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2 | Buoxumunye ckpunmhr (b-hCG / PAPP-A) - I# TpumecTbp MpoBexaa ce npu GpeMeHHM xenu B 11+0 - 13+6 ceamuua 450
3 | Buoxumunyen ckpunmhr (b-hCG / AFP / uE3) - Il TpumecTsbp, TpOEH TeCT MpoBexaa ce npu GpeMeHHN XeHu B 14+4 - 20+6 ceammuua 45%
4 BUOXMMMYEH CKPUHUHT - onpeAensiHe Ha pUCK Npy AByNnoaHa 6pemeHHOCT Mposexaa ce npu 6pemenHm xenn B 11+0 - 13+6 ceammnua 50-00
5 [OHK noponoB ¢parmeHTeH aHanu3 — xpomo3somu 13,18, 21, X, ¥ Puck 3a Tpusomus 21, Tpusomus 18, Tpuzomms 13 300
6 [OHK nopoaoB aHanu3 Ha MOHOreHHu 6onecTtn Puck 3a MOHOreHHa 6onecT B CeMeicTBOTO, Aoka3aHa B HIT 400
7 | EH3umHa gopofoBa AuarHoCcTMKa Ha TM3030MHM GonecTu Puck 3a nu3030MHa 6onecT B ceMenCTBOTO, foka3aHa B HI'T 25000
8 | HemHBa3uBeH TecT npu GpeMeHHU XeHM 3a onpeaensiHe Ha pesyc chakTop npu nnoga  Mpoeexaa ce npu GpemeHHM xenu crieq 11 r.c. 400
OHK dparmeHTeH aHanu3 Ha abopTMBEH MaTepuan — XpomMo3oMu 13,18,21,X,Y  Bonect Ha lay, Ha Eayapac, Ha Matay; nonosu aHeynnouaumn 20090

10 | AHK dparmeHTeH aHanu3 Ha abopTUBEH MaTepuan — XpoMo30oMy 15,16 n 22 Tpusomus 15, Tpusomus 16 u Tpusomus 22 200
11 | [HK nocnepofoB ¢pparmeHTeH aHanu3 — xpomo3zomu 21, 18, unu XY Bonect Ha [layH, GonecT Ha Egyapac, nonoBu aHeynnouauu 200
12 MukpoaeneLmMoHHN CUHAPOMU — CKPUHUHT MLPA W3BecTHN MUKpOAENELIMOHHN CUHAPOMMU 30000
Cy6TenomepHu aeneumn U gyniuKaumum - CKPUHMHD MLPA Cy6TenoMepHn MUKpoAeneLmMu u AynnnKkawum 30000
MykoBucLMA03a — vectu 3a Bbnrapus mytaumn B CFTR reHa | cexennpade | MLPA | KnunuuHu paHnm 3a MykoBucumpaosa (CF), Asoocnepmus CBAVD 4000

15 = DeHUNKeTOHYpUs — vectn 3a Bunrapus mytauun 8 PAH reHa  ceksennpane / MLPA | Knunnuhu aanHu 3a ®enunketonypus (PKU) 350
16 = BonecT Ha YMNCHH — yecTu 3a Bubarapus myTaumu B ATP7b reHa  cekBeHupaHe / MLPA | KnuHuuHu aaHHu 3a Bonect Ha YuncbH (WND) 3500
17 | B-tanacemus — mytaumm B HBB reHa cekBeHupaHe /| MLPA ' KnuHnunu paHuu 3a Beta-Tanacemms 3000
18 | CnuHanHa MyckynHa aTpochus: aeneunm ex 7,8 | Hocutencreo RFLP / MLPA KnuHuunu gannm unu dhamunna uctopus 3a SMA 300
19 = DMD/BMD - geneuuu, gynnukauum B AUCTPOhMHA MLPA MporpecuBHa MyckynHa auctpocns flrowen-Bekep (DMD / BMD) 300
MyTaumm 3a pomn npu HeBpOMYCKyNHYN 3a6onsBaHUsA: BpoaeHa MuacTeHns encunoH, HMSNL (Momcka 6onecr), "

20 | myTaums 1267delG B CHRNE, myTtaumsa P.R148X B NDRGL1, RFLP CCFDN (nepuchepHa Hesponatys), (a 1223,,)

myTaums [VS6+389C-T Ha CTDP1, myTauus C283Y B SGCG MyckynHa auctpodius “Mosic-kpaitHuk” 2C (LGMD2C)

21 | LGMD 2A - myTtauusi B CALPN3 reHa, exk3onu 4 n 7 CceKBeHnpaHe MyckynHa auctpodus "Mosic-kpanHuk” 2A (LGMD2A) 200%
22 | LGMD 2G - myTauuu B TCAP reHa CceKBeHUpaHe MyckynHa auctpodus “Mosic-kpaitHuk” 2G (LGMD2G) 200%
23 | CMT 1A/ HNPP - del / dupl - 17p11 B PMP22 reHa thparmeHTeH aHanu3  HespomyckynHa atpocius Lapko-Mapu-Tyt 1A (CMT1A/HNPP) 3000
24 | CMT 1B /HMA 1B - myTauum B MPZ reHa CceKBeHUpaHe HespomyckynHa atpodhus LLiapko-Mapu-TyT 1B (CMT1B/HMA1B) 2000
25 | CMT X1/HMA X1 - mytauuu B GJB1 reHa CceKBeHUpaHe HespomyckynHa atpodus Liapko-Mapu-Tyt X1 (CMTX1/HMA X1) 200%
26  CMTDIC - mytaums p.Glu196Lys B YARS reHa CeKBeHMpaHe HeepomyckynHa atpocus LLlapko-Mapu-Tyt DIC 200%
27 | CMT 2D - myTtaums p.L129P B GARS reHa CeKBeHNpaHe HeBpomyckynHa atpocus LLiapko-Mapu-TyT 2D 200%
28 | CMT 4G (HMSN-R) - mytaummn B HK 1 reHa CeKBEHNpaHe HespomyckynHa atpodus Lapko-Mapu-TyT 4G (HMSN-R) 200%
29 | AR-CMT2 (NMAN) - mytauuu B HINT 1 reHa CceKBeHUpaHe AR HeBpomuOnaTHs 1 akcoHanHa HesponaTus (AR-NMAH) 200%
30 Mankomo3byHa atakewms 1, 2, 3 unu 6 — (CAG)n B re (bparveHTeH ananms CnuHouepebenapHa atakcus Tun 1 (SCA1), Tvn 2 (SCA2), 15000
ATXNIL, ATXN2, ATXN3 unn CACNA1A in 3 (SCA3) i Tun 6 (SCA6) (sa I 2en)

31 | Mankomo3b4Ha aTakcus Tunose 1, 2, 3 n 6 — 00w naket (hparmeHTeH aHanu3  CnuHouepebenapHa atakcus Tunose 1,2, 3 n 6 (SCA 1, 2,3 n 6) 4500
32 | DM 1n 1 (Steinert) - 6poit (CTG)n B8 DMPK reHa thparmeHTeH aHanua  MuoTonnuHa guctpocpus Tvn 1 (Steinert) - DM 1 30000
33 | DM t1n 2 (PROMM) - 6pon (CCTG)n B ZNF9(CNBP) reHa = chparmenTeH aHanus  MpokcumanHia MUTOHMYHa Muonatus (PROMM) - DM 2 3000
34 | NONAKA - mytauuu B GNE reHa, ek3oH 10 CeKBeHNpaHe [NuctanHa muonatus Tun NONAKA 15000
35 | XvnepnakraTHa aumaypus — mytaums p.R446* 8 PDHX rexa CeKBEHUpaHe XunepnakraTHa aumaypus 15000
36 OnpepensiHe Ha €KCMaH3MsA Ha TPU HYKNeoTUAHU NOBTOPM — chparMenTen aHanus Xopes Ha Xullmurln,u (Huntington disease), Bonect Ha 3000
(CAG)n B HTT reH, (GAA)n B FXN reH, (CAG)n B AR reH u aip. ®puppaiix (Friedreich disease), Bonect Ha Keneau n apyru (3a 1 2en)

37 | EkcnaH3us unu npemyTaumoHHo cbeTosiHue B FMR1 reHa Real-time PCR FraX | MMbpBuyHa siiuHMKOBa HepocTaTb4HOCT (POF) 300
38 Bapuauum & nonosoto passutue (DSD) - renu: CeKBeHUpaHe g-va!:?t'::;e:ay:::;ZT::::J::::z::;:?:::::;e(aﬁlns,)hs,XY KEHW U 350%
SRY, AR, SRD5A2, NR5A1(SF1), HSD17B3, DHH, DAX1, WT1 APYTV BapHaLy B NONIOBOTO PasBuTHe (sa1cen)

39 | UscnepBaHe 3a HOCUTENCTBO B CEMEMCTBO C AOKa3aHa MyTaLus | AHanu3 3a KOHKpeTHa MyTaLusi, U3BLH PYTUHHO U3CreABaHuUTe (3a I npoéa) 1500
40 | [IHK cexkBeHupaHe Ha dparmeHT Ao 700 HykneoTMaa — ABYNOCOYHO 100
|41 | ®parmeHTeH aHanu3 MLPA 300
42 | FV +FIl + PAI + MTHFR rexu - myTaumn FVL, 20210G>A, 4G/5G u C677T NoBTapswm ce cnoHTaHHu aGopTn — PA3LLUUPEH naket 13000
43 | FV +FIl + PAl unu MTHFR renu - mytauuu FVL, 20210G>A n 4G/5G / C677T CnoHTaHHy aBopTy nnu Tpom603u — OCHOBEH naket 1000
44 | Y-Mukpoaeneuuu - CKpMHUHT 3a aeneuun B nokycu AZFa, AZFb, n AZFc Asoocnepmusi U onurocnepmus 15000
45 | 0-1-aHTUTPUNCKH - onpeaensHe Ha Z u S anenn B A1AT reHa o - 1 aHTUTPUNCHHOB AechnLmMT 1500
46 = XemoxpomaTo3a — MyTauuu p.C282Y n H63D B HFE reHa Xemoxpomarto3a — npe/ipasnonoxeHue 25000
47 | TPMT —Han-yectu BapnavTu: *1/*2/*3A 1 *3B [ *3C MNpeunsupaHe Ha Ao3aTa Npu Tepanusi ¢ TMOMYPUHN 20000
48 | DPYD reH cekBeHMpaHe Ha BapuaHTH EcbekTBHOCT Ha Tepanus ¢ cinyopoypaumn 300
49 | OHK m3onupaHe MoaroToBka 3a 6aHkupaHe 1 [ UnK 3a AnarHo3a B Yyx6uHa 700
|50 | KyntumpaHe Ha koxHW chmbpobnacTtu Kyntueupane Ha ¢pubpobnacTy 3a eHaumeH aHanus 300
‘51 | KRAS n NRAS MyTaLuuu B TYMOPHa TbKaH TNeyenwe npu kKonopekTaneH KapLMHOM 650
52 | EGFR myTauuu B TYMOpHa ThkaH TNeyenne npu HeppeGHoKNeTbYEH KapLUMHOM Ha Genus ipo6 5500
53 | ALK myTauuu B TYMOpHa TbKaH TNevenve npu HeapeGHOKNeTLYEH KapuMHOM Ha 6enus Apo6 400
54 | MukpocaTenuTHa HecTabunHocT TNeyeHue Npu KONOPEKTaNeH KapLUHOM 34000
55 | BRAF MyTauuv B TYMOpHa TbkaH TNeyenue npu MenaHoma 3500
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56 = ®eHMnanaHwH — hnyopuMeTpUYeH MeToq KpbB Bly ®b DeHUNKeTOHYpUs — NpocneasBaHe Ha NeYeHneTo 80
xouE By OB * TeCT-NeHTa,KeTOHN,KETOK-HM, (hDeHUNKETOHU,PeaYL. CYB6CTaHLuM);
57 ' MeTabonMTEH CKPUHUHT — NakeT p+ yvaHa * Npocun aMUHOKMUCENMHM W aUMIKAPHUTUHY B KPLB; 320
* npochun OpraHNYHY KUCENNHN B ypUHa
_ KpbB Bly * AMnHoaumponatum, * [lechekTn B ypeiHns UMKbA ™
58 AmuHoOKMCeNMHYM 1 auunkapHuTUHY — MS | MS ananu3 @b / nnasma * OpraHnynu aumaypum, * lehektn B B-okucneHmeTo 170
59 = OpraHu4Hm kucenunu -npocdun- GC / MS aHanus B ypuHa * OpraHuyHu aunaypum, * fleekTi B ypeiHus UuksLn 1800
60 VLCFA (Bucwm macTHu kucenuuu) — GC / MS aHanus B Nnasma * Mepokcu3oMHu GonecTy 13000
61  anaktosa KpbB Bly @B Fanaktozemusi 800
62 = Onurozaxapuau B ypuHa * FnuKkonpoTenHosu 5000
63 Mykononusaxapuau B ypUHa * Mykononu3saxapuao3sa 6000
64  Mykononusaxapuau-cpakumm B ypuHa Tun Ha noBUILEHUTE MyKONONU3axapuan 8000
65 lanakToTpaHcdepasa kpbB Bly ®B FanakTo3emus — knacuyecka 80
66 nioko30-6-chocchataexmpporeHasa KpbB Bly @6 nioko30-6-thocthataexuaporeHaseH aeduumt 5000
67 | Kucena doccparasa B Cepym Bonect Ha Mowe 50
EAWH NM3030MeH €H3UM B nnasma ( Monsi, nod4yepmaiime uckaHomo uscnedsaHe!) 6090
68 Xutotpuosupasa (borecm na I'owe, Bornecm na Human-ITux), Xekco3amuuupasa T unm A (Borecm na 3anoxogh, Bonecm na Teii-Caxc), (sa 1 ensust
B-Tntokypouupasa (Myxonoausaxapuoosa VI, Mykorunuoosa 11/ 11), a-N-Auetun rntokosammnmupasa(Myxonoauszaxapudosa 111B)
EAWH N3030MeH eH3WUM B neBkouuTH — €AHOCTbNAmNEH TecT (mMons, nod4yepmatime uckaHomo uscnedeaHe!)
o-L-Upyponnpasa (Myxonoausaxapuoosa 1), Apuncyndarasa A (Memaxpomamuuna neskooucmpodus), Knecena nunasa (borecm na Yaman - 6onecm na 1009
69 nampyneane na xorecmeponosu ecmepu), o- unn B-MaHnosnpasa (- wiu - Manosuoosa), B-F'anakrosupasa (GM1 - I'eneparusupana 2anziuosudosa, (sa 1 ensun)
Mykonoausaxapuoosa \VB), B-Tnokosupasa (Forecm na I'owe), o-N-AueTUn ranakrozamuuupasa (borecm na Lllunonep), o -Ianakrosupasa (Forecm
na @aodpu), FNokoacnapruiasa (Acnapmunenioxosamunypus), Fanakrouepebposunaasa (borecm na Kpabe)
EAWH NM3030MeH €H3UM B neskouuTH — ABYCTHNANEH TecT (mMons, nod4yepmatime uckaHomo uscnedeaHe!) 140
70 WnypoHart-2-cyndarasa (Myxonoauszaxapuoosa |1); Xenapun cyndamunupasa (Myxononuzaxapudosa 111A), Fnloko3amuH aueTunTpaHcdepasa (sa 1 ensu)
(Myxonoausaxapuoosa 111C), FanakTo-6-cyndarasa (Myxononusaxapudosa IVA), Apuncyndpatasa B (Myrononusaxapuoosa V1) I
7 | a-Inoko3unaasa KkpbB Bly ®B CxpuHuHr 3a Bonect Ha Momne 800

* - rpyna 3abonsiBaHus; # - npu HoBopoAeHH e 6eannatHo; ®b — unTbpHa GnaHka

O Monyunx nbnHa uHopMaLus 3a Non3aTa U PUCKOBETE OT JKeSlaHUTe OT MeH reHeTUYHU U3CneaBaHus.

U Bewe M1 npegocTaBeHa reHeTMYHA KOHCYNTaLMS.

W CwbrnaceH cbM/ cbrnacHa CbM Aa MM 6bAaT M3BBLPLIEHN NOCOYEHUTE OT HACOYBALLMA NIeKap FeHeTUYHU U3CNeABaHUS.
O Mopnucax MHGopMMpaHo cbriacue 3a U3BbPLUBAHE HA FEHETUYHW U3CHEeABaHMS.

Mons, pesynmamume om u3cie08anemo 0a mu 6v0am npeoocmagenu:
W nuyHo / Ha ynbnHOMOwWEHO oT MeH nuue; [ ype3 HacouBawwms nekap; [ no nowara, ype3 camoagpecupaH NOLEHCKN NIKK;
Q no e-mail:

MaumenT: I Il 1

Tpume umena noonuc dama

Hme / Jleuebno 3asedenue /Knunuxa noonuc

1 Hopoposa guarHoctuka — BXC I, BXC Il cepym BaKyTeliHep 3a CepyM c ren; uanpaiua ce otaenet Ao 30 MuH cepym: >0.5mn Hsama
2 XOPUOHHU BbCH >5mr CTEpUIHO, He Cce 3aMpa3fiBa
HopopoBa anarHoctuka — [IHK aHanus

3 aMHMOTMYHa TeYHocT | 20 Mn CTEpUIHO, He Cce 3aMpa3fiBa
4 | A6optuBeH matepuan - IHK avanus TbkaH >10 Mr BbB hM3MONorveH pasTeop CTEepUIHO, He ce 3ampa3sBa
5 | OHK ananu3 BEHO3Ha KPbB BakyTeiiHep ¢ KEDTA - 5 mn He ce 3amMpa3sBa

6 | MerabonuThu nscnensanus ypuHa 24-yacoBa; AoHAcAT ce 50 Mn OT LANOTO KONUYECTBO CbXpaHsiBa ce B XNafUNH1K
7  EH3uMHK n3cneaBaHus NeBKoLUUTH BakyTeliHep ¢ KEDTA - 5 mn He ce 3amMpa3sBa

8 nnasma BakyTeliHep ¢ KEDTA - 5 mn Hsama

9 | MertabonuTHM 1 eH3MMHM U3cneaBaHUSA cepym BaKyTelHep 3a CepyM C ren; u3npauya ce cepym, otaeneH Ao 30 MuH Hsama

10 KpbB Bly ®b ®unTbpHa 6naHka - MMH 2 Ao6pe HanoeHu KPbLBHYU NeTHa M3CbXHana Ha cTaifHa Temn.

HaumoHanHa reHeTMyHa nabopaTopus npeanara U Apyrm reHeTUYHN aHanM3n Npy 3asBka.
Mons, cBBbpxKeTe ce ¢ Hac 3a noBeve MHopmauus!

HALIMOHANHA FTEHETUYHA NABOPATOPUA | CBANIAT “MaitunH soM”EAL, rp.Codomst — 1431, yn. “3apase” 2
Ten. 02 /9172 468, 02 / 9172 469, web: http://genetika.maichindom.com, E-mail: ngl@maichindom.com; ngl@abv.bg

N



