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CKpPUHIHT HOCIACTBa reHeTMYHUX naTosnorin CarrierSeq (420 reHiB)

Docnig:kyBanbHuii matepian: nepudepunyHa Kpos
MeToa aocnipKeHHs: NGS testing (lon Torrent™ lon GeneStudio™ S5 System)
PE3YJIbTAT MOJIEKYJIAPHO-TEHETUYHOIO AHANI3Y

®deHinKkeToHypIA
Phenylala hydroxylase deficiency (including phenylketonuria)

FeHeTHuYHa 3HaxigKa - HociiictBo

leH PAH

3HauYMMicTb MaToreHHa

[eHeTUYHMI BapiaHT, reHOMHa JIoKanisauis,

. €.1222C>T, p.Argd08Trp, NM_000277.3
TpaHcKkpunT (MPHK), reHomMHa 3amiHa

Fanakrosemisn
Galactosemia

FeHeTHuHa 3HaXigKa - KomnayHA-reTeposunroTa, yparkeHuit

FeH GALT
3HauYnMICTb KoHdnikTyloua iHTepnpeTauin
¢.940A>G, p.Asn314Asp, NM_000155.4

[eHeTUYHWUI BapiaHT, reHOMHa JI0Kanisauis,
TpaHcKpunT (MPHK), reHoMHa 3amiHa

/
c.-119_-116delGTCA, NM_000155.4

BapiaHTK 3 HeBigomoto 3HaumMmicTio (VOUS)
MaujieHT
He BuasneHo

CnuncoK Hepo3nisHaHuMx BapiaHTie (NO CALL)
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101 Genes 202 Variants

PANK2 c.767del MRE11 c.1441del MPI c.166dup NAGLU c.1A>G, c.82del, c.144C>A, c.2T>C, ¢.142T>C, c.4G>T SACS c.8612dup CYP1B1 2:g.38070820del
NBN c.1397+1del, c.1396del, c.1396dup, c.1583del RARS2 c.1054_1055del ARSA c.1492dup, c.1489_1492dup ALG6 c.634dup CYBA c.171dupgG,
c.166dup, c.166del RPGRIP1L c.1421del MYO7A c.285+2T>C, ¢.285+2T>G, ¢.285+1G>C, c.284A>T, g.77162854del DOK7 c.1378dup COL4A3 c.713dup
COL4AS5 c.999del CFTR ¢.1703delT, c.313delA, c.2012delT, c.2089dup, c.2089del, c.4329del, c.2083dup, c.987delA BLM ¢.3210+3A>T, c.1985_1986del,
€.3210+2del, c.3163del SLC26A2 c.438del, c.925del, c.438dup ABCB4 c.609dup XPA c.197del CYP27B1 c.1319_1325dup BKIP1 ¢.1935+5G>T[2], c.720del,
c.747del, ¢.2380-1G>A, c.394dup NLRP7 c.2487dup ASL c.889C>T WNT10A c.949del, c.949dup ATP7B c.614dup TREX1 c.144dup ABCA4 c.3970del HPS1
c.962dup, c.962del, c.972dup, c.972del HPS4 c.2040del FANCA c.131dup NROB1 c.1301del RPE65 c.1067del, c.1067dup STRC c.4561dup ALPL
¢.183dupG MAN2B1 c.1A>G, c.2802dup ATM c.8432dup, c.8432del, c.4844del, c.900del, c.3894dup, c.1754dup, c.5076del VSX2 c.71dup ACADVL
c.104del, c.428_467del HEXA c.1499del DYSF c.3859dup, c.4254dup HBB c.112del PYGM c.2136dup MECP2 c.1122dup, c.1122del ATP7B c.1639del
SGCA c.559del CPT2 c.38del CTSK c.679_680insAA OPA3 c.214A>G, ¢.143-1G>C IDS ¢.208dup SLC37A4 c.46del ACADS c.910dup CEP290 c.1666del,
¢.1665_1666del, c.3175del, c¢.1666dup, c.7341del, c.3175dup, ¢.7341dup EMD c.121_155del, c.153del, c.153dup POLG c.2395del TMC1 c.15dup,
¢.1220dup PROP1 c.191dup ABCC8 c.3557+1del GAA ¢.169C>T, c.236_246del, c.172C>T BCKDHB ¢.902T>G, c.853del, c.937del, c.951+1G>T, c.885del,
¢.853C>T, ¢.841-1G>C AMT ¢.982dup, c.982del VPS13B c.6125dup GP1BA c.1480del HBA2 HbG-Philadelphia, c.178G>C, c.142G>C, c.179G>A, c.207C>A,
¢.186G>C F8 c.5961del, c.5960_5961del, c.250A>G EVC c.2562-2A>G, c.2562-3_2584del PCCA ¢.1850T>C CYP21A2 c.923dup IVD c.618del PEX6
¢.1415dup DLD c.633dup ASPA c.244dup, c.244del ATP6V1B1 c.1155dup DNAHS5 c.5563dup SAMHD1 c.1408del ABCB11 c.2950del, c.2944G>A TYMP
c.1211dup, 22:8.50526064_50526076del, c.1219G>A TTN c.35265dup, c.73568del, c.48369dup WRN c.3382dup, c.3382del CBS ¢.1265C>T, ¢.1280C>T,
€.1224-2A>C RAB23 c.86dup DMD ¢.9767dup LDLR ¢.1706-1G>A, c.1718del, c.353del, c.1706-1G>C, ¢.1715_1719delinsA, c.1706-1G>T, c.1706-2A>C,
€.1715G>A, ¢.1733T>C, ¢.1706-2A>T, c.1773_1774delinsT, c.1769_1774del FKNTN c.1167dupA BCIIE c.1027dup FKRP c.142del LAMB3 c.2011del AGL
c.4221dup, c.4221del F11 c.343del CTNS c.40del FAH c.885dup USH2A c.11403_11404delinsTTT, c.8240del GALNS c.118G>A GALC c.1884dup, c.1162-
4del NPHS1 c.3250dup, c.3250del, c.3554dup COL7A1 c.4466del ALMS1 c.8391dup, c.57_58insTAGGAG, c.11083del, c.7237dup ERCC6 c.972dup NAGS
¢.1307dup TRIM32 g.116699302del

o IHbopmaLiiiHo-cepsicHa cnyxba: 0 800 21 78 87

BMCHOBOK
3a pe3synbTaTamu JOCNIAMXKEHHA, Y NALliEHTA BUABNEHO HACTYNHi reHeTUYHi BapiaHTu: PAH:c.1222C>T,
GALT:c.940A>G, c.-119_-116delGTCA B reTepo3MroTHOMy CTaHi.

MerToga AocnipgKeHHA

CarrierSeq

AHani3 NPoBOAMTLCA METOLOM CEKBEHYBAHHA HOBOro nokoiHHA (NGS). LlinboBe cekBeHyBaHHA lon AmpliSeq BUKOPUCTOBYETbCA AnA aHanisy 14 044
AMMANIKOHIB, WO OXON/OKTb Koaytodi AinaHku (CDS) 420 reHis, i [LO3BONSE NPOBECTM OLHKY MMOBIPHOIO HOCIMCTBa OYikyBaHWx 36 407 BapiaHTis
OAHOHYKeoTMAHMX 3amiH (SNV) Ta iHcepuiin/geneuin (INDELs) 3 6a3u ganux ClinYar Ta iHWKX Aykepen BapiaHTiB, onucaHux y Torrent Variant Caller
(TYC) BED daitni. LLinboBi AiNAHKM CEKBEHYIOTbCA 3@ HACTYMHUX NAapaMeTpiB: o4HOpPIAHICTb >=93%, cepefHa [OBXKMHA 3unTyBaHHA (MRL, aq20) >155
nap ocHoB, NOKpUTTA >200x, BUPiIBHAHHA 3a 36ipKoto reHomy NtoanmHn GRCh38 (hg38).

BioiHpOPMaTUUHWIA aHani3 34iiicHIoETbCA Ha niaTdopmi lon Torrent Suite Ta Carrier Reporter (Igentify Analyze™).

Nepenik 420 reHiB CKPUHiHroBoi naHeni CarrierSeq

AAAS, ABCA12, ABCA4, ABCB11, ABCB4, ABCC6, ABCCS8, ABCD1, ACAD9, ACADM, ACADS, ACADSB, ACADVL, ACAT1, ACOX1, ACSF3, ADA, ADAMTS2,
ADGRG1, AGA, AGL, AGPS, AGXT, AIRE, ALDH3A2, ALDH7A1, ALDOB, ALG6, ALMS1, ALPL, AMH, AMHR2, AMT, AP1S1, AQP2, AR, ARG1, ARSA, ARSB,
ASL, ASNS, ASPA, ASS1, ATM, ATP6V1B1, ATP7A, ATP7B, ATP8B1, ATRX, BBS1, BBS10, BBS12, BBS2, BBS4, BBS9, BCHE, BCKDHA, BCKDHB, BCS1L, BLM,
BRIP1, BSND, BTD, BTK, CANT1, CAPN3, CASQ2, CBS, CC2D1A, CDH23, CEP290, CERKL, CFTR, CHM, CHRNE, CHRNG, CIITA, CLN3, CLN5, CLN6, CLNS,
CLRN1, CNGA3, CNGB3, COL11A2, COL4A3, COL4A4, COL4AS, COL7A1, CPS1, CPT1A, CPT2, CRB1, CTNS, CTSC, CTSD, CTSK, CYBA, CYBB, CYP11B1,
CYP11B2, CYP17A1, CYP19A1, CYP1B1, CYP21A2, CYP27A1, CYP27B1, DBT, DCLRE1C, DDB2, DHCR7, DHDDS, DKC1, DLD, DMD, DNAHS5, DNAI1, DNAI2,
DNAL1, DOK7, DPYD, DYSF, EDA, EDAR, EIF2AK3, EIF2BS, IKBKAP, EMD, ERCC2, ERCC3, ERCC4, ERCC5, ERCC6, ERCC8, ESCO2, ETFA, ETFB, ETFDH, ETHEL,
EVC, EVC2, EXOSC3, EYS, F11, F2, F8, F9, FAH, FAM161A, FANCA, FANCC, FANCG, FH, FKRP, FKTN, G6PC, G6PD, GAA, GALC, GALE, GALK1, GALNS,
GALNT3, GALT, GAMT, GBA, GBE1, GCDH, GCH1, GDF5, GFM1, GH1, GHRHR, GJB1, GJB2, GJB3, GJB6, GLA, GLB1, GLDC, GLI1, GNF, GNPTAB, GNPTG,
GNS, GORAB, GP1BA, GP1BB, GP9, GRHPR, GUCY2D, GUSB, HADHA, HADHB, HAX1, HBA1, HBA2, HBB, HEXA, HEXB, HFE, HFE2, HGD, HGSNAT, HLCS,
HMGCL, HMOX1, HOGA1, HPD, HPS1, HPS3, HPS4, HSD17B3, HSD17B4, HSD3B2, HYLSL, IDS, IDUA, IL2RG, ITGB3, IVD, KCNJ11, LAMA2, LAMB3, LAMC2,
LCAS, LDLR, LDLRAP1, LHCGR, LIFR, LIPA, LIPH, LOXHD1, LPL, LRPPRC, LYST, MAN2B1, MAT1A, MCCC1, MCCC2, MCOLN1, MECP2, MED17, MEFV,
MESP2, MFSD8, MKKS, MKS1, MLC1, MLYCD, MMAA, MMAB, MMACHC, MMAHC, MOCS1, MPI, MPL, MPV17, MRE11, MTHFR, MTM1, MTRR, MTTP,
MUT, MYO15A, MYO7A, NAGLU, NAGS, NBN, NDRG1, NDUFAF5, NDUFS4, NDUFS6, NEB, NEU1, NLRP7, NPC1, NPC2, NPHP1, NPHS1, NPHS2, NROB1,
NR2E3, NTRK1, OAT, OCRL, OPA3, OTC, PAH, PANK2, PC, PCCA, PCCB, PCDH15, PDHA1, PDHB, PEPD, PEX1, PEX10, PEX12, PEX2, PEX6, PEX7, PFKM,
PHGDH, PIGN, PKHD1, PLA2G6, PMM?2, PNPO, POLG, POLH, POMGNT1, POR, PPT1, PREPL, PROP1, PRPS1, PSAP, PTS, PUS1, PYGM, RAB23, RAG1, RAG2,
RAPSN, RARS2, RDH12, RLBP1, RMRP, RNASEH2C, RPE6S, RPGRIP1L, RS1, RTEL1, SACS, SAMDY, SAMHD1, SBDS, SEPSECS, SERPINAL, SGCA, SGCB, SGCD,
SGCG, SGSH, SLC12A3, SLC12A6, SLC17AS5, SLC19A2, SLC22A5, SLC25A13, SLC25A15, SLC25A20, SLC26A2, SLC26A3, SLC26A4, SLC35A3, SLC37A4,
SLC39A4, SLC3A1, SLCA5A2, SLC4A11, SLC6AS, SLC7A7, SLC7A9, SMARCALL, SMN1, SMPD1, SRD5A2, ST3GALS, STAR, STRC, SUCLA2, SUMF1, SURF1,
TAT, TCIRG1, TECPR2, TFR2, TGM1, TH, TMC1, TMEM216, TPO, TPP1, TREX1, TRIM32, TRIM37, TRMU, TSEN54, TSFM, TSHB, TSHR, TTC37, TTN, TTPA,
TYMP, TYR, TYRP1, UGT1A1, UPB1, USH1C, USH2A, VPS13A, VPS13B, VPS45, VPS53, VRK1, VSX2, VWF, WAS, WISP3, WNT10A, WRN, XPA, XPC, ZFYVE26.
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O6mexxeHHa CarrierSeq

HaBeneHi paHi € pesynbTatom 06pobKM OnNyb6AiKOBaHWX AMKEPEN, ane MOXKYTb O6yTM He BUYEpNHUMMM. TecT MPU3HAYEHUI ONA BUABMEHHA Ta
NoBiJOMNIEHHA NPO CNAAKOBI reHeTUYHI BapiaHTU. OfHaK, reHeTUYHI BapiaHTW, Taki AK perynatopHi obnacti, rAMbokKi iHTPOHHI obnacTi (6inbwe 25 n.H.
Bif, MeXi EK30HY), NEBHI TUNW FEHOMHUX 3MiH (TpaHCNOKaL,i, iHBepCii abo eKcnaHcia NOBTOPIB) MOXKYTb He BYTW BUABAEHI aHUM TecTOM. HeratmsHui
pe3ynbTaT abo BiACYTHICTb NAaTOrEHHUX FTEHETUYHMX BaPiaHTIB HE BUKJIIOYAE MOMKAMBOCTI HAABHOCTI CTATYCy HOCICTBA B iHWMX reHax, AKi MOXyTb ByTn
nos' A3aHi 3 BigNOBIAHOK XBOPO6OI0. |HWI MOXKAMBI AxKepena NOMWUNOK BKAKOYAKOTL: PIAKICHI CTaHW (HanpuKnag, TPaHCNIAHTALIA KiICTKOBOro MO3KY,
nepenvBaHHA KPOBi), CUCTEMATUYHI MOMUIKM (HaNPUKNag, PiAKiCHI BapiaHTK, AKi 3aBaKatoTb aHai3y), @ TAKOXK 3MiHM B iHTepnpeTaLii Ta Knacudikauii
BapiaHTiB BHACNiAOK HOBMX HAayKOBUX PO3POBOK.

o IHbopmaLiiiHo-cepsicHa cnyxba: 0 800 21 78 87

3BiTyBaHHA reHeTUYHUX BapiaHTiB

FeHeTUYHI BapiaHTK aHOTYOTbCA 3a gonomoroto ClinVar i BU3HaueHux KopucTyBadem 6e3 aaHux. FTeHeTUYHi BapiaHT KnacudikyoTbea BignNoBigHO A0
CTAHAAPTIB | peKoMeHZauin wono iHTepnpeTauii BapiaHTiB MOCNILOBHOCTI, BCTAHOBAEHUX AMEPUKAHCBKUM KONEOKEM MEAWUYHOI FEHETUKU Ta
reHomiku (ACMG). Mpu 3BiTyBaHHI NOBIAOMAAIOTLCA NaTOTreHHI Ta MIMOBIPHO NaTOreHHi BapiaHTH, 3riAHO Knacudikallii reHeTUYHMX BapiaHTiB. MMoBipHO
[06posAKicHi Ta [OBPOAKICHI BapiaHTX He NOBIAOMAAOTLCA.

MNpumitkn

1. NapHWUi reHeTUYHUIA PU3KK BiJ0BPaKae PU3UK HAPOLAKEHHA AUTUHM, YPaXKeHOT reHETUYHUM 3aXBOPHOBAHHAM.

2. 3aNULWKOBUIA FeHeTUYHUIA PU3UK NpeacTaBnse cobor MMOBIPHICTb CTaTycy HOCIMCTBa Nicns TecTy, a MAapHMIA 3a/UWKOBUNA FeHETUYHUIA PU3MK
npeAcTaBAA€ MMOBIPHICTb ycnaAKyBaHHA 3aXBOPHOBAHHA NOTOMCTBOM Napwu, Y TOMy YMCAi Koau 6yno BUABNEHO, LLO SULLIE OAMH 3 NAPTHEPIB € HOCIEM
BapiaHTy reHa. 3a/MWAETbCA AyKe HU3bKWUM PU3MK TOrO, WO APYruiA 3 NapTHepiB Npu HeraTMBHOMY pe3ynbTaTi TecTy byae Hociem piakicHuMx abo
paHile HeoxapaKTePU30BAHNX FTEHETUYHMX 3MiH, LLO He BXOAATb A0 AAHOI CKPUHIHIOBOI NaHeni.

MpOrHo3n 3anMLWKOBOro Ta NapHOro 3a/IMLWKOBOIO FEHETUYHOTO PU3KKY € CTaHAAPTHUMMU PO3PaxyHKaMU ANA CKPUHIHFY HOCIKCTBA. Lii OLiHKM MOXKYTb
BifPi3HATUCA 3aN1E€XKHO Bif, €THIYHOT MPUHANEKHOCTI Ta 3aCTOCOBYBATUCA NPU HEraTUBHOMY CiMeMHOMY aHaMHe3i Ta HeraTMBHMX pe3ynbTaTax TecTy.
PesynbTatv pocnigXeHHA BMAAKOTLCA MaLiEHTOBI 0COBUCTO Mig Yac MeAMKO-TeHEeTUYHOro KOHCYAbTyBaHHA abo HanpaBnAlTbCA NiKapesi, AKWUN
npu3HauMB oBCTEXKeHHA, ANA NoJaNblol iHTepnpeTauii. PeKomeHAOBaHa KOHCY/NbTalis fliKapA. 3aknlovyeHHA He € AiarHosom. KeanidpikoBaHa
po3wndpoBKa pesynbTaTiB JOCNIAXKEHHA BUMArae NpoBeAeHHA MeAUKO-TEHETUYHOTO KOHCYIbTyBaHHA.

FeHeTUK Mukuta LULKOOA

3aBigyBay nabopatopii TetaHa NEPEIAEHKO

Jlabopamopis MeduyHozo ueHmpy «Mamu ma dumuHa» TOB « HEOME/] 2007 »
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