GALT, GAMT, GBA, GBE1, GCDH, GCH1,
GDF5, GFM1, GH1, GHRHR, GJB1, GJBZ2, GJB3, GJB6, GLA, GLB1, GLDC, GLE1, GNE, GNPTAB, GNPTG, GNS, GORAB, GP1BA, GP1BB,
GP9, GRHPR, GUCY2D, GUSB, HADHA, HADHB, HAX1, HBB, HEXA, HEXB, HFE, HFEZ2, HGD, HGSNAT, HLCS, HMGCL, HMOX1, HOGA1,
HPD, HPS51, HPS53, HP54, HSD1/7B3, HSD1 /78B4, HSD3B2, HYLS1, IDS, IDUA, IKBKAP, IL2RG, ITGB3, 1VD, KCNJ11, LAMAZ, LAMAS,
LAMB3, LAMCZ2, LCAS5, LDLR, LDLRAP1, LHCGR, LIFR, LIPA, LIPH, LOXHD1, LPL, LRPPRC, LYST, MANZ2B1, MAT1A, MCCC1, MCCCZ2,
MCOLN1, MECP2, MED17, MEFV, MESP2, MFSD8, MKKS, MKS1, MLC1, MLYCD, MMAA, MMAB, MMACHC, MMADHC, MMUT, MOCS1,
MPI, MPL, MPV1/7, MRE11, MTHFR, MTM1, MTRR, MTTP, MYO15A, MYO/A, NAGLU, NAGS, NBN, NDRG1, NDUFAF5, NDUFS54, NDUFS6,
NEB, NEU1, NLRP/, NPC1, NPCZ2, NPHP1, NPHS1, NPHS2, NROB1, NRZ2E3, NTRK1, OAT, OCRL, OPA3, OTC, PAH, PANKZ, PC, PCCA,
PCCB, PCDH15, PDHA1, PDHB, PEPD, PET100, PEX1, PEX10, PEX12, PEX2, PEX6, PEX/, PFKM, PHGDH, PIGN, PKHD1, PLA2G6, PMMZ2,
PNPO, POLG, POLH, POMGNT1, POR, PPT1, PREPL, PROP1, PRPS51, PSAP, PTS, PUS1, PYGM, RABZ23, RAG1, RAGZ, RAPSN, RARSZ,
RDH12, RLBP1, RMRP, RNASEHZ2C, RPE6S5, RPGRIP1L, R51, RTEL1, SACS, SAMD9, SAMHD1, SBDS, SEPSECS, SERPINA1, SGCA, SG(CB,
S5GCD, SGCG, SGSH, SLC12A3, SLC12A6, SLC1/7A5, SLC19A2, SLC22A5, SLC25A13, SLC25A15, SLC25A20, SLC26AZ2, SLCZ26A3,
S5LC26A4, SLC35A3, SLC3/7A4, SLC39A4, SLC3A1, SLC45A2, SLC4A11, SLC6AS8, SLC/A/, SLC/7A9, SMARCAL1, SMN1, SMPD1, SRD5AZ,
ST3GALS, STAR, STRC, SUCLAZ, SUMF1, SURF1, TAT, TCIRG1, TECPRZ, TFRZ2, TGM1, TH, TMC1, TMEMZ216, TPO, TPP1, TREXI,
TRIM3Z2, TRIM3/, TRMU, TSEN54, TSFM, TSHB, TSHR, TTC3/7 (SKIC3), TTN, TTPA, TYMP, TYR, TYRP1, UGT1A1, UPB1, USH1C, USHZA,
VPS13A, VPS513B, VP545, VPS53, VRK1, VSX2, VIWWF, WAS, WISP3 (CCN6), WNT10A, WRN, XPA, XPC, ZFYVEZ6.
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