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3ASABKA
3A U3BBPLUBAHE HA U3CINEABAHWUA B HaunoHanHata reHeTM4Ha na6opatopus, ,,CBAJIAI ManunH gom “EA[]

SAABKATA ce npuapy:xasa ot nombnHexa NOPbYKA

M1CMeHa reHeTMYHa KOHCYNTaUus 20

| 2 | Broxumnuen ckpuHukr (b-hCG / PAPP-A) - I TpumecTsp MpoBexpa ce npu GpemeHHM KeHu B 11+0 - 13+6 cepmuua 23.00
3 | BuoxumunyeH ckpuuur (b-hCG / AFP [ uE3) - Il TpumecTbp, TpOEH TecT MpoBexpa ce npu GpemMeHHM KeHU B 14+4 — 20+6 ceamuLIa 23.00
4 | BMOXMMUYEH CKPUHWHT - onpefiensiHe Ha PUCK Npu ABYNNoAHa GpeMeHHOCT MpoBexaa ce npu GpemeHHM xeHu B 11+0 - 13+6 ceamuua 2556
5 | OHK popogoB thparmeHTeH aHanu3 - xpomosomu 13, 18,21, X, Y Puck 3a Tpusomus 21, Tpusomusi 18, Tpusomus 13 15338
6 | [HK nopogoB aHanu3 Ha MOHOreHHM GonecTy Puck 3a MoHOreHHa 6ONecT B CeMeHCTBOTO, Aoka3aHa B HIT 20451
7 | EH3uMHa gopogoBa AMarHOCTHKA Ha NM3030MHM GonecTu Puck 3a nu3030MHa GonecT B ceMeicTBOTO, fokasaHa B HITI 12782

| 8 | HemHBa3uBeH TecT npn GpemeHHM XeHu 3a onpeaensiHe Ha pesyc haktop npu nnoga Mposexaa ce npu 6pemeHHN xeHu cneq 11 r.c. 20451

' 9 | OHK chparmeHTeH aHanu3 Ha abopTMBEH MaTepuan — XpoMo3omu 13, 18, 21, X, ¥ Bonect Ha flayH, Ha Epyapac, Ha Matay; nonoeu aHeynnougum 10225
10 | OHK dparmeHTeH aHanu3 Ha abopTUBEH MaTepuan — XpoOMO3OMM 15, 16 1 22 Tpuzomus 15, Tpusomusi 16 u Tpusomms 22 10225
11 | OHK nocneponoB thparMeHTeH aHanu3 — xpomo3somu 21, 18, unu XY Bonect Ha flayH, 6onect Ha Eayapac, nonoew aHeynnouaum 10225
12 | MukpogeneumoHH CUHOPOMM — CKPUHUHT MLPA W3BECTHN MUKPOAENELMOHHU CUHAPOMM 15338

£ CyGTeHOMepHM aeneuuu v AynnuUKauuu - CKpUHUHT MLPA Cy6TenomepHu MUKpoOAENeL M 1 AynnmukaLmm 15338
14 | MykoBucuup03a - yectu 3a Bunrapus myraumn B CFTR reHa | ceksenupane / MLPA | Knunuunu paHHu 3a Mykosucumgosa (CF), Asoocnepmus CBAVD 20451
15 | DeHUNKeTOHYpUA — vectn 3a Bunrapus myraumn B PAH reHa cekBeHupane / MLPA | Knuuuyhu paHnm 3a ®enunketorypus (PKU) 178.95
16 | Bonect Ha YUncbH - vectn 3a Bbnrapus Mytauum B ATP7b reHa | cekseHupaHe / MLPA | KnuHuuHu AaHHm 3a Bonect Ha YuncbH (WND) 1789
17 | B-tanacemus — myTaumn B HBB reHa cekBeHnpane / MLPA | KnuHnunu paHnm 3a Beta-Tanacemus 15338
18 | CnuHanHa MyckynHa aTpodus: peneunn ex 7,8 / HocutencTso RFLP / MLPA KnuHuyHm paHHm unu hammunna uctopus 3a SMA 15338
19 | DMD/BMD - peneuun, gynnukauuu B AUCTpoduHa MLPA MporpecuBHa myckynHa anctpocins [ioweH-Bekep (DMD / BMD) 153.38

MyTauuu 3a pomu npu HeBpOMYCKYNHM 3a6onsBaHus: BpopeHa mnactenus encunoH,  HMSNL (Tlomcka Gonect), 1025
20 'myTaums 1267delG B CHRNE, mytauus P.R148X B NDRG1, RFLP CCFDN (nepucepHa HeBponatus), (s 1 2en)

myTaums [VS6+389C-T Ha CTDP1, mytauus C283Y B SGCG Myckynta auctpodus "Mosic-kpaihuk” 2C (LGMD2C)

21 | LGMD 2A - mytaumsa B CALPN3 reHa, ek3oHu 4 u 7 ceKBeHMpaHe MyckynHa auctpodus "Mosic-kpanHuk” 2A (LGMD2A) 1025
22 | LGMD 2G - myTtauumn B TCAP reHa CeKBeHupaHe MyckynHa auctpodus "Mosic-kpaitHuk” 2G (LGMD2G) 1022
23 | CMT 1A /HNPP -del / dupl - 17p11 B PMP22 rena thparmenTeH aHanua | HespomyckynHa atpodims LWapko-Mapu-TyT 1A (CMT1AHNPP) 15338
24 | CMT 1B/ HMA 1B - myTauumu B MPZ reHa ceKBeHMpaHe HeBpomyckynta atpocpus LLapko-Mapu-TyT 1B (CMT1B/HMALB) 102.55
25 | CMT X1/HMA X1 - myTtaumumn B GJB1 reHa CeKBeHMpaHe HeBpomyckynta atpocpus Lapko-Mapu-Tyt X1 (CMTXL/HMA X1) 1022
26 | CMT DIC - myTaums p.Glu196Lys B YARS reHa CeKBeHMpaHe HespomyckynHa atpodus LWapko-Mapu-TyT DIC 1025
27 | CMT 2D - myTaums p.L129P B GARS reHa ceKBeHMpaHe HespomyckynHa atpocpus LWapko-Mapu-Tyt 2D 1025
28 | CMT 4G (HMSN-R) - myTauum B HK 1 reHa CeKBeHMpaHe HeBpomyckynHa atpocpus Lapko-Mapu-TyT 4G (HMSN-R) 1022
29 | AR-CMT2 (NMAN) - myTaumu B HINT 1 rena ceKBeHupaHe AR HeBpomuonaTUsi U akcoHanHa Heponatus (AR-NMAH) 102
0 Mankomo3byHa atakcus 1,2, 3 uau 6 - (CAG)n B ren (bparmenTeH aHanws CnuHouepebenapHa atakcus Tun 1 (SCA1), Tun 2 (SCA2), 7669

ATXN1, ATXN2, ATXN3 unu CACNA1A T7n 3 (SCA3) unu T1n 6 (SCA6) (3a 1 zen)
31  Mankomo3b4Ha aTakcus Tunose 1, 2, 3 n 6 - obwy nakeT thparmeHTeH aHanu3 | CnuHouepe6enapHa atakcus Tunose 1,2,3 M 6 (SCA 1,2,3 u 6) 230.08
32 | DM tin 1 (Steinert) - 6poi (CTG)n B DMPK reHa thparmenTeH aHanua = MuoToHuuHa guctpodpus Tun 1 (Steinert) - DM 1 15338
33 | DM tun 2 (PROMM) - 6poit (CCTG)n B ZNF9(CNBP) reHa | parmenteH aHanu3 | pokcumania MUTOHMYHa Muonatus (PROMM) - DM 2 15338
34 | NONAKA - mytaumu B GNE reHa, ek3oH 10 ceKBeHMpaHe Ductansa mvonaTus Tun NONAKA 7669
35 | XunepnaktatHa auuaypus - myraums p.R446* B PDHX rexa CeKBeHUpaHe XunepnaktaTHa aumaypms 7669
36 OnpepensiHe Ha eKCNaH3uA Ha TPU HYKNEOTUAHN NOBTOPU — (bparmenTeH aHanus Xopes rga X'blumulrnul (Huntington disease), Bonect Ha 153.38

(CAG)n BHTT ren, (GAA)n B FXN ren, (CAG)n B AR reH u ap. ®puppaitx (Friedreich disease), Bonect Ha KeHeaun u apyru (3a 1 2en)
37 | EkcnaHaua unu npemyTtaunoHHo cbetosiHne B FMRI reHa Real-time PCR FraX / [bpBuYHa ARYHUKOBA HEAOCTAaTLYHOCT (POF) 15338

i CMHAPOM Ha aHAporeHHaTa HevyBcTBUTENHOCT (AIS),

Bapuauuu B nonosoto passutue (DSD) - renu: 1789
% SR\?, AR, SRD5A2, NR5A§(SF1), HéDl7I)E’;3, DHH, DAX1,wTy |~ SexBenupare :&:ﬁﬁ:ﬂﬂﬁmﬂm&g L"a’mﬁﬂ"cre"ea""’ A6.XY weHn 1 (50 1 een)
39 | UscnepBaHe 3a HOoCUTENCTBO B CEMEMCTBO C AOKa3aHa MyTaLus / AHanu3 3a KOHKPETHa MyTauus, U3BBH PYTUHHO M3CneaBaHuTe (s 1 npoda) 7669
40 | [IHK cexBeHupane Ha dparmeHT go 700 HykneoTUaa — fByNOCOYHO 5112

®parmeHTeH aHanus MLPA 153.38

142 | FV + FIl + PAl + MTHFR renm - myTaumm FVL, 20210G>A, 4G/5G u C677T MoBTapsiwm ce cnoHtaHHu abopTu — PA3LLUPEH naket 6646
43 | FV + Fll + PAl unu MTHFR renu - mytaummn FVL, 20210G>A u 4G/5G / C677T CnoHTaHHu abopTyn unu Tpombo3n — OCHOBEH naket 5112
44 | Y-MUKpoAeneuun - CKpUHWHT 3a aeneunn B nokyen AZFa, AZFb, n AZFc A3zoocnepMusi U onurocnepMms 7669
45 | 0-1-aHTUTPUNCUH - onpeAdensiHe Ha Z u S anenu B AIAT reHa o - 1 aHTUTpUNCMHOB Aednuut 7669
46 | Xemoxpomaro3a - MyTauum p.C282Y u H63D B HFE rena XemoxpomaTto3a - npeapasnonoxeHue 12782
47 | TPMT -Haii-4ecTn Bapuantu: *1/*2/*3A /*3B / *3C Mpeumanpaxe Ha fo3ata Npu Tepanmns ¢ THONYPUHK 10225
48 | DPYD reH cekBeHMpaHe Ha BapuaHTi EcheKTMBHOCT Ha Tepanus ¢ inyopoypauun 153.38
49 | [HK usonupaHe MoaroToBKa 3a 6aHKMpaHe M / UK 3a AMarHo3a B YyxBUHa 3578

150 | KynTusnpane Ha koxHu nbpobnactu Kyntuenpane Ha u6pobnacTy 3a eH3MMeH aHanu3 15338

151 | KRAS u NRAS MyTauuu B TyMOpHa TbKaH TNeyeHue npu KONOPEKTaneH KapLUMHOM 33233
52 | EGFR myTauuu B TYMOpHa TbKaH Neyenne npu HeapeGHokneTbYEH KapLUMHOM Ha Genus Apob 28121
53 | ALK MyTauuu B TyMOpHa TbKaH Neuenne npu HeapeGHOKNeTLYEH KapuuHOM Ha Genus apob 20451
54 | MukpocaTenutHa HectabunHoct TNeyeHue npu KonopeKTaneH KapuuHom 17383
55 | BRAF myTauuu B TYMOpHa TbKaH TNeyeHue npu MenaHoma 17895
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 MeraGonuTHM W SHIMMHM U3CTIEABAHUA 3 BPOACHN MeTACONUTHU reHeTuunn Gonectn

56

®eHunanauuH - inyopuMeTpuyeH MeToq kpwB Bly ®B DeHnnKkeToHypus - NpocneasBaHe Ha nevyeHneTo

4.09
* TeCT-NeHTa,KEeTOHN,KETOK-HH, (heHUNKETOHM, peayLl. cy6eTaHLmu);
_ KkpbB Bly ®b " . 61
57 | MeTabonuTeH CKPUHMHT — nakeT + ypuHa npotun aMMHOKNCENNHY N aLUNKaPHUTUHY B KPbB; 163
* npochun OpraHUYHM KUCENUHM B ypuHA
KpbB Bly * AMuHoaumponatum, * ledheKTi B ypeitHNsA LKA
5g | AMMHOKMCENUHW W auMnKapHUTUHU - MS / MS aHanua ©F / nnasma * OpraHuHM aunaypun, * lechekTi B f-oKMCTEHHETO 8691
59 | OpraHuyHu kucenuuu -npocun- GC / MS ananus B ypuHa * OpraHnyHm aunaypun, * lediekTn B ypeiHua UKL 9203
60 | VLCFA (Bucwm macTHu kucenunn) — GC / MS aHanu3 Bnnasma * MNepokcusomHu Gonecu 6646
61 | ManakTo3a kpbB Bly @b Fanakrosemus 4090
62 | Onurosaxapuau B YpuHa * FNUKonpoTenHO3N 2556
63 = Mykononusaxapuau B YpuHa * Mykononusaxapuaosa 3067
64 | Mykononusaxapuau-cpakumum B YpUHa Tun Ha NoBMWEHUTe MyKONONU3axapuan 40.%0
65 | FanakroTpaHcdepasa kpbB Bly ®B TanakTosemus - knacuyecka 40-%
66 | 'nioko3o-6-chocchataexuaporeHasa KkpbB Bly ®B nioko30-6-thocpaTaexuaporeHaseH aedmuut 2556
67 | Kucena chocpatasa B Cepym Bonecr Ha lowe 25%6
EAWH NU3030MEeH eH3UM B nnasma ( mons, nodyepmaiime uckaHomo uscnedsaHe!) 3067
68 Xutotpuosupasa (boxecm na l'owe, Borecm na Human-ITux), Xekco3amunupasa T unu A (Borecm na 3anoxop, Borecm na Tei-Cakc), (sa L ensun)
B-Fniokyponupasa (Myxonoausaxapudosa VI, Mykorunudosa 11/ 11), a-N-AueTun rnokozamunmnaasa(Myxonorusaxapudosa |11B)
EAWH NM3030MEeH eH3UM B neBkouMTH — €AHOCTBLRANEH TECT (monsi, nodyepmatime uckaHomo u3scnedgaHe!)
a-L-Uayponupasa (Myxononusaxapuoosa I), Apuncyndatasa A (Memaxpomamuuna reskoducmpous), Kncena nunasa (borecm na Yaman - 6onecm na 5102
69 Hampyneame na xonecmeponosu ecmepu), o- Unu B-MaHoanpasa (o- wiu B- Manosuoosa), B-Fanakrosnpasa (GML - I'enepanusupana 2anenuosudosa, (s ensun)
Mykononuzaxapudosa \VB), B-Fnioko3upasa (boxecm na I'owe), a-N-AueTun ranakrozamunupasa (Borecm na llunoznep), o -Fanakro3upasa (Forecm
na ®abpu), TNokoacnapruHasa (Acnapmuneniokosanunypus), Fanakrouepedposnaasa (borecm na Kpade)
EAWH NN3030MeH eH3UM B neBkountn — ABYCTbLNaneH TecT (mons, nodyepmaiime uckaHomo uscnedsare!) 718
70 NaypoHart-2-cyndatasa (Myxonomsaxapudosa I1); Xenapu cynd npasa (Myk xap 111A), Tnioko3amuH aueTunTpancgepasa (sa 1 ensun)
(Myrononusaxapudosa 111C), FanakTo-6-cyndarasa (Myxonomusaxapudosa IVA), Apuncynddatasa B (Myxononusaxapudosa V')
71 | o-Fnoko3unpasza KpbB Bly ®B CKpuHUHr 3a Bonect Ha Momne 409

* - rpyna 3a6onsiBanus; # - npu HoBopoAeHU e GeannatHo; ®b - dunTLPHA Gnanka

O Monyuux mbrHa MH(OPMaLMA 3a NON3aTa U PUCKOBETE OT KeMaHWUTe OT MeH reHeTUYHM U3cneaBaHus.

U bBewe M1 npefocTaBeHa reHETMYHA KOHCYNTaUms.

O CwurnaceH cbM / cbracHa CbM Aa MM 6bAAT U3BBLPLIEHU NOCOYEHNTE OT HACOYBALLUMSA NieKap FeHETUYHN U3CNeaBaHuS.
U MNognucax MHGopMMpaHO cbrnacue 3a U3BBLPLIBAHE HA FEHETUYHU M3CTeABaHMUA.

Monsa, pezynmamume om u3zcinedsanemo 0a Mu 6v0am npeoocmagenu:
U nuyHo / Ha ynbnHOMoOLLEHO OT MeH nuue; U ype3 HacouBawms nekap; U no nowara, Ype3 camoafpecvpaH NOLEHCKN NIHK;

U no e-mail:

NauwenT: Il 1l ]
Tpume umena noonuc dama

Nekap: [ ]
Hwme | Jleuebno 3asedenue /Knunuka noonuc

1 | llopopoBa auarHocTtuka — BXC I, BXC I cepym BaKyTeiHep 3a cepyMm C ren; uanpauia ce otaeneH go 30 MUH cepym: >0.5mn Hsama

2 n XOPUOHHU BbCH >5Mr CTePUNHO, He Ce 3amMpa3sBa
3 F0POAOBA AMarHoCTMKa - RHK ananus aMHMOTMYHA TeyHocT | 20 mn CTEpPUNHO, He ce 3ampa3fBa
4 | AGopTueeH maTepuan - IHK aHanus TbKaH > 10 Mr BbB ¢hm3nonormeH pasrsop CTEPUINHO, He Ce 3ampa3fiBa
5 | OHK aHanu3 BEHO3Ha KpbB BakyTeiHep ¢ K EDTA - 5 mn He ce 3ampa3fiBa

6 MeTabonuTtHu nscneaBaHus ypuHa 24-vyacoBa; goHacAT ce 50 Mn OT LUANOTO KONUYECTBO CbXpaHABa ce B XNaaunHuK
7 | EH3MMHM n3cnepBaHua neBKOLMUTH BakyTenHep ¢ K EDTA - 5 mn He ce 3ampas3sBa

8 nnasma BakyTenHep ¢ K EDTA - 5 mn Hsama

9 | MeTaGoONMTHN M €H3UMHM M3CNeaBaHNs cepym BaKyTelHep 3a CepyM C ren; usnpaiia ce cepym, otaenet Ao 30 MuH Hama

10 KpbB Bly ®b ®unTbpHa GnaHka - MUH 2 A06Pe HanoeHN KPLBHU NeTHa M3CbXHana Ha CTaiHa Temn.

HaunoHanHa reHeTM4Ha nabopaTtopusa npeanara U Apyru reHeTUYHU aHanusu Npy 3asBKa.

Mons, cBbpxeTe ce ¢ Hac 3a noBeye MHcopmaums!
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