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HAPEOBA Ne 38 OT 20 ABTYCT 2010 T. 3A YTB'BP’K IABAHE HA
ME JTUIIHHCKH CTAHIOAPT "MEJIHIIMHCKA TEHETHKA"

U3naneHa ot MUHUCTBPA Ha 34paBeoriasBaHeTo

O6H. [IB. 6p.67 ot 27 Asryct 2010r.

YneH enmHcTBeH. (1) C Tasm Hapenba ce yTBbpXAaBa MEAMUUHCKUAT CTaHaapT
"MennumHcka reHeTmka" cbrnacHo NpuUnoXeHmeTo.

(2) HenHocTTa MO MeauUMHCKA reHeTMka Ce OCblecTBaBa Mpu chnasBaHe Ha
cTaHgapta no an. 1 »n ce u3NbAHABA OT BCUYKU NeyebHW 3aBedeHUs, B KOUTO ce
OCbluecTBaBa OENHOCT N0 MedULMHCKA reHeTurKa.

3aknryuTenHu pasnope.u.ﬁu

§ 1. Tasn Hapenba ce M3aaBa Ha OCHOBaHWe 4. 6, an. 1 oT 3akoHa 3a nedyebHuTe
3aBeeHus.

§ 2. MUHMCTBPBT Ha 3OpaBeonasBaHeTO hOaea yKasaHus Mo npunaraHeTo Ha
Hapegnbara.

MNpunoxeHve KbM YNieH eOVHCTBEH, anvHes Nbpsa
MEOVUMHCKW CTAHOAPT "MEOVLUMNHCKA TEHETUKA"

Paspen |
Ob1WKM NoNoXeHns

1. Onpepnenexue

MenvumHckaTta reHetvka e camoCTOsITENHA MeOuuuHCKa CrneumanHocT U Hay4vHa
AucuMnavHa, KoATo m3dydaBa eTnmonorusarta, nartoreHesara, yHacnensiBaHeTo, KNnHu4yHarta
n3saBa, NpodomnakTuka M nevYeHne Ha HacneacTBeHnTe 6oNnecTn 1 nNpenpasnonoXeHus u
4ype3 npwunaraHe Ha crneunguyHM MeToAM 3a WKu3cnenBaHe ocurypsisa reHetuMyHara
ANArHoCTMKa M reHeTMyHo KoHcyntmpaHe. OCHOBEH 0OEeKT Ha MeauuuHcKarta reHetvka e
CEeMeincTBoTO WM HeroBuTe 6onHM unu 34paBu 4neHose. [lpegMeT Ha MmeguumHckarta
reHetTnka ca BKIHOYUTENHO W HaunoHaNHUTE CKPUHWHIOBW N3cnenBaHUsa 3a HacnencTBeHM
6onecTn 1 NpeapasnonoXeHns.

2. MeouumHekunaTt ctaHpoapT "MeguunHeka reHetmka" pernameHTupa:
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2.1. OCHOBHUTE W3WNCKBAHUS W KPUTEPUWU, HA KOUTO TpsibBa Aa OTroBaps Menuko-
reHeTUYHOTO KOHCYNTUpaHe.

2.2. ObwmMTe N3NCKBaHUSA 3a opraHmM3aumnsiTa u oeHocTTa Ha nabopaTtopumte, KOMTO
nposexpar cneunann3vpaHu AMarHOCTUYHM FeHEeTUYHU WN3CNenBaHus - LUTOreHeTuyeH u
MONEKYNSPHO-LUMTOrEHETUYEH aHanu3, MONEKYNSPHO-TEHETMYEH aHann3, OrMoXUMUYEH
reHeTn4yeH aHanua, reHeTnyHa nieHTndukaums Ha wHaMBMAa W yyacTBarl B HaUMOHANHU
reHeTUYHU CKPUHNHIOBM NPOrpamu.

2.3. MnHumanHuaT obem nokasatenn u anapartypa 3a naboparopumTte, NpPoBeXAallu
reHeTUYHM n3cnenBaHuns.

24. [lpenopbyBaHUTE  METOLONOTMYHW WU @HANUTUYHW  NPUHUMNKM  3a
OCbLIECTBSABAHETO Ha AeHOCTTa Ha nabopatopunTe.

25, 3albnxXuTenHnte W3UCKBaAHWS 3a OCUrypsiBaHE Ha KayeCcTBOTO Ha
nabopatopHUTE N3cneaBaHms.

2.6. ObwnTe M3UCKBaHWS 3a cb3paBaHe WM nopgabpxaHe Ha [HK 6aHka kbM
nabopartopuunTe.

Paspen |l
CneundunyHm n3mckBaHns 3a NpoBexgaHe Ha MEANKO-TEHETUYHO KOHCYNTUPaHe

1. Onpenenexve

Menouko-reHeTU4YHOTO KOHCynTupaHe (MIK) e BMcokKocrneunanmsnpaHa
KOHCynTatTMBHa MeauumHCcKa OerHOCT, U3BbpLlIBaHa OT fiekap C npuaHara creunanHocT no
MeOuLUMHCKA reHeTrka, Haco4yeHa KbM narpaxgaHe Usn1ocTHa KOHUEenumsa no oTHOWEHNe Ha
pasBMTMETO W/MNM NpefaBaHeTO Ha HacnenctBeHa 60nect wMnM NpegpasnofioXeHne B
hafeHo ceMenctso unu 3a pJafjeH MHOMBMA. 3aBbpluBa C MPOrHO3MpaHe Ha puck 3a
onpeneneHo 3abonsBaHe.

2. YCTponcTBO 1 060pyaBaHe Ha KabUHET 3a MeANKO-TEHETUYHO KOHCYNTUpaHe

2.1. YcTpoicTBO Ha kabuHeTa 3a MeOUKO-TEHETMYHO KOHCYNTUpaHe - KabuHeT wu
MaHunynaunoHHa.

2.1.1. KabvHeTbT ce wn3non3sa 3a nNpernen Ha nauneHta/ute - CHeMaHe Ha
aHamHe3a, u3ukaneH crtaTtyc, POOOCNOBEH aHanus3, MnonbnBaHe Ha MeOuLMHCKUTE
OOKYMEHTU W rpoBexXJhaHe Ha MeOuKOo-TeHeTMyHaTa KOHCynTaums Ha nauveHta wunm
CEMEWNCTBOTO My W/UNN HErOBW POLACTBEHMULM.

21.2. KbM kabuHeTa MOXe [Ha Ce paskpvBa MaHuWnynauMoHHa 3a B3eMaHe
6ronornyeH matepman (KpbB, KOXa) 3a pasfiMyHn OUarHOCTUYHM M3CnenBaHus, KakTo 1 3a
M3BbplIBAHE Ha CMNeungUyHN [MarHoCcTUYHM pJenHoctn - ornep nop UV-cBeTnuHa,
dooTorpadumpaHe.

2.2. ObopynBaHe

2.2.1. KabuHeT: nekapcko O6topo, CTON, 3ak/toyBal, ce wWwkag 3a MeLUUUHCKK
LOKYMEHTU, KyleTKa-kaHane 3a KOHCYNTupaHus, MMBKA C Teyawa Tonna v cTygeHa Boaa,
TenedoH, KOMMIOTbP U NPUHTEP C AOCTHN OO UHTEPHET.

2.2.2. MaHvnnynaumoHHa: XnagunHuK 3a CbXpaHeHne Ha KpbB U gpyrun 6uonornyHu
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maTepuanu, MeguuMHCKa Macmyka 3a ChpUHLIOBKW, CTON 3a B3emalwus npobuTte, cneumnaneH
CTON 3a naumeHTa, MeanumnHcka KyweTka, CreweH wkadg ¢ nekapcraa, MeauUMHCKY wkad 3a
KOHCyMaTumBW, MMBKA C Te4yalla Tonna v ctyieHa soaa.

3. HoBelwku pecypcu 1 kBanuukaums

3.1. B Memuko-reHeTMyHnsi KOHCynTaTMBeH kabuHeT wmorat ga paboTtat camo
cneumanicTv ¢ MeagnumMHcko obpasoBaHme M NOAXOA4sWa 3a OENHOCTTa CU KBanuukaums -
fnekapu C npu3Hara crneunanHoctT No MeAuuMHCKa reHetMka u MeduumuHcka cecTtpa
(aKkywepka nnvm MmeanumMHckn nabopaHT).

3.2. Menunko-reHeTUYHMAT KOHCynTaTmBeH kabuvHeT ce pbkoBOAM OT nekap C
npuaHara crneumnanHocT no MeauumnHeKa reHeTumka.

3.3. MeauuuHckata cecTpa (akywepka WAy MeouuMHCKM nabopaHT) B Menuko-
FreHeTUYHUS KOHcynTaTuBeH kabumHeT TpsibBa pOa wma CcboTBeTCTBawa Ha paboTata
MOAroTOBKa M Ja paboTu NoL KOHTPONA Ha Nnekaps cneumanuct no MeouumHcka reHetuka
Npu N3BBbPLWBAHE HA cneundnyHUTE OEHOCTY B KabuHeTa.

4. OpraHunsauus Ha paboTaTta

4.1. MeonKo-reHeTUYHOTO KOHCYNTUpaHe ce NocTura 4pes:

41.1. TloctaBgHe Ha BepPOsATHA TreHeTMYHa [AuarHosa W usrpaxpjaHe Ha
AngoepeHumnanHo-anarHocTnyeH nnad cnef CHeMaHe Ha aHaMHEeCTUYHW OaHHW, pudukaneH
cTaTyc CbC CrneumanHo BHMMaHWe KbM AucMopdnyHn 6enesmn, reHeanornyHo M3cnenBaHe,
Ha3HayaBaHe Ha [OONbBAHUTENHM U3CNeABaHWs, a Cblo CheundPUyHN reHeTUYHU
n3cnenBaHns cbobpasHo KNMHMYHATA AnarHosa.

4.1.2. nTepnpeTauns Ha crneumannsvmpaH reHeTUYHN N3cnenBaHuns.

4.1.3. Tpn HeobxoOMMOCT NauMeHTUTe ce KOHCynTupat u obcbXxnaTt ¢ nekapu ot
Apyrv MeQUUUHCKM CneumanHoCcT uWunm gpyrn cneumnanmctu.

4.1.4 TpenctaBsiHe Ha KOHCYNTMPaAHUS Ha USNOCTHA MHopmaums 3a bonectra,
Ha4YMHUTE Ha npefaBaHe, PUCKOBETE 3a MOBTOPEHWETO W B CEMeWCTBOTO, MeToauTe 3a
npocounaktvka. Buabt Ha npobnemute, o06CHXOAHN NPU  MEAUKO-TEHETUYHOTO
KOHCYNnTupaHe, U3nckBa KOMyH/KaLMs B CMUCB A HA NepPCOHAHO ajpecupaHa KOHCynTauuns.
ToBa M3kO4YBa BCAKO OMPEKTHO Bb3IOENCTBME HA KOHCYNTMpALUSA BbPXY peweHusTa Ha
KOHCcynTupaHus. KoHTakT MmeXxgy KOHCYynTupawms M POLACTBEHUUUTE Ha KOHCYNTUPaHUS
CTaBa cfnef U3PUYHOTO THAXHO XenaHue. Ha KoHcynTupaHusa (naumeHTa) ce npefnoctass na
npeueHn panu ga WHgopmMpa POACTBEHMUMTE CUM 3a Bb3MOXHOCTTAa Aa um bbae
nposeneHa MIK.

4.1.5. lNpepoctassHe Ha nucmeHo MITK 3aknioyeHue mpu nomcksaHe OT nauueHTa
NN Haco4yBawWwms nekap, NOANUCaHo OT KOHCynTupawmus n pbkosoantens Ha MK kabuHera.

4.2. lNokasaHusa 3a MeNKOo-reHeTU4Ha KOHCy nTaumns:

4.2.1. NaumneHT/cCeMeincTBO C YBpeaeHo aeTe CbC CnefHUTE yBpeX aHns:

4.2.1.1. MHOXECTBEHM 1 N30N1paHn BPOAEHN aHOMaUN.

4.2.1.2. AHoManum B pacTtexa, nonosara angoepeHumaumnsa n passnTmeTo.

4.2.1.3. N3ocTaBaHe B yMCTBEHOTO pa3BuTue 1 NoBeaeH4YeCcKn OTKNOHEHWS.

4.2.1.4. CbMHeHne 3a XpoOMO30MHa bonecT.

4.2.1.5. CbMHEHNe 3a MUKPOOENEeLMOHEH CUHAPOM.
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4.2.1.6. CbMHEHME 3a CMHOPOM C XPOMO30MHa HecTabuIHOCT.

4.2.1.7. MoHoreHHo 3abonsBaHe unv CbMHEHNE 3a TakoBa.

4.2.2. TlauneHTn C asoocnepMmus, TexkKa ONUrocnepMmnsl, ameHopes, paHHa
MeHonaysa.

4.2.3. [launeHTn ¢ gokasaHo goaMmIHO XPOMO3OMHO NPEeyCTPONCTBO.

4.2.4. NaumeHTn ¢ KpbBHO-POACTBEH OpaKk.

4.2.5. 3npasu nuua ¢ pammniHa 0bpeMeHeHOCT C HacNeaCTBEHN 3abonsiBaHus.

4.2.6. [NapTHbOpCKa OBoMKa C PenpoayKTUBHU HAPYLWeHUs:

4.2.6.1. [Iea n noBeye CNOHTaHHW abopTa, paxphaHe Ha AeTe C MandopMaTvBeH
CUHOPOM (HemscnenBaHo), MbpPTBO paxgaHe (HEU3CneaBaHo U C HESACHN OAHHW).

4.2.6.2. NHpepTNAnUTET C HEU3SACHEHA €TUNONOrnS.

4.2.7. XpoMo30MHa abepauus, ycTaHOBEHA NpKW NpeHaTanHa guarHocTuka.

4.2.8. bpeMeHHa (CeMencTBO) C NokasaHus 3a npeHaranHa gnarHocTuka:

4.2.8.1. XeHa Ha Bb3pacT Hag 35 roanHn n/vnu napTHbOP HaL 44 roanHN Unn XeHa
noa 18 rogmHu.

4.2.8.2. Poguten, HocMTen Ha XpoMo3oMHa abepauusi - GanaHcupaHa wau
HebanaHcupaHa.

4.2.83. YcTaHOBEH MOBMWEH pPUCK 3a XpomMo3oMHa 6onecT npu HacToswa
H6peMeHHOCT.

4.2.8.4. YcTaHOBEHa aHOManus npu ynTpacoHorpagocko nacnensaHe, CbMHUTENHA 3a
n3sBa Ha HacneacTeeHa bonecr.

4.2.8.5. MNoBWIIEH PUCK 32 MOHOFEHHO NN MyNTUMaKTOPHO 3abonsiBaHe.

4.2.8.6. TepaTtoreHH” Bb30eNCTBMIS.

5. lokyMeHTupaHe

51 MI'K cb3pasa, nooobpXa W CbxpaHaBa OOKYMEHTM CbrnacHo Aencrsalwmre
HOpPMaTMBHM aKTOBE, CBbP3aHn C HeilHaTa paboTa, Ha XapTWeH U eNeKTPOHEH HOCUTEN CbC
3almnTeHa KOMMITbpHa CUCTEMA 3a pPernctTpauns, CbxpaHaBaHe v ynpasieHne Ha daHHUTe.

52. MK pokymeHTauus MoXe pga ce akTyanuMsupa B CbOTBETCTBME C HOBU
N3NCKBAHWNA 3a NpoBeXhaHe Ha MedULUNHCKUTE U3cnenBaHns.

5.3. BagbnxutenHa MK gokymeHTaums:

5.3.1. AMbynaTtopeH XypHan, CbAbpXal, TPpMTe MMEHa Ha nauneHTa, Bb3pacT, faTa
Ha rnoceleHne, NbPBUYHO UKW BTOPUYHO, adpec U TenedoH, manpawal, nekap u 3BeHO,
AnarHosa, 3abenexku, HazHavyeHy n3cnenBaHus.

532. Usanara wvHgoOpMauusa 3a naumeHta Cce CbxpaHsaBaT C  yHuKaneH
NOEHTUUKALNOHEH HOMep (ByKBEHO-LUMGPOB MM 6apkoa) 1 ce BHACcs B KOMNIOTbpHa 6asa
OaHHW.

5.3.3. VIH(bopMupaHO cbrnacue 3a npoBeXxnhaHe Ha reHeTUYHW wna3cnenBaHus -
noanucea ce OT MU3CNedBaHUs UMW HEeroB 3aKOHEH MpenctaBuTen M cnep paspeleHve Ha
KoMMcuMaTa Nno MeauuMHCKa eTrka KbM CbOTBETHOTO nevyebHo 3aBeneHne. IHopMupaHoTo
cbrnacue cbabpxa: cbrnacve 3a B3eMaHe Ha OumonornyeH matepvan, 3a U3BbpLBaHE Ha
CbOTBETHOTO WM3CnefBaHe, WMHJOpPMaLMATa, KOATO TO [OasBa 3a nauueHTa U HerosoTo
CEMENCTBO, Bb3MOXHUTE PUCKOBE OT HEro, KakTo M Ha4yMHa Ha nony4vyasaHe Ha pesyntara. B
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cbrnacmeto u3puM4yHO ce oTbensssa UentTa Ha W3cnefBaHeTo (HayyHa, nocTHartanHa
AnarHocTuka, rnpeHaranHa JguarHocTuka, npedkIvHWYHa [OuMarHocTuka, [oKa3BaHe Ha
XeTepo3UroTHO HOCUTENCTBO, OnpedensiHe Ha rEeHeTUYHO npenpasnofnioxXeHue) wu
reHeTmyHaTa nabopaTtopus, B KOATO e 6baaT NpoBeAEHN aHaNn3unTe.

5.4. ApxueupaHe Ha MI'K pokymeHTaums: amMbynaTopHMAT XypHan, UHPOPMUPAHOTO
cbrnacve n konve ot nucmeHoto MINK 3aknioyeHne ce cbxpaHsBat MUHUMYM 20 rOOUHU HA
XapTueH (B Kaca, KoAaTo e 3ak/o4yeHa) U eNneKTPOHEH HOCUTen.

55. Hoctbn OO0 pJaHHUTe Ha nauuMeHTUTe uMaT camo ornpefdeneHn nvua oT
PBKOBOANTENS HA reHeTMyHaTa KOHCynTaums cbobpa3Ho pgencTeawara HopMaTuBHA
ypenba.

Paspen Il
CneumdunyHm M3NCKBaHMA 3a MPOBEXAAHE Ha LUMTOrEeHEeTMYHA W MONEKYNSpHO-
LUMTOreHeTnyHa amarHoctuka

1. Onpenenexve

MegouumHckaTta LMTOreHeTuka € 4acT OT MeamuMHcKaTa reHeTnka, KOSTo M3yyasa
YOBELWKUTE XPOMO30OMM B HOpMa WM NATONOrUS HA HUBO CBET/IMHHA MUKPOCKOMWUS 4pes
n3non3eaHe Ha crneunduyHn umtoreHeTnyHn metonm. OCHOBHA UEN Ha MeduumHcKarta
LUMTOreHeTVKa € OCUrypsiBaHe Ha AuMarHoCTMKa Ha XPOMO3OMHUTE HapyLWeHKs.

MonekynspHata LMTOreHeTuka e 4acT OT MeAuuMHCcKaTa reHeTunka, KosaTo n3yyasa
MONEKYNSAPHN W3MEHEHNSI Ype3 (PNYyOpPecLEeHTHA MUKPOCKOMUS C WM3MON3BaHe Ha rOTOBU
npobu n Moxe Aa e pyTuHHa npakTuka. AKO ToBa He e Taka, nabopaTopusTa Tpsibea na nma
YyCTaHOBEHW CTpaTerum 3a wusnpawaHe Ha npodbute, KOUTO W3NCKBAT MOJNEKYNSPHO-
LUMTOreHeTMYEH aHanma, B cneuvanavpaHa naboparopus.

2. O6wm namnckeaHms

2.1. Bcsika untoreHeTnyHa nabopaTtopHa amnarHocTuka tpsiba na 6bae obBbp3aHa ¢
npepnaraHa reHeTnyHa KoHcyntaums. [NpenopbyYnTenHO e KOHCcynTauusita oa npenxoxna
LUMTOreHeTUYHOTO N3CNeaBaHe.

2.2. MeToouTte u npouenypvTte, M3Non3eBaHW B nabopartopusta, TpsibBa na ca
onucaHu geTannHo B CbOTBETHU NPOTOKON.

2.3. llocoyeHnTe B cTaHgapTa METOOM M U3NCKBAHWS UMAT PasfiMyHU NPUEMNBHU
BApVaHTW, YMATO HadexpOHocT Tpsbea pa Obae [pgokasaHa WM OOKYMEHTMpaHa B
nabopartopusTa.

2.4. MMpobute (buonornyHMaT maTepuan 3a wuacnenBaHe) ce o6o3HayaBat C
nepcoHaneH WAEHTUUKAUNOHEH HOMep (OykBeHO-uMpoB mnu 6apkod) M ce BHACAT B
KoMnioTbpHa 6a3a gaHHW.

2.5. JlabopaTtopusita TpsibBa Oa uMa KpPUTEpUM 3a OTXBBbPAsSHE (HernpuemaHe) Ha
npobuTe, Korato He OTrOBaPSAT Ha U3NCKBaHMATA 3a NoNyYyaBaHe Ha HaOeXAaeH pesyntar.

2.6. BuonornyeH matepman ce npuema B nabopatopusita C NUCMEHa 3asiBKa,
cbabpXxawa TpuTe MMeHa Ha nauueHTa, poxJaeHaTa garta, agpec, NoBOA 3a M3cnenBaHe,
BMAa Ha 6ronornyHMa matepuan, ycnoBusaTa 3a B3eMaHe M KONMYeCcTBOTO Ha BMoNornyHms
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maTtepuan, gata M 4Yac Ha B3eMaHe Ha OMonornyHMs matepuwan; vme, nNoanuc, agpec u
TeneoOH Ha Hacoysawms rnekap; noBO4 3a W3CNefBaHEeTO; Ha3HaYeHW TreHeTU4HU
n3cnensaHns, KpaTko onncaHue Ha KNnHn4yHata kapTuHa unm enukpusa, Ha4yvH Ha nnawaHe,
MOANUC Ha nauumeHTa, Ye € Oan UHMOPMMPAHO cbrnacue M e nonyy4un Heobxoaumarta
npensapuTenHa nHopmaums.

2.7. Bcnukn nabopaTopHu peakTmBu TpsibBa Aa 6bhaT CbxpaHsiBaHW CbobpasHo
N3NCKBAHUATA HA NPON3BOACTBEHNTE NHCTPYKLMN.

2.8. laHHNTe OT n3cnenBaHuaTa TpsbBa fa 6bOaT CbXpaHsBaHW HA €NEKTPOHEH U
nUCMeH HocuTen MUHUMYM 20 roanHWN.

2.9. [locTHaTaneH uMToreHeTUYeH aHanmus e MHOUUMPaH B CnegHnTe cny4yam:

2.9.1. lMaumeHTn cbe:

2.9.1.1. MHOX€eCTBEHWN BPOLEHN aHOMAaNNN.

2.9.1.2. AHomanuun B pactexa, nonosara gugepeHumnaums n passmTneTo.

2.9.1.3. Azoocnepmus, Texka onmrocnepmmsl, ameHopes, paHHa MeHonayaa.

2.9.1.4. 3octaBaHe B yMCTBEHOTO pasBuTME M NOBEOEHYECKN aHOMaNNN.

2.9.1.5. MNpepnonaraHa no KAMHUYHM CUMMNTOMU XPOMO30OMHA H6onecT.

2.9.1.6. NpegnonaraH No KJANHWYHM CUMNTOMU MUKPOLENELUNOHEH CUHOPOM.

2.9.1.7. CbMHeHMe 3a CUHIOPOM C XPOMO30OMHAa HECTabUIHOCT.

2.9.1.8. [lokazaHo ¢oaMnTHO XPOMO3OMHO NPeyCTPONCTBO.

2.9.1.9. 3a MOHUTOPUHT cnef KOCTHOMO3bYHa TpaHCcnnaHTaums.

2.9.1.10. 3nokayecTBeHN HOBOOOpa3yBaHUS.

2.9.2. [NapTHbOPW C PenpPOaYKTUBHN HAPYLIEHNS:

2.9.2.1. [1ea 1 noBe4ve CMOHTaHHW abopTa, paxpaHe Ha gete ¢ MandopMaTUBEH
CYHIPOM (HeuacnensaH), MbpPTBO paxaaHe (Hem3cnenBaHo y C HESICHW OaHHW).

2.9.2.2. VIHpepTUNnTET C HEN3SACHEHA eTUONOr US.

2.9.3. Xpomo30oMHa abepauus, ycTaHoBEHA NpU NpeHaTanHa anarHocTuka.

2.9.4. AbopTuBEH MaTepuarn.

2.10. Nokas3aHns 3a npeHaTaneH UNTOreHeTU4YeH aHanna Ha nnoga ca:

2.10.1. BpeMeHHM Ha Bb3pacT Hag 35 rognHy n/mnu 6awa Hag 44 roanHu.

2.10.2. Pomomten - HocuTen Ha XxpoMo3oMmHa abepaums - 6banaHcupaHa uwnu
HebanaHcupaHa.

2.10.3. XeHa Cc ycTaHOBEH MOBUIIEH PUCK 3a XpPOMO30oMHa BonecT npu HacTosiwara
H6peMeHHOCT.

2.10.4. bpeMeHHa C ycTaHOBEHa aHOManu§ npu ynTpacoHorpadpcko wuscnenBaHe,
CBbMHUTENHA 32 XPOMO30MHa 6onecT npu nnoaa.

3. PaboTtHa n cepBn3Ha nnouy

3.1. MNpocTpaHcTBOTO Ha nabopatopusaTa TpsibBa 4a € 4OCTaTb4YyHO 3a U3BDbPLUIBAHE
Ha BCUYKM NpoLeypy 3a obema Ha HeliHaTta OeiHOCT Npy MUHUMYM 40 M2 paboTHa NAolL.

3.2. OcBeTneHMeTo n BeHTMnaumsita TpsibBa ga ca CbOTBETHM HA U3BbplBaHaATa
pabota B nabopatopusita W Oa OTroBapsAT Ha HOPMATMBHWUTE M3WUCKBAHMS 3a
30paBOCNOBHUTE W Oe3onacHM ycnoBuMst Ha Tpyd Ha paboTewmTte, NPOTUBOMOXapHaTa

OoXpaHa, CbXpaHAaABaHETO Ha XUMUYHWN, OUONOrNYHN 1 paonoakTMBHM  Martepuanu,
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cbbrpaHeTo 1 U3XBBPNSHETO HA BUONOTMYHU 1 OpYrM OTNAAbLUM.

3.3. lTabopaTopHOTO NpocTpaHcTBO Aa 6bae 060cobeHo B 3 OCHOBHM NOMELEHUS:

3.3.1. lNomeweHne 3a npuemaHe, MOAroToBKa Ha OwmonNOrMyHWTE MaTepuanm wu
NOCTaBsHe Ha KNeTbYHU KYNTYPW.

3.3.2. TlomeweHne 3a o6paboTka Ha KNETbYHU KYyNTypu W npunaraHe Ha
OLBETUTENTHUN TEXHUKN.

3.3.3. [lomelleHre 3a MUKPOCKOMNCKW aHanu3 C Bb3MOXHOCT 3a 3aTbMHsBaHe 3a
oNlyopecueHTHa MUKPOCKOMMA W OOKYMEHTMpaHe, apxuBuMpaHe W CbXpaHeHne Ha
pesynrtarture.

3.3.4. CknapnoBo noMelleHve 3a 3ananvMu U Hesanaanumym peakTuBM U KOHCYMaTuBM
(HeBKNOYEHN B paboTHaTa nnoL).

4. YoBellkun pecypcu 1 ksanudgumkauus

4.1. HeobxoomMmMmaT 4OBELWKW pecypc 3a nabopaTtopus, KOATO MPOBEXAA MUHAMYM
200 aHanusa roguvwHO, €: nekap C npusHara crneuranHocT no MeauuuHCKa reHeTuka;
6rnonor; MeamumHckn nabopaHT; caHuTap.

4.2. BbB Bcsika nabopatopusi, npoBexpawa LUMTOreHETUYEH W/UNM MONEKYnNspHoO-
LUMTOreHeTMYEH aHanma, Tpsbea Aa MMa ANbXHOCTHU XapakTEPUCTUKK Ha CIYXUTENNTE.

4.3. YosewkmsaAT pecypc Ha nabopatopusita TpsbBa ga uMma KBanudukaums B
obnacTTa Ha YoBelwkKaTta UMTOreHeTrka, KakTo cneaga:

4.3.1. PwbkoBoaumten Ha nabopartopusi, npoBexpalla UMTOreHeTUYeH u/unm
MONEKYNSIPHO-LUMTOrEHETUYEH aHanu3, Moxe aa 6bae nekap ¢ npuaHata crneumnanHocT Mo
MeIVUMHCKA reHeTuka.

4.3.2. B nabopatopusaTta morat na paboTsT B 3aBUCUMOCT OT HYXXOWUTE CreunanncTu ¢
MeOVLMHCKO, OMONOrmyecko, XvMMmM4yecko u gpyro obpasosBaHue (Marmctbpcka CTeneH),
MeOMUVHCKN nabopaHTu.

4.4, Oby4eHVeTo Ha HOBOMOCT NN CNeLManmcT ce ocbliecTBaBa no paspaboTeHa
nporpama. CamocToaTeneH UNTOreHeTU4YeH aHann3 n MONeKkynsapHO-LUMTOreHeTUYeH aHanms
TpsibBa Oa ce m3BbpwBart cneq MuHuMym 200 aHanuaa, OCblECTBEHM NOL PbKOBOACTBOTO
Ha OMuTEeH crneunanucr.

4.5. NNabopatopusaTa nma nporpama 3a kBanngukaums Ha paboTtewmTe, BKAYUTENHO
cneundnyHo 0byyeHne 3a ocurypsiBaHe Ka4ecTBoToO Ha nabopaTtopHUTE N3CNeaBaHNS.

5. 3agbnxuteneH MuHuManeH obem nokasatenn u 3aLbXUTENHO MUHUMASTHO
obopyneaHe

5.1. JlabopaTtopusaTta TpsibBa Oa MOXe Aa OCbHILECTBSBA XPOMO3OMEH aHann3 Ha
yoBewky buonornyeH matepuan ¢ NOAXoAsAWa 3a KNMHMYHaTa guarHo3a TexHuka.

5.2. BagbnxuTenHa ouseTuTtenHa TexHuka - GTG-neHToBO OuBeTSBaHe.

5.3. AnapaTtypa 3a noctHaTtanHa UMToreHeTu4yHa amarHocTuka:

5.3.1. TepmocrTar, cyx 37° - 70°C.

5.3.2. JlamnHapeH 60OKC C BepTuKaneH Bb3AylWweH MnoTok, knac B, mnan 6okc ¢ UV
CTepunmanpaHe.

5.3.3. UeHTpodpyra c netsw poTtop 3a obemu ot 1,5 0o 25 mn oo 5000g/MuH.

5.3.4. XnagnnHuk ¢ kamepa 4°C Hag 200 n.
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5.3.5. labopaTopHa Be3Ha ¢ To4HocT oo 0,001 g.

5.3.6. pH MeTBHp C TOYHOCT OO BTOPUS 3HAK.

5.3.7. KamunHa 3a xmmmyecka obpaboTka.

5.3.8. CBeTnnHeH Mukpockon ¢ 06ekTus 100x 1 apxmBmpallo yCTPOCTBO.

5.3.9. lectunartop.

5.3.10. KoMNIOTBP € NpUHTEP.

5.4. AnapaTtypa 3a npeHartanHa unToreHeTuyHa guarHocTtumka:

5.4.1. Tepmoctat 37°C c nogasaHe Ha COo.

5.4.2. 'HBepTEH MUKPOCKON.

5.4.3. dpusep Ha -20°C.

5.4.4. NNaMuHapeH BoKC ¢ BepTMKaneH Bb3aylWweH NoTok, knac B.

5.4.5. XnagnnHuk ¢ kamepa 4 °C Hag 200 n.

5.4.6. Enextpnyecku nuneTop.

55. [lonbnHUTENHA KbM MO-ropHarta anapartypa 3a MONeKynspHO-UMTOreHeTnyHa
AnarHocTumka:

5.5.1. BogHa 6aHs no 80 °C.

5.5.2. ®punsep Ha -20 °C c obem Hag 200 n.

5.5.3. d nyopecLeHTEeH MUKPOCKON.

6. AHANUTWYHU MPUMHUMNN 32 WU3BBPLWIBAHE HA LUMTOrEHETUYEeH M MONEKYNSpHO-
UMTOreHeTn4yeH aHanns

6.1. O6eMbT Ha UMTOrEHETMYHUTE M3cnenBaHus Tpsibea oa € oTpaseH B paboTHU
NMpOTOKONW, YTBBbPAEHW OT pbkKoBoAUTENs Ha nabopatopusita, M cbobpaseH CbC
CbOTBETHUS AMArHOCTUYEH Npobnem.

6.2. [lbAHMAT aHanu3 Ha XpoMo3oMUTE OT S5 MeTadasHM KNeTku noc
npebposiBaHETO HA XPOMO30OMUTE B Apyrn 5 MeTadpasHu KNeTku e JOCTaTbyHO B pyTUHHATA
npakTtuka. [Npn KpaTkocpoyHn KynTypy ToBa Aasa 95 % BEpOSATHOCT 3a OTKpMBaHe Ha 26-
npoueHTeH mo3anumabm (Npy 11 MeTadpasHy KNeTkm CbC CbliaTa BEPOATHOCT Ce OTKpuBa
25-nNpoueHTeH Mo3aunumM3bM). 3a WU3KNIoYBaHEe Ha MOo-ManbkK MPOUEHT MO3auumsbM e
Heobx0aMMo aHanmampaHeTo (MpebposBaHeTo) Ha:

6.2.1. 3a 20 % mM03amuM3bM - 14 KNeTKW.

6.2.2. 3a 15 % Mo3anumsbM - 19 KneTku.

6.2.3. 3a 10 % M03anum3bM - 29 KNeTKN.

6.2.4. 3a 5 % Mo3anum3bM - 59 KneTku.

6.3. JoctatbyHo nNo obem macnepBaHe 3a M3KNIOYBAHE HA MO3aMUM3bM Ce Npasu
npw:

6.3.1. o nckaHe Ha uanpawawms reHeTUYeH KOHCYNTaHT/KMIMHNLNCT.

6.3.2. [pn BCMYKM Cnyyam Ha N3KIKYBAHE Ha CUHAPOM Ha TbpHep.

6.3.3. [pn BCKYkKM cnyyam Ha cuHOpoM Ha KnanHdenTep.

6.3.4. [lpy cMeceH nnun HeonpeneneH TUN reHnTanuu.

2.35. lpn TbpceHe Ha 4vynnmBa X Xpomo3oma (Mpy nuua OT MbXKM MNon ca
Heobxoammm 50 KneTku, a Npu nuua oT XeHcku non - 100 kneTkwm).

6.3.6. [1py npeHaTanHa onarHocTumka.
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6.4. AHaNM3bT Ha TPy MeTadpasHW KNeTkM e AocTaTbyeH 3a MOTBbpXOAaBaHe Ha
TPU3OMUA UM 32 MNOTBBPXOABAHE/OTXBBPNSHE HA M3BECTHO (PaMUNIHO CTPYKTYPHO
HapyLleHue.

6.5. AHann3bT Ha Tpu MeTadpasHM KNeTkKn € MUHUMYMBT 3a W3KJKYBaHe Ha
cBobonHa Tpn3oMuS.

6.6. lpyn aHanu3 Ha MeTadasn OT KOCTHO-MO3bYHWU KYNTypu WU yCTaHOBSIBAHE Ha
abepaumns Tpsbea ma ce aHanuaupaTt MuHMMYM 10 meTadpasw, a Npu HeycTaHOBSBaHe Ha
abepauuns TpsbBa goa ce aHanuanpaTr MUHUMYM 25 MeTada3u. 3a NaTonorMyeH KNoH ce
npuema Hanuyve Ha OBe WNW noBeYe KMeTKM C efHa WM Cblua AOMbHUTENHA XPOMO30oMa
Wnnn CTPyKTypHa aHoManus unuM Ha TpU W NoBe4ve KNeTkM C efHa U cblia nunceawa
XpOMO30Ma.

6.7. MonekynapHO-UMTOreHETUYHNTE TEXHUKIN BKOYBAT:

6.7.1. OuBeTaBaHe Ha LeM XPOMO30MU.

6.7.2. VipeHTugukaums Ha TenoMepHn 1 cybTenomepHn paioHu.

6.7.3. AHann3 3a aHeynnonguu.

6.7.4. i peHTndmkaumnsa Ha Mukpoaeneunn.

6.8. 3a MONEeKyNAPHO-UNTOreHeTUYEH aHanns3 ce n3nckaa:

6.8.1. JlabopaTopusaTa aa pasnonara ¢ NPOTOKONN 32 M3BBbPLBAHE HA MONEKYNSIPHO-
UMTOrEHEeTMYHN aHanu3n Ha KYNTUBMPAHN KNETKM U HEKYNTUBMPAHN TbKaHW, KATO KPbBHMU,
KOCTHOMO3b4YHU N CONNAHN TbKaHW, aMHUOLUUTU N XOPUOHHMN KNETKMN.

6.8.2. [pn aHann3 3a KOHCTUTYUMOHHA abepauns ¢ FISH Tpsabea na ce aHanuampar
MUHMMYM 5 MeTadpasHu nnacTuHkn nnu 30 nHTepdasHu aapa.

6.8.3. pn aHann3 3a npnpobutn abepaunm nnn mos3auumsbm ¢ FISH Tpsbsa na ce
aHannaupat MmHumyM 100 KneTtku.

6.8.4. AHanNM3bT C MONEKYNSPHO-LUNTOrEeHETUYHM TEXHUKM Ce npuema 3a AOCTOBEPEH
npu MuHMMYM 80 % ycnewHa xmbpnansauus.

6.8.5. Pesayntatute 0T MONEKYNAPHO-UMTOreHETUYHMSA aHann3 Tpsbea fa cbaobpxar
MHJOOPMaLMS OTHOCHO OrpaHvyYeHusaTa Ha W3MNon3BaHWs MeTon W MPUOXEHMEeTO Ha
pesynrara.

6.8.6. MonekynsipHo-UMTOreHeTYHaTa nabopartopusi MOXe Oa He € B CbCTOsSiHME na
M3BbplIBaA NO-CreunanusnpaHn muacnensaHus, karto MHorouseteH FISH, cnekTtpanHo
KapuoTunupaHe, CpaBHMTENHA reHOMHa xnbpunansauns n gp. B tean cnyyan tpsbea na nma
rOTOBHOCT fa m3npatu npobu Ha apyra nabopartopus B cTpaHata unm B 4y xouHa.

7. O6em Ha n3cnegsaHuaTa

MuHMManHnaT obeM, KOWTO e Heobxooum 3a MnogabpXxaHe KBanudukauusta Ha
cnyxurtenute, e 200 UNTOreHeTUYHU aHanmsa roauLLHo.

8. KayecTtBeH KOHTpON

8.1. KayeCTBEeHUAT KOHTPON Ha LUMTOreHeTu4yHa Wu/mnm MOonekynspHO-UUMTOreHeTuyHa
nabopartopusi ce ocbllecTBsIBa Ype3 BbTpeleH kavyecTBeH KoHTpon (BKK) u BbHIWHA oueHka
Ha kadecTtBoTO (BOK).

8.2. Jlabopatopusta TpsibBa oa uma paspaboTeHa cucTema 3a OocurypsiBaHe Ha
Ka4yecTBOTO.
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8.3. BbTpewen kadvectBeH koHTpon (BKK) ce ocblectssiBa no npensaputenHo
onpeLneneHn KpuTepun:

8.3.1. CpokoBeTe 3a W3BbPWBAHE Ha LMTOrEHETUYEeH aHanu3 OT B3eMaHe Ha
marepuana oo rotos pesynTar:

8.3.1.1. lNpwn n3xoneH martepuan nepugepHa KpbB, KOCTEH MO3bK WU aMHUOLMTU:
no-Manko oT 14 OHW - MHOro 0obpo; 15 - 21 oHKW - 3a40BONIMTENHO; NOBEYE OT 22 OHN - NOLO.

8.3.1.2. MMpu n3xoneH matepuan conbpobnacTu: no-Manko oT 28 OHU - MHOrO fO6pPO;
29 - 36 OHW - 3a00BONNTENHO; HAA 36 OHW - NOLWO.

8.3.1.3. [pun uaxoneH Matepman XOpMoHHM BbCU: MO-MANKOo OT 7 AHW - MHOTO [06po; 7
- 12 OHW - 3a00BONNTENHO; HAO 12 OHW - nouwo.

8.4. KonnyecTBOTO AOCTBMNHN 32 aHANN3 MUTO3N.

8.5. KonuyectBo Ha BB3MOXHUTE 3a aHann3 MuTOo3nM (OT BCUMYKW MPUrOTBEHM
npenapatu): noseye oT 20 - MHOro 0obpo; 10 - 20 - 3a40BONNTENHO; NO-Manko oT 10 - nowo.

8.6. KayectBOoTO Ha Xpomo3omMuTe U AMPEepeHLManHOTO OLBeTsBaHe CbrnacHo
npenopbkuTe Ha EBponeickara acoumaumns no UMToreHeTuka.

8.7. PasnpbcHatocTTa Ha MUTO3UTE.

8.8. Bb3MOXHOCT 3a npunaraHe Ha OOMb/HUTENHN METOON 32 aHaNU3.

8.9. lMpoueHT ycnesaemocT Ha nabopartopusTa:

8.9.1. 3a npuemnmBa ycneBaeMoCT Ha efHa UMTOoreHeTnyHa nabopartopums ce cumtar:
96 - 97 % yCnewHo 3aBbpLEHN aHann3m npu NPobu OT AMMAOLUTHN 1 AMHUOLIMTHN KYNTYpU;
60 % ycnewHOo 3aBbpLlUeHN aHann3u npu Npobu oT KOCTEH MO3bK.

8.10. JlabopaTtopusita TpsibBa fa y4acTBa MOHE B €Ha Nporpama 3a BbHLWHA OLeHKa
Ha kavecTBoTO (BOK) 4pes aHann3 Ha aHOHUMHK NPO6U 1K Npenapartu.

8.10.1. buonornyHute npobw/npenapaTtu ce M3npawar Ccropen YyCTaHOBEHUTE OT
npoeex gawma BOK cxemu n neproaw.

8.10.2. [lokyMeHTauuaTa OT Ka4eCTBEHUS KOHTPO/ Ce CbXpaHsiBa BbpXy eNeKTPOHEH
N XapTWeH HOCUTEN M BK/KOYBA BCUYKM eTann Ha n3cnenBaHeTo.

8.10.3. Pesyntatute ce OTHAcAT OO aHanM3MpaHe Ha UMTOreHeTUYHUTE Haxomku u
NHTepnpeTauns Ha pesynrtara CnpsMo KAnH1u4yHarta guarHosa.

8.10.4. KoHTponHata nabopaTtopus u3gaBa MNPOTOKOJN, OLEHSBALW, TEXHUYECKOTO
N3NbNHEHWe Ha aHann3nTe N NHTepnpeTaumaTa Ha pesynrtature.

8.10.5. MNpw nponyckun B aHanUTUYHUTE npouenypu nabopatopusita Tpsibea oa B3eme
MepKK CbrnacHo yctaHoseHnte npuHuunu 3a BKK v ga ro otpasn B CbOTBETHN NPOTOKONN U
peLeHns 3a npornyckuTe.

9. lokyMeHTupaHe

9.1. labopatopmaTa cb3nasa, NOAAbPXA M CbXpaHsBa HEOOXOANUMUTE LOKYMEHTH,
CBBP3aHu C HeillHaTa pabora.

9.2. NNabopaTtopHaTa OOKyMEHTauMs MOXe [a Ce akTyanuMavpa B CbOTBETCTBUE C
HOBM U3NCKBaHMS 3a NPoBeXAaHe Ha MeOULIMHCKUTE N3CNedBaHuns.

9.3. BanbnxutenHa nabopatopHa AOKYMEHTALUS:

9.3.1. labopaTtopeH XypHain, CbAbpXal, TPUTEe MMEHa Ha nauneHTa, Bb3pacT, faTa
Ha B3emaHe (Mony4yaBaHe) Ha MaTepuana B nabopaTopusTa, u3npawaw, nekap uam
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CTPYKTYpa, AMarHo3a, 3abenexku, pesyntart oT aHanmaa v Noanuc Ha aHannaartopa.

9.3.2. PaboTeH NpOTOKON (KbM HEro MoXe [a MMa 4YacT 3a HaHacsiHe Ha KpainHus
pesynTar).

9.3.3. PeaynTtar oT nscnenBaHerTo.

9.34. Usnata wvH(opmauusa 3a naumeHTa Cce CbxpaHsBa C YHUKaneH
NOEHTUUKaALNOHEH HOMep (BykBEHO-LUMGPOB nnmn 6apkoa) 1 ce BHAcs B KOMNIOTbpHA 6asa
OaHHW.

9.4. ApxmBupaHe Ha nabopaTopHaTa AOKyMEeHTaums:

9.4.1. TabopaTopHUAT XYypHan ce cbxpaHsiBa MUHUMYM 20 roanHuU.

9.4.2. lpenapatn n/unu KkNeTbyHa ytanka 3a BCEKM NauVeHT Ce CbxpaHsiBa 3a CpPokK
3 rogvHun, a Npu Hann4yHa NaTtonormusg - MUHUMYM 20 rognHu.

9.5. PeayntatbT OT mM3cnegBaHeTo MNpenctasnsiBa MUCMEHO 3ak/lo4YeHue, KOeTo
TpsibBa fa cbabpXxa uMToreHeTuyHaTa cpopmyna no nocnegHata ISCN (International System
Cytogenetic Nomenclature), BMaa Ha wu3cnenBaHuTe TbKaHW, OpOs aHanuaupaHu KneTkwu,
Ka4yeCTBOTO Ha AMdpepeHLmManHo-ouBeTUTENHUTE METOAM, NPenopbka 3a Meauko-reHeTnyHa
KOHCynTaums, 3abenexka 3a eBeHTyanHO NOTBbPXAaBaHe Ha pe3yntaTta OT AOMbNHUTENHO
n3cnefBaHe U NOAMNMC Ha N3BBPWUNMSA M3CNEABAHETO U PBbKOBOAMTENS HA nabopatopusita.
AKO He e NMOCTUrHaT HYXHWST 3a U3CnefBaHETO KayeCTBEH MUHMMYM, ToBa Tpsibea pa ce
0Tpasn B OOKYMeEHTa.

9.6. [JocTbn 0O OAaHHUTE Ha NauneHTUTe U N3cnenBaHUTe umaT camo onpeneneHun ot
pbkoBOoAUTENS HA nabopaTopusiTa nmua CbrnacHo AECTBALLNTE HOPMATUBHN aKTOBE.

Paspen IV
CI'IeLI,VICpVI‘-IHVI M3NCKBaHNA 3a npoBeXpagaHe Ha MOJIeKYNndapHO-reHeTuyHa "
BUoXMMMYHA AnarHocTmka, nogobp>XaHe Ha OHK 6aHka n CKPUHUHIOBU n3cnenBaHns

A. Obwwm n3mnckeaHus

1. OnpeneneHve

MonekynspHo-reHeTn4yHaTa 1 BUOXMMNYHO-TEHETUYHATA AMArHOCTMKA ce onpenens
kato aHanu3 Ha OHK, PHK, reHu, reHHn npoayktu (6entbuy U eH3UMW) 1 CheuncuyHn
MeTabonuTn C Len OTKPMBAHE Ha M3MEHEHWUS, CBbP3aHuW C HACNEeACTBEHM WU NPUOobUTH
6onectn. MNarpaxnpa ce OHK 6aHka 3a cbxpaHeHue Ha mzonupaHa OHK ¢ uen 6baewm
n3cnenBaHns - GUarHOCTUYHN N HAYYHWN.

CKpWHMHroBMTE M3CnenBaHUs ca Meauko-coumanHa OevHOCT 3a paHHO OTKpuBaHe
Ha BPOLEHW W HacnencTBeHn 60NecTM M NPenpasnonoXeHUs C Uen npohunakTuka,
OnarHocTuka v nevyexHve. B 3aBMCUMMOCT OT NoOCTaBeHUTE Lenn 1 nacnensaHara nonynaums
FEeHETUYHUSAT CKPUHMHT BuBa MacoB n cenekTmeeH. Cnopen nepuona Ha NpoBexXaaHe Teswu
n3cnenBaHns morat ga 6baaT npeHatanHu, HeoHaTanHW M noctHatanHu. B Hakowm cnyyvawm
CKPUHMHI BT € NpeiHasHayeH 3a OLeHKa Ha pucka, a B Opyru - 3a guarHocTtuka.

KoHKpeTHUTE OEeNHOCTN (FTeHEeTUYHN n3cnenBaHns) BKKOYBAT:

1.1. NocTaBsHe Ha reHeTU4yHa anarHo3sa (npeHartanHa u nocTHaTanHa).

1.2. lMoTBbpxXAaBaHe Ha KNMHUYHA AuarHo3sa.
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1.3. YcTaHoBsIBaHE HA HOCUTENCKM CTaTyC.

1.4. CKpUHWHI B NpeHaTaneH, HeoHaTaneH n NocTHaTaneH nepuoa.

1.5. lNpocnensisaHe Ha nevyeHNeTo.

1.6. AHK noeHTugomkaums Ha nHamemaa.

2. HoBewwkm pecypcu 1 kBanuukaums

Pabotewmnte Tpsba ma ca mocTaTbyHO Ha Opoi, 3a Oa MoXe Aa M3nbiHsBaT
KONMYeCTBOTO BWIOBE M3CNenBaHMsl, M3BbPWBaHM B nabopatopusta 6e3 M3BBHPELHO
HaToBapBaHe, KoeTo 61 MOrno ga AoBene 40 FPeLky.

2.1. 3a buoxummnyHa nabopaTopusi 3a BPOLEHW Tpewkn Ha obmsiHaTa ¢ roguwHa
HaToBapeHocT oT 500 no 1000 nmauueHTn ca Heobxoommm: 2 cneumanucTu (xmmuk, éruonor,
6roxmMmnk, dpapmaueBT), 3 MeOMUMHCKM nabopaHTW, 1 TEXHUYECKU CHTPYOAHUK -
pernctpartop, n 1 caHuTap. EauH 0T cneunanucTute e KNMHUKo-nabopaTopeH KOHCYNTaHT.

2.2. 3a nabopatopus 3a HeOHaTaneH CKPWHWHI, KOSTO W3BbpWBA HEoHaTasHu
CKPUHMHroBM wm3cnegBaHns po 70 000 HOBOPOLEHW TrOAMWHO, ca Heobxogumu: 2
cneuvanuctm (xmmmk, 6uonor, 6uoxuMuk, dpapmaueBT), 4 MeOuUMHCKM nabopaHTw,
TEXHNYECKN CBTPYLHUK - peructpaTop, U caHutap. EoMH oT cneuwanuctute e KAMHWKO-
nabopatopeH KOHCYNTaHT.

2.3. 3a nabopatopus 3a OMOXUMUYEH CKPUHMHI HA OPEMEHHM XEHW, M3BbpLIBALLA
OLleHKa Ha pucka 3a cuHgpoma Ha [ayH, pedpekTv Ha HeBpanHata Tpbba u Ha KopemHaTa
CTEeHa, C roguwHa HaToBapeHoCT OT MMHUMYM 1000 naumeHTV ca HeobxoauMm: cneunanunct
(XMMUK, BMOXUMUK, hapMaLEBT) N TEXHNYECKM CbTPYLHUK - PErNCcTpaTop, caHuTap.

2.4. 3a MonekynsipHo-reHeTM4yHa nabopaTopus ¢ roguwHa HatoBapeHocT oT 1000
aHannsa ca Heobxoommu: 2 cneuvanuctun (xumuk, 6uoxmmuk, 6uonor), 1 MemuUMHCKK
nabopaHTt 1 1 caHuTap. Ako nabopatopusita npegnara LOpoLoBa AmarHOCTvKa, TpsibBa na
OCurypv HenpekbcHaTo 06CNyXBaHe B PaMKUTE Ha roamHara.

2.5. PbkoBoauTten Ha nabopatopusi, KOATO M3BBbPLWBA MONEKYNSAPHO-FrEHETUNYHMU,
OVOXMMNYHO- TEHETUYHWN 1 CKPUHWMHIOBU-TEHETUYHN M3CnenBaHus, Moxe na 6bae:

2.5.1. Jlexap ¢ npu3HaTta MeaMuUmnHcKa crneunanHocT no npodwuna Ha nabopartopusTa.

25.2 Pbkosoontenat wwunu  onpegeneHo OT Hero ANbXHOCTHO nuue e
aOMVHUCTPATOP Ha NIMYHW OAHHW.

2.6. KnuHnyHo-nabopatopeH KOHCYyNTaHT MOXe Aa 6bae nekap CbC cneunanHocT no
MeOMUMHCKA TFeHeTuka WAM KAMHWYHA nabopatopusi C OMMT B  U3BBPWBAHETO Ha
n3cnenBaHunsita cbobpasHo npogomna Ha nabopartopusTa.

2.7. CneumanucTt - OTroBapsi MO OTAeNHUTE HanpaBneHns B pabortata Ha
nabopatopusita 1 TpsibBa oa nNpuTexasa Maructbpcka obpasoBaTenHo-KBanMguKaunoHHa
cTeneH B obnacTtTa Ha MEeANLMHCKUTE, XUMUYECKUTE U/UNn BUONOrnYecknTe Hayku.

2.8. MenonumHckun nabopaHT - TpsibBa gOa npuTexasa bakanaBbpcka CTeneH
"MeanumMHCKN nabopaHT" nam Takaea B obnactra Ha OMONOrUYHUTE N XUMUYHW HAYKMW.

2.9. TexHnyeckm cekpeTap - permctpartop - Tpsbsa fa nputexasa CpenHO Ui Bucle
obpa3oBaHue 1 gunnoma nnm cepTucpukaTt 3a KOMNIOTbPHA FPaMOTHOCT.

2.10. Jlabopatopusita TpsibBa [na pasnonara C nporpama 3a HenpekbCHaTo
noBMaBaHe Ha KBanuukaumnaTa Ha CnyXnTenute nog pasnnyHa gpopma (Kypcose, Hay4Hu
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MEpPOoNpUATUS 1 4p.)

3. Mpuem Ha bronornyHm Npobu 1 3gpasHa NHOPMaLNS 3a NAUNEHTUTE

3.1. BuonornyHmaT matepman ce TpaHcnopTMpa OO reHeTumyHata nabopaTtopus B
cneuvaneH 3a uenta KOHTeWHep unum (uATbpHU OnaHkM (3a LenuTe Ha HeoHaTanHus
CKPUWHUWHI) 1 ce npugpyxasa OT creumannaupaH OOKYMEHT - "Mopbyka"’, KOATO CbAbpXxa
HeobXxoOouMMTE OaHHM 3a CbOTBETHOTO reHeTMYHo uacneppaHe. "lMopbuykata" TpsibBa Aa
cbabpxa usbpaHua OT NauueHTa MexaHu3bM 3a npegaBaHe Ha pesayntatute (INYHO, Ha
Haco4Bawmsa nekap, No nowara, No €neKTPoHeH MbT U T.H.) C Haco4yBaHe KbM MeOuKo-
reHeTnyHa KoHcynTauums.

3.2. KoHTenHepuTe ¢ buonornyHmTte npobu, Bnm3awm B nabopartopusta, Tpsbea aa
6boaTt HagnuMcaHu YeTNUBO BbPXY HeoTneneaw ce eTukeT. HaanucbT cbabpxa 9-3HayeH
OyKBEHO-UMKPOB KOO, ChopMMpaH OT TPWUTE UHMUMAnNa WM NbfHata poxaeHa pata Ha
nHomeuaa, nnm bapkon. [latata n 4acbT Ha B3eMaHe Ha npobaTta cbuwo Tpsibea na 6baat
otbenssaHn. MNpn B3emaHe Ha MOBevye OT efHa enpyBeTKa BCsSka enpyeeTka TpsbBa na e
HagnucaHa nHanBuayarsnHo.

3.3. MonekynsipHo-reHeTnyHaTa, buoxmmmyHaTa M CKpuWHMHroBata nabopartopus
npuemat 3a M3CnegBaHe caMO KayecTBeHW OWMONormyHW matepuanu, B3eTW CbriacHo
n3nckBaHMATa. 3a0bMXMTENHO Ce 0TOEeNa3Ba BbpXy NpUAPY>XaBalwms MaTtepuana GOKYMEHT
"Mopbyka" MMETO Ha npuemawus, gata M 4Yac Ha npuemaHe Ha martepuana, BMAbT Ha
mMarepuana M MACTOTO Ha CbXpaHeHuMe Ha matepvana [o HayanoTo Ha aHanuTuyHata
obpaboTka.

3.4. HbopmaumsaTa 3a npobuTe, HEOTroBapSAWM HA KpUTEpUUTE 3a Ka4vyecTBo, Ce
LOKYMeHTUpa B WHGOPMauUMOHHaTa cuctema. Tean npobu ce yHuwoxaeaT CbobpasHo
JeicTaBawmTe HopMatMBHM akToBe. 3a ToBa 0OCTOATENCTBO He3abaBHO Ce yBenoMsiBa
nanpawawmaT nekap.

3.5. Cnepn v3BbplwBaHe Ha n3cnenBaHnsaTa U NOCTaBsHe Ha AMarHo3a OCTaTbKbT OT
61ONoOrMyHMA MaTepman MoXe Aa Ce aHOHMMM3Mpa 1 ga Ce U3non3Ba kato KOHTpona unu B
pewaBaHeTo Ha Hay4yHW 3adayun, ako e B3eTO MHJPOPMUPAHO Cbrnacue 3a ToBa. oBa He
BaXXW 3a NpobuTe 0T MAcoBUSA HEOHATANEH CKPUHUHT.

3.6. Buonornynute npobu TpsbBa Oa ce B3emMar CTEPUNHO B MaHWMynauMoHHa.
Bcrukn 1M3non3eaHm wram M CnpuvHUOBKM TpsbBa Oa Ce W3XBBPNAT B KOHTENHepU 3a
cbbupaHe Ha KOHTaMMHMPaHM 0TNaAbLUM CbrNacHO pernameHTMpaHuTe npoueaypw.

3.7. TpaHcnopTbT u paboTtata ¢ buonornyHuTe nNpobu TpsbBa Aa cnenBat BCUYKM
N3NCKBaHMS 3a paboTa ¢ KOHTaAMVHUPAHW MaTepuanu.

4. VH(popMmupaHO cbrnacMe 3a W3BbPWBAHE HA MONEKYNAPHO-TEHETUYHN U
OMOXUMNYHUN FEHETUYHN M3CNEABAHMNS

4.1. BCUYKM MONEKYNAPHO-TEHETUYHN U OUOXMMUYHN TEHETUYHU W3CNEeLBaHus ce
n3BbplwBaT cneg noanuceaHe Ha crneuwanHo 3a uenta "VIHopmupaHo cbrnacume” ot
n3cnenBaHns NN HErOB 3aKOHEH NpeacTaBmTen.

4.2. 'HpopMMpaHOTO Cbrnacue cbobpXa: cbrnacve 3a B3emaHe Ha buonoruyeH
mMarepvwan 3a W3BbpWBAHE HA CbHOTBETHOTO W3cCnenBaHe, WHJOPMaUMATa, KOSATO
n3cnensaHnsaTa pgasaT 3a nauuMeHTa W HEroBoTO CEMEeNCTBO, OrpaHuyYeHusita Ha
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npunaraHuTe MetTogu 3a macrnenBaHe, Bb3MOXHUTE PUCKOBE OT U3CnenBaHusATa, KakTo U
HauyMHa Ha nonyyaBaHe Ha peaynTtata. B cbrnacmeto uspmyHo ce otbensssa uenta Ha
n3cnegBaHeto  (HayyHa, nocCTHaTanHa  AuarHocTvka, npeHaTanHa  OnarHoCcTuka,
npenknnHNYHa OMarHoCcTuka, OOKa3BaHe Ha XeTepo3MroTHO HOCUTENICTBO, onpenensHe Ha
FreHeTMYHO NpenpasnoNioXeHNe) U reHetmyHata nabopatopusi, B KOSiTO lWwe 6bpart
npoBedeHn aHannsunTe.

4.3. Npwn B3eMaHe Ha BonornyeH Matepuan 3a Hay4yHu U/unm KIMHUYHW U3NUTBaHNSA
e HeobXxoOMMO KOHKPETHO 3a LuenTa paspeleHume OoT eTuyHa Komucusi (B nevyebHOoTo
3aBefileHVe Uy BUCILETO MEOULIMHCKO yUYunuile).

5. Perncrtpaumns n cbxpaHeHne Ha MHgopmaumaTa

5.1. labopaTopusata TpsbBa Oa pasnonara CbC 3awmTeHa KOMMTbpHA CUCTeEMa 3a
perucTpaums, CbxpaHsBaHe W ynpasleHWe Ha [aHHUTEe W pe3ynTtatute Ha nauneHTute
CbrnacHo gencreawmTe HopMaTUBHN aKToBe.

52. Usnata wuHopmauus 3a naumeHta u  OuonornyHMTEe Matepuanu  3a
N3CnefBaHETO Ce CbXPaHsSBAT C YHWKaNeH MAEHTUMUKALMOHEH HOMep (BykKBEHO-LMMPPOB
nnn 6apkoa) 1 ce BHACAT B KOMNIOTbpHa 6a3a gaHHW. JJocTbn [0 Te3W OaHHM uMaT camo
nvua, onpeneneHn oT pbLkoBoaUTENS Ha nabopartopusiTa.

5.3. laHHMTEe OT m3cnenBaHuaTa TpsibBa na 6baaT CbxpaHsBaHW Ha €NEKTPOHEH U
NUCMEH HoCcUTEeN MUHUMYM 20 rOANHW.

5.4. NabopaTtopuaTa TpsibBa ha CbxpaHsiBa MHPOPMaLUS OTHOCHO CbCTOSIHMETO Ha
npobuTe, KOUTO HE OTrOBapPAT HA NPUETUTE KPUTEPUN.

5.5. Jlabopatopusita TpsbBa Oa CbxpaHsaBa 3anucuTe C pe3yntatun OT BbTPELEH
nabopaTopeH KayeCTBEH KOHTPOS U BbHLWHA OLEHKA Ha Ka4eCcTBOTO.

6. [lpenaBaHe Ha pesynraTute

6.1. Pesyntatute OT u3BbpWEHUTE M3CNeABaHWs Ce npepasaT camo B nedvaTteH
MACMEH BWA Ha W3CNeABaHOTO nuue no u3bpaHuss OT HEero MexaHu3bM (IMYHO, Ha
Haco4Bawwmsa nekap, No nowara, o enekKTPoHeH NMbT U Ap.) C HAaco4YBaHe KbM MeOUKO-
reHeTuyHa KoHcyntauus. Pesyntatute morat na 6baoaTt OOCTBMHU B MHTEPHET cTpaHuuarta
Ha nabopaTopusaTa CbC 3alWMTEH AOCTbN (MHAMBMAYaNHa Napona).

6.2. Peayntatnte o1 nscnenpanmata tpsibea 3aabKMTENHO Aa CbAbpXarT:

6.2.1. TpuTe nMeHa Ha nscnenBaHnsa UHONBUA,.

6.2.2. lata Ha paxgaHe.

6.2.3. Ton.

6.2.4. VipeHTunKaumnoHeH HoMep Ha nabopatopusita/ne4ebHOTO 3aBeieHNE.

6.2.5. [lata Ha B3eMaHe Ha npobara.

6.2.6. [lata Ha nocTbnBaHe Ha NpobaTa B naboparopusTa.

6.2.7. Bug Ha npobarta 3a n3cnensaHe.

6.2.8. MeTo4a, C KONTO € M3BbPLEHO U3CNeABaHETO.

6.2.9. PedpepeHTHM rpaHmum Ha nacnensaHns GoXMMmyeH napamMeTbp.

6.2.10. [lata Ha n3pasaHe Ha pesynrarta.

6.2.11. lomnuc Ha cneumanucTa, W3BBPWMUA aHANU3UTE, WU HA HavanHUKa Ha
nabopartopusTa.
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6.2.12. MbneH agpec Ha nabopaTopusiTa, TenedoHn, dakc 1 enekTpPoHHa nowa.

6.3. IHTepnpeTauns Ha pesynrtara v npenopbky 3a Mo-HaTaTblWHN U3CnenBaHus,
ako ca Heobxogummu, ce NpPaBAaT OT Nekap CbC CNeuManHocT No MeauUUHCKAa reHeTuka B
npoueca Ha MeaunKo-reHeTNUYHa KOHCynTaums.

7. KayecTtBeH KOHTpON

7.1. labopaTopusita TpsibBa Oa pasnonara CbC CUCTEMA 3a BbTPELWEH KAYECTBEH
KOHTPON Ha BCUYKW eTanu OT U3cnensaHeTo.

7.2. llabopatopusita TpsibBa na yyacTBa MoHe B efHa nporpaMa 3a BbHILHA OLeHKa
Ha kadecTtBoTO (BOK).

7.3. Npobute 3a BOK TtpsibBa ma 6bpaTt macnenBaHu MO CbUUS HAYUH, KAKTO W
npobute Ha nauneHTuTe.

7.4. Nabopatopusita TpsibBa Oa W3BbPpWBA BbTPEWHONAbOPATOPEH KayecTBEH
koHTpon (BKK) u koHTpon Ha peakTmBuTe, npobute 3a mscnegBaHe, M3BbPWBAHUTE B
nabopatopusita aHanu3u, n3non3esaHaTta anapaTypa u gp.

7.5. IlabopaTopusita TpsbBa Aa MMa ycTaHOBEHA CMCTEMA M CbOTBETHU MPOLEnypuU,
KOWTO [a npunara, KakTo u fa OOKYMEeHTUpa B3eTUTe MepKu, Koraro:

7.5.1. AHanMUTU4YHUTE CUCTEMU He OTroBapsAT Ha YCTAHOBEHWUTE KpUTepun Ha
nabopatopusita, BKNto4nTenHo pesyntatu ot BOK, komTo ca u3BbH LONYCTUMUTE FPaHULN.

7.5.2. Korato ca OTKpUTM rpewku B pe3yntatu Ha naumeHTu. Bnocnencteue
nabopartopusita Tpsibea 6bp30: Aa yBeooMU TO3U, KOMTO € nopbyan n3cnenBaHeTo Uan Beye
N3non3ea rpewHnTe pesyntaTu; na m3npaTtu HOBY - KOPUrMpaHu pesynTtaTtu; fa CbxpaHssa
KOMNue OT OpUrnMHanHMsa pesyntar u KopurnpaHmsa pesyntaT Hain-manko Ase roguHu.

8. PaboTtHa n cepBn3Ha nnouy

8.1. lTabopaToOpHOTO NMPOCTPaHCTBO TpsibBa Oa € [AOoCTaTbyHO ronsaMo, 3a ga morat
Ja Cce M3BbpWBAT BCUYKW npoueaypy B CbOTBeTHaTa nabopatopus - MONEKYNSPHO-
reHeTuMyHa, OMOXUMUYHA TreHeTM4yHa W CKpuHWMHroea nabopatopus. Heobxooumo e
noaxoasuo OCBeTNEHNe N BEHTUNAUMNS.

8.2. JlabopaTtopuata TpsibBa Oa OTroBaps Ha BCUYKUM HOPMATWMBHM WU3NCKBAHWS,
CBbp3aHM C OCUrypsiBaHe Ha 34paBOCNOBHM U 6e3onacHW YCNoBUS Ha  TPyA,
NpoTMBOMOXapHaTa oOxpaHa, CKnaavpaHe Ha XUMUYHW, OMONOrMYHM U PaaMOaKTUBHM
mMartepuanu.

B. CneundunyHn u3nckBaHMsS 3a NpoBexpaHe Ha OMoXuMMyHa AuarHocTUKa Ha
reHeTU4YHN 3abonsiBaHus

1. Onpepnenexve

1.1. labopaTopusita npoBexaa OMOXMMUYHA FEHETWYHA OMArHOCTMKA Ha BPOLEHWU
rpewkn Ha obmsHata (BIO) uypes aHanm3 Ha 6entbum K cneunduyHn MeTabonntTn u
npocnensiBa Ne4YeHneTo.

1.2. Jlabopatopusita npoBexna npeHataneH cepymeH OMOXMMMYEH CKPUHWHI Ha
OpeMeHHM XeHN 3a OLeHKa Ha pucka 3a cMHAOPOM Ha [layH, nedhekTn Ha HeBpanHata Tpbba
N KOpEMHaTa CTeHa.

2. HoBewwkm pecypcu 1 kBannukaums
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CwbrnacHo pasgen IV, 6ykea "A", 1. 2.

3. PaboTtHa n cepBn3Ha nnouy

3.1. NNabopatopusita Tpsabsa Aa pasnonara MUHUMYM ¢ 80 M2 paboTHa MoLL.

3.2. JlabopaTOpHOTO NPOCTPAHCTBO TpsibBa na umMa 4 OCHOBHWM (PU3NYECKMU
pasfenieHn NoMeLeHns:

3.2.1. MNomeweHre 3a nNpuemaHe, perucTpupaHe 1 pasnpenensHe Ha 6MonornyHuTe
marepuanu.

3.2.2. MNomeweHrne 3a W3BbHPWBAHE Ha CKPUHMPALM METabONUTHU U EH3UMHWU
nacnensaHus.

3.2.3. [oMeleHne 3a OOKYyMEHTMpaHe 1 pasnedyaTsaHe Ha pesyntatu, apxusmpaHe u
CbXpaHeHue.

3.3. Cknapnosu nomelleHns 3a 3ananumm 1 Hesananumm peakTuBM U KOHCYyMaTuBn (He
ca BKNoYeHM B paboTHaTa nnou).

3.4. JlabopaTopusaTa MOXe [a paskpusa LONbAHUTENHN CEKTOPU:

3.4.1. CbxpaHeHne Ha KNeTb4HU 1 YPUHHM Npobu.

3.4.2. MaHunynaumMoHHa CbC 3adb/IXUTENHW OoTOeNnHo 060cobeHn MnoMeleHus:
noMeLleHre 3a KOHCynTaumm; NoMeLeHe 3a B3eMaHe Ha KpbB U KOXHK Buoncun.

4. TabopaTopH¥ nokasaTenu u n3nckBaHms 3a GroxmMmyHa reHeTnyHa nabopartopms

C usknoyeHne Ha 4.1 (3afbNXMTENEH) BCMYKM OCTaHanu npobu ce HasHayaeat no
KJIMHWYHW NoKasaHus.

4.1. "MeTabonnMTeH CKPWHMHI" Ha ypwHa, BK/OYBAL, MNONYKONNYECTBEHW METOAMU:
KOHBeHUMoHaneH 10-nokasaTeneH NEeHTOB CyX TECT M KankoBu npobu 3a MeTuaManoHoBa
KUCENNHA, KETOKUCENVHWN, COEHWNKETOHW, peayumpaiwy cybcTaHumMn, XOMOreHTM3MHOBA
KMUCenuHa Ha ypuHa;

4.2. KonnyecTBeHO onpefensHe Ha ranakro3a B Cyxa Kanka KpbB BbpXxy OMNTbpHA
6naHka;

4.3. Ka4yecTBeHO onpepnensHe Ha onurosaxapuan B ypuHa - TLC metop;

4.4. KonnyecTBEHO onpenensiHe Ha obwwm mykononmaaxapuan - DMB meTog;

4.5. KayecTBeHO pasfensHe Ha mykononusaxapuan - TLC unm 2D enekTpodopesa.

4.6. Ka4yeCcTBEHO OTKpMBaHE Ha aMWHOKWUCENUHW B BUONOrnYHM TeyHocTu - 2DTLC
B'bPXY MMKPOLIENYNO3HN MEMOPAHN;

4.7. KonnyecTBeHo onpeaensiHe Ha aMUHOKMUCENUHN B BUONOrMYHM Te4HocTH - HPLC
NN MOHOOBMEHEH aBTOMAaTMYEH aHanM3aTop;

4.8. KonunyecTBeHO onpepnensHe Ha MeTabonnTm W OpraHMyHW KWUCENUHW B
6ronornyHn TeyHocTn - GC/MS n/unn TaHoeM-Mac-CneKTPOMETPUS;

4.9. KonuyectBeHo onpegensiHe Ha MHOMO AbArOBEPUXHU MACTHU KUCENUHWU (
VLCFA) B nnasma - GC/MS;

4.10. OnpepnensHe Ha rnKO30-6-dpocdaraexmaporeHasa, ranaktorpaHcgepasa u
61OTMHMOA3a B CYyXM MEeTHA KPbB BbPXY PUNTBPHU 6NaHKN OT MAcOBUS CKPUHWHT, CiefBaHe
Ha NMM3030MHM €H3UMU B TbKaHW Ype3 METOAM C U3MON3BaAHE HA CUHTETUYHM DNTYOPOreHHN U
XPOMOreHHN cybcTpat B OMONOrUYHU TEYHOCTHW TbHKaHW, BKMIOYMTENHO aMHUOUUTU U
XOPUOHHW KNeTKN 3a LiennmTe Ha npeHaranHara guarHocTtumka.
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(8 3aBucumocTt OT

n3bpaHmte npobu n pabotewmte) 3a OGMoxuMmuyHa nabopaTopusi 3a BPOAEHW FPewWKn Ha

obmsHaTta

5.1. [a30B xpomaTorpag-MaccenekTmseH
LeTekTop, cHabneH c ayTocemnnep

5.2. TaHOeM-MaccnekTpoMeTbp (B CnydyamTe Ha
MacoB CKpUHUHI 3a 20 6onectm)

5.3. HPLC rpanveHTHa cuctema c
donyopumeTpuyeH n UV netekTop

5.4. CnekTtpocdnyopumetbp (200 - 750 nm) un
ynTpa mukpokioseTa (8o 5 pl)

5.5. OtumTauw anapar 3a EJIM3A nnatku
(cnekTpodboTOMETBP, PNYOPUMETBP)

5.6. Y nTpa3BykOB XOMOreH13aTop 3a MAHUMAITHM
o6emu 0o 0.250 M

5.7. XomoreHusatop tun POTER ¢ TedpnoHoB
necTuk 3a obemu 1o 0.250 mn

5.8. pH MeTbp € TOYHOCT A0 2-pun 3HaK

5.9. EnekTpomarHntHa 6bpkanka

5.10. EnekTpoHHa Be3Ha ¢ To4HocT 8o 0,001
5.11. AHanuTuyHa Be3Ha ¢ ToyHocT no 0,0001

5.12. HuckoobopoTHa LeHTpodgyra no 5000 gc
neTsiw potop 3a obemn ot 15 mMn

5.13. HactonHa BncokoobopoTHa LeHTpodoyra 14
000 g 3a obemun ot 0,2 0o1,5 mMn

5.14. XnagunHa ueHTtpodoyra no 5000 g ¢ netsuy
poTop 3a obemu oT 15 mMn

5.15. ABTOMaTU4YH MUKPOMUNETU C NPOMEHNB
obem, obxsart ot 0.5 no 1000 pl

5.16. ABTomatunyHu nunetopu ot 0,1 go 5000 pl
5.17. MHOrokaHanHa nineTa

5.18. BoaHa 6aHs 0o 100° C ¢ enekTpoHeH
TepMmoperynartop v ctatmem 3a 1.5 0o

10 mn

5.19. BugecTunaTop - CTbKNEH C MUHUManNEH
Kanaumtet 5 nutpa/qac

5.20. eioHnsartop 3a Boga

5.21. XnagunHuk, 4° C, c kanauutet 0o 400 n

5.22. XnagnnHa kamepa, -20°C ¢ kanauuTeT Hag
400 n,

BepTuKaneH, c Hekmenxeta

5.23. XnagmnHa kamepa, -76°C, ¢ kanauuTeT Hag
600 n, BepTukaneH

5.24. BopTekc - 3a BCSIKO paboTHO MSICTO (He no-
Manko ot 5) n 1 obwy

5.25. KamnHm 3a paboTta ¢ TOKCUYHN XUMUYHM

W3rounuk: [IpaBHo-undopmanmonnu cucremu "Cuena"

16p.
16p.
16p.
16p.
16p.
16p.
16p.
16p.
26p.
16p.
1 6p.
16p.

16p.

1 6p.

6 6p.
36p.
2 6p.
16p.
16p.

36p.

4 6p.
16p.

16p.

17/12/2021 r.



Crpanumna 18 ot 33

BelecTeac 2 p8.60THI/I MecTa

5.26. HoBelwwKn pecypcHY KOMMIOTPY B okanHa 5 6p.
KOMMIOT bPHa Mpexa 1 CbpPBbP

5.27. HenpekbcHaT 0OCTbMN 00 UHTEPHET
5.28. CneunanmavpaH codpTyep 3a ynpasneHme (
LIMS) n cnyxebeH peructop

6. O6eM Ha nscnenBaHms

6.1. [oovwHuAT KkanauuTeT Ha nabopatopus 3a OMOXMMWUYHU  FEHETUYHU
n3cnenBanns tpsibea ga 6bae ot 500 no 1000 naumeHTW, M3cneaBaHn NOCTHaTanHo, n 25
ceMmeicTBa, u3cnenBaHn npeHarasnHo.

6.2. JlabopaTtopusi, ussbplBala cepyMeH OMOXUMUYEH CKPUHWHI 32 CUHOPOM Ha
JayH, nedekTn Ha HeBpanHaTta Tpbba 1 KopemHaTa cTeHa, TpsbBa Aa M3cnenBa MUHUMYM
1000 npobwu 3a rogmnHa.

7. Mpuem Ha npobun 1 nHpopmaums

CwbrnacHo pasgen IV, 6ykea "A", 1. 3.

7.1. 3a nabopaTopusi, M3BbpWBaWA MeTaboNNTHU U EH3UMHWM WK3CNeaBaHns,
cneunanuanpaHuaT OOKYMEHT, npuipyXxasal, matepuana 3a uscnefpaHe, € "mopbyka 3a
BPOLEHN rpewwkmn Ha obmsiHaTa".

8. AHANUTNYHM NPUHLUMMKX 3@ 3B BPLIBAHE HA BOXMMUNYHI N3CNeaBaHNA

8.1. Obwm nonoxeHus

8.1.1. V3nonseaHnTe MeTOOM YECTO WUMaT MHOXECTBO MPUEMNBU BapUaHTW.
AHanuTuyHata  HageXAgHoCT  (TOYHOCT,  Bb3NPOM3BOAMMOCT,  YYBCTBUTENHOCT 1
CneumuYHOCT) N KANHUYHA HaOEeXHOCT (4YBCTBUTENHOCT U CNEUMUYHOCT) Ha BCEKM
mMeTon TpsibBa Aa O6bhaT yCTaHOBEHM M LOKYMEHTUPaHW B KOHKpeTHaTta nabopatopus. Te
3a4bNXUTENHO ca NpenopbyaHy OT OTOpM3MpaHa 3a uenta MexayHapoaHa UHCTUTYLNS.

8.1.2. CneumanuaupaHute wu3cnenBaHus, KOUTO He Morat ga ce npoBexpar B
KOHKpeTHaTta nabopartopus, Morat ga Ce Hacoysar KbM Apyru nabopatopuun y Hac unu B
yyxx6uHa npy cbbNaaBaHe Ha M3MCKBAHMSATA 3a n3npawaHe Ha bnonormyeH matepman.

8.1.3. MNpwn mnacnenBaHuss 3a BIO kato M3TOYHUK Ha MeTabonuMTM ce WU3Non3ear:
cepyM, nnasma, ypuHa (3a opraHvy4HW KWUCENWHW, MyKOMonu3axapuiun v onurosaxapuau),
cyxa Kanka KpbB MM ypuHa BbpXy PUATbpHa GnaHka OT MacoBMS CKPUHWHI U PAOKO
nukKBop (xunepravunHemmns). MNMpn HAKoM cnydam (NnpocneasisaHe, npeHaTanHa auvarHosa) ce
n3non3eat uM Opyrn OGMONOrMYHM TEYHOCTM WM KNEeTKU (aMHWOUMUTW, aMHMOTUYHA TEYHOCT,
XOPWOHHM BbCK chnbpobnactu n ap).

8.1.4. \3onupaHeTo Ha MeTabonntn OT cepym/nnasma ce n3ebpwea 4o 30 MUH cnen
B3eMaHe Ha KpbBTa. JINKBOPBT Ce 3amMpassiBa BefHara crnef B3emMaHe.

8.1.5. Bcmukn 6uonormyHn matepuanu ce cbxpaHsBat Ao aHanua Ha -20°C, a 3a
6rnobaHka Ha -70°C.

8.1.6. Npeanounta ce 24-4acoea ypuHa 6e3 KOHCEepBaHTU, C KOATO We ce oTyeTart
BapvauumTte npes aeHs. [onycTuMo e M3non3BaHeTo Ha 2 nopumy unm npoma3sosHa npoba
(He NbpBa CyTpewHa ypuHa).

8.1.7. B ypnHa meTabonmtute ce naumcnsasat Ha mol KpeaTHUH.
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8.1.8. Bcuyuky onpenensiHvis ce 3B bplBat B TPOWHM Npobu.

8.1.9. NHTepnpeTaumsita Ha MeTabonnTUTe U3MckBa M3paboTBaHETO HAa COBCTBEHM
peepeHTHN CTONHOCTMW.

8.2. KonuyectBeH aHanM3 Ha aMUHOKUCENUHW Ce W3BbpWBa Ha MpuHUMNa Ha
obpaTHoa3oBa 1M KOHOOOMEHHA XpoMaTorpadms Ha aBTOMaTMYEeH aMMHoaHanmMa3aTop.

8.3. KonmyecTtBeH aHanns3 Ha opraHuyHn KUCEeNNHN B ypUHa.

8.3.1. [llpuvHumMn Ha gOepuBatTM3aums: OKCUMUPAHE Ha 2-KETOKUCENUHUTE U
TPUMETUNCMANOBU OepnBaTW.

8.3.2. NpnHumn Ha aHann3a - ra3oea xpomaTorpadusi ¢ Mac-cefieKTUBEH OeTEeKTop.

8.3.3. Kannbpaums Ha mMac-cenekTMBHUS OETEKTOP Ce M3BbPWBA €XEeOHEBHO npeau
aHannsa Ha NpobuTe CbrnacHo MHCTPYKUMUTE KbM anapara.

8.3.4. MNprHuMN Ha naeHTUUKauUms - cneumanmampaHa n cobcTeeHa mac-cnekTpanHa
6rnbnunoTeka.

8.4. Mykononusaxapuan B ypuHa (MI13):

84.1. KonnyectBeHO oOnpepensHe Ha CNeKTpoOPOTOMETPUYEH MpUHUUN  C
6MMETUNIMETUNEHOBO CUHBO.

8.4.2. KayeCcTBEeHO opakuUMOHMpaHe Ha NpuHLUMNa Ha TbHKOCOMHA XpoMaTtorpadgus
nnn gBynoco4yHa enekTpodgopesa.

8.5. loka3BaHe Ha natofiormyHa ekckpeums Ha onurosaxapuou ce u3sbpluBa Ha
npuHUKMNAa Ha TbHKOCNONHA Xpomartorpagus.

8.5.1. InarHoCTU4YHN EH3UMHN aHANN3N:

8.5.1.1. NMpnHUMNBT Ha aHanM3 e cnekTPodNyopuMeTpuYeH ¢ 4-meTnnymbenngoepoH
(MPY HEBB3MOXHOCT Ce 13nons3sa 4-HUTpPopeHOI0BM OepuBaTn).

8.5.1.2. EH3MHaTa akTMBHOCT B KNeTKM Ce OTHacs Ha mg 6enTbKk.

8.5.2. iHTepnpeTauusita e 3agbNXUTENHO: KbM COOCTBEHN PEPEPEHTHN CTOMHOCTN;
KbM MONOXWUTENHW W OTpUUATENHW KOHTPONM. 3a BCUYKM W3MNON3BAHU MeToam
nabopatopusita TpsbBa na pasnonara cbc cO6CTBEHN PePEPEHTHN CTONHOCTUN, N3paboTeHn
CbrnacHo MeguumHckus ctangapt "KnuHnyHa nabopartopus”.

9. KayecTtBeH KOHTpON

BbTpeweH kayvectBeH koHTpon (BKK) n BbHWHaA oueHka Ha kadvectBoTto (BOK) ce
OCbLIECTBSBAT CbIrNacHO NpMHUMNMTE, NocoYeHun B pasaen IV, bykea "A", 1. 7.

B. CneunmdunyHm wn3nckBaHMsS 3a MpoBeXAaHe Ha OVMOXUMUYEH CKPUHWHI Ha
OpeMeHHM XeHn 3a cuHapoma Ha [layH, nedekTn Ha HeBpanHata Tpbba u KkopemHaTa cTeHa

1. Onpepnenexve

NabopaTtopum 3a OUOXMMUYEH CEPYMEH CKPUHUHF Ha OpeMeHHM XeHu ca
nabopatopun, KOMTO y4acTBaT B U3BbPWBAHE HA WM3CNeABaHWS 3a OOPOLOB CKPUMHWUHI 3a
OLeHKa Ha pucka 3a cuHopoma Ha [layH, oedpekTn Ha HeBpanHaTta Tpbba M KopemHaTa
cTeHa.

2. HoBewkun pecypcu

CwbrnacHo pasgen IV, 6ykea "A", 1. 2.

3. Ksanugpumkauus
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3.1. PbkoBoamTten Ha nabopatopusi 3a GBUOXMMUYEH CEPYMEH CKPUHUHT Ha BpeMeHHM
XeHn 3a cuHapoma Ha [layH, nedbekTv Ha HeBpanHaTta Tpbba 1 KopemHaTa cTeHa MOXe Aa
6bae nekap ¢ npusHaTa MeaMumuHcKa cneumanHocT no npodguna Ha nabopartopusTa.

3.2. CneumanMctbT € XMMUK Ui Bnonor ¢ MarmcTbpcka CTENEH NN nekap.

3.3. MeaunumHckmaT nabopaHTbT TpsbBa Aa nputexasa bakanaBbpcka CTeneH
"MeaunumnHCKK nabopaHTt".

3.4. TexHN4eckunsAT cekpeTap e CbC CepTUdmKaT 3a KOMMIOTbpPHA rPamMOTHOCT.

4. KayecTBeH KOHTpON

CwbrnacHo pasgen IV, 6ykea "A", 1. 7.

5. PaboTHa nnowy

Nabopatopusita Tpabsa Aa pasnonara MUHUMYM ¢ 60 M2 paBoTHa NNOLL.

5.1. JlabopaTOpHOTO NPOCTPAHCTBO TpsibBa na uMa 4 OCHOBHWM (PU3NYECKMU
pasaenieHn NoMeLeHns:

5.1.1. lNomelueHre 3a npuemaHe, peructpupaHe 1 pasnpenensHe Ha matepuanute 3a
nacnensaHe.

5.1.2. MomelleHne 3a NOAroToBKa Ha NpobuTe 3a aHanus.

5.1.3. lNomMelleHne 3a n3BbpLlIBaHE HA aHANN3W.

5.1.4. NMomelueHne 3a B3eMaHe Ha BronoruyeH matepuman.

5.2. YakanHsa ¢ poctatbyeH O6poit censwm mecra.

5.3. ToanetHa 3a nauneHTu.

5.4. labopaTopusiTa MOXe Oa paskpvBa MEAUKO-TeHeTMYHA KOHCYNTauns B OTAENHO
NMOMeLleHe UM Ja HacoyBa MNaUMEHTUTE KbM Opyrn KabvHeTu 3a MeauKo-TeHEeTUYHO
KOHCYNnTupaHe.

6. MuHnmaneH 3agbnxuteneH obem nabopaTtopHuM mokasaTenu u M3UCKBaHUS 3a
OMOXMMUNYEH CEPYMEH CKPUHWMHI Ha OPEMEHHM XEHW 3a OueHKa Ha pucka 3a CMHOpoOMa Ha
[ayH, nedekTn Ha HeBpanHaTta Tpbba 1 KopemHaTa CTeHa

6.1. JlabopaTtopusaTa TpsbBa na u3nonaea Han-manko asa GnoxmmMmyHu mapkepa (AFP
n free b-hCG Hanpumep) 3a nocturaHe Ha MUHUMYM 60 % OTKPUBAEeMOCT BbB BTOPU
TpuMecTbp 1 90 % B NbPBU TPUMECTBP NPU S % dpanwmBo NONOXUTENHN pe3ynTaTu.

6.2. Jlabopatopuata TpsibBa Aa pasnonara CbC crneunanuavpaHa KoMMioTbpHa
nporpama 3a npecMmsatTaHe Ha pucka OT paxjjaHe Ha JeTe CbC cumHApoma Ha [layH B nbpsM,
BTOPM TPUMECTBP M MHTErpvpaH OT pnBaTta. M3nonseaHaTta nporpama TpsibBa na 6bae
NMUEH3MpaHa OT MeXAyHapo4eH opraH, 0TopmM3upaH 3a uenra.

6.3. lNpeon B3emaHe Ha peleHWe 3a uacnenBaHe nabopatopusita TpsibBa ga
npegnara Ha OpeMeHHUTE XEeHW MUCMeHW maTtepuanu (6powypwu, NUCTOBKKU), KOUTO Aa
CbAbpXaTr OCHOBHA MHGOpMauMs 3a cuHapoma Ha [layH, nedbekTnte Ha HeBpanHaTta Tpbba
N KopemHarta CTeHa, MHdopmaums 3a npennaraHoTo nacnensaHe (kora, kak v Kbae Moxe
[a ce npoeenge), pUCKOBETE 1 HeJoCTaTbUUTE HA N3NON3BAHMA CKPUHMpPALL, MeTO[, KakBo Aa
ce o4akBa.

6.4. llabopaTtopuata TpsbBa fa npegnara MHopMaums 3a HacoyBalmus nekap - kora
Ce N3BBbPLWBA OUOXUMNYHUAT CKPUHMHE 3a MbPBM U 32 BTOPU TPUMECTBbP OT BPEMEHHOCTTA,
KakBa npoba ce n3cnenBa, KpUTepMUTE 3a KAYECTBOTO Ha Npobarta, o4akBaHaTa aHanMTU4Ha
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HaLeXOHOCT (4yBCTBMTENHOCT, CMEeUMMUYHOCT), Ha4YMHa Ha OocTaBsiHe B nabopatopusiTa,
WHpOpMaLMs 3a BpeMeTpaeHeTO Ha W3CnegBaHeTo W HayvHWTEe 3a MofiydyaBaHe Ha
pesynTtaTtuTe - No Kypuep, hakc, nowa, B eNeKTPOHEH B4 C napona.

7. MuHumanHa 3anbnxuTenHa anapaTypa 3a nabopatopusi 3a 6UOXMMNYEH CepyMeH
CKPUHMHI Ha OpeMeHHM XEeHW 3a oueHka Ha pucka 3a cuHopoma Ha JlayH, oedekTu Ha
HeBpanHaTa Tpbba 1 KopemHaTa cTeHa

7.1. ABTOMaTMYHA MK NonyaBTOMatmyHa cuctema, 6basvpaHa Ha nyopuMeTpuyHu,
NYMUHOMETPUYHN NN XEMUSTYMUHUCLLEHTHN UMYHOMETPUYHU MeToaM 3a onpenensHe Ha AFP,
F-b-HCG, EcTtpuon, PAPP-A.

7.2. JTabopaTopHa LueHTpodpyra oo 5000 g ¢ netsw 3a obemun 2 - 10 mn.

7.3. HactonHa nabopaTopHa ueHTpodoyra oo 14 000 g 3a obemm 0,2 - 2 mn.

7.4. ABTOMaTU4yHN MUKpOMMNETU ¢ npomeHnnB obem, obxeat ot 100 mo 1000 pl 3a
BCSKO pabOTHO MACTO (MUHUMYM 2) U €4MH PE3EPBEH KOMMEKT.

7.5. ABTOMaTU4HN Mukponunetn ¢ domkempaH obem ot 10, 25 n 50 pl, 3a Bcsko
paboTHO MSACTO (MUHUMYM 2) N eOVNH PE3EPBEH KOMMEKT.

7.6. BugecTunartop - CTbK/IEH C MUHUMAaNEeH KanaumuteTt 5 nutpa/yac.

7.7. XnagunHuk, 4° C, c kanaunteTt 0o 400 n

7.8. XnagunHa kamepa, -20°C, ¢ kanaunteT no 400 n, BepTukaneH, c yekmenxeTa.

7.9. KomnioTpu: eovH 3a n3yncnseBaHe Ha pucka 3a paxpaHe Ha fgeTte CbC CUHOPOM
Ha [layH n aBa 3a perncrpauus Ha nauneHTn, matepuann n pesyntatu.

7.10. JlTabopatopusita TpsibBa na pasnonara C fokanHa KOMMTbpHA Mpexa W
HernpekbCcHaT OOCTbN OO UHTEPHET.

8. ObeM Ha nscnegBaHnsTa

Nabopatopus, n3BbpwBala cepyMeH BMOXUMUYEH CKPUMHUHT 3a CMHOPOM Ha [ayH,
nedekTn Ha HeBpanHata Tpbba u KopeMHaTa cTeHa, TpsibBa oa mnacnensa MuHUMyM 1000
npobu 3a roguHa.

9. KayecTBEH KOHTPON

CvrnacHo pasgen IV, bykea "A", 1. 7.

. CneunuyHn N3MCKBaHUS 3a NPOBEXJaHe Ha MacoB HeoHaTaneH CKPUMHUHI 3a
denunkeToHypus (PKY) n gpyrvn BpoaeHu rpewwkm Ha obmaHata (BIrO)

1. Onpenenexve

[eHeTUYHNTE CKPWMHUHrOBM nabopartopum ca 6uoxmmmyHu nabopatopum, KOUTO
N3BBbPWBAT M3CNEABAHNS 3a HEOHATANIEH CKPUHMHT HA BPOAEHU rpewkun Ha obmsaHaTa (BIrO)
1 Opyru HacneacTBeHn 3abonssaHms.

2. Hoselwwku pecypcu

2.1. B reHeTU4Ha CKpMHUHroBa nabopaTtopusi, KOSTO M3BDbpPLIBA HEOHATANEH MacoB
CKPUHVHT 3a BPOAEH xunotmpeonansbvm nnn ®KY, pabotart: 2 cneumanmictu (xummk, éuonor,
BroXMMmKK, papMaLeBT); 4 MeAMUUHCKM NabopaHTW; TEXHUYECKN CbTPYLHUK - Pernctpartop;
caHuTap.

2.2. 3a reHeTu4yHa CKpWHUHroBa nabopaTopusi, KOATO W3BbPWBA HeoHaTanHu
CKPUHVMHIOBM wu3cnenBaHus 3a 20 BpoOeHW rpewkn Ha obmsHata uype3 TaHoem-mac-
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cnektpomeTpusi oo 70 000 HOBOPOLEHWN rOOUIIHO ca HeobXxoaMMu: 2 CneunannucTn (XUMKK,
6uonor, 6uoxmMuk, dbapmaueBT); 4 MeOUUMHCKM nabopaHTW; TEeXHUYECKM CbTPYOHMK -
peructparop; caHuTap.

3. Ksanndukauus

3.1. PwbkoBoouten Ha OMOXMMUYHA TEHETWYHA HeoHaTanHa CKPWHMHroBa
nabopatopuss e nekap C npu3Hata MeguuMHCKa CreumanHocT no npoguna  Ha
nabopatopusiTa.

3.2. CneunanuctbT € nekap, ¢apmaueBT, OGMONOr WM XMMUK C MarnctTbpcka
obpa3oBaTtenHo-KBanMgMKaUnoHHa CTEMNEH.

3.2.1. MenounumnHcknsaT nabopaHT TpsibBa na npuTexasa bOakanaBbpcka CTeEMeH
"MeonumnHCKK nabopaHTt".

3.3. TexHunyeckusiT cekpeTap TpsibBa [Oa npuTexaea cpenHo obpasoBaHue U
aunnoMa nnm cepTudomnkar 3a KOMMNIOT bpHA rPaMoTHOCT.

4. PaboTHa 1 cepBu3Ha nnouy

4.1. NabopaTopusaTa Tpsbsa Oa pasnonara MUHUMYM ¢ 60 M2 paboTHa Mo,

4.2. JlabopaTOpHOTO MPOCTPaAHCTBO TpsibBa nOa wMMa 5 OCHOBHU (OM3NYECKM
pasneneHn NoMeLeHns:

4.2.1. NomelweHne 3a NpMemMaHe, peructTpmpaHe n pasnpenensHe Ha matepuanuTe 3a
nacnensaHus.

4.2.2. [1ee nomelleHusl, e0HOTO C XMMUYecka kammHa 3a NOAroToBKa Ha npobuTe 3a
MS/MS.

4.2.3. NoMelleHre 3a N3BbPLIBAHE HA CKPUHMPALLN METAOONNTHN aHaNN3N.

4.2.4. loMelleHe 3a OOKYMEHTMPaHE 1 pasnedyaTtBaHe Ha pe3ynTtaTtu, apxvmeBupaHe n
CbXxpaHeHue.

4.3. JlabopaTtopusata MOXe Oa pas3KpuBa KOHCYNTATMBEH KabWHET B OOMBAHUTENHU
noMeLleHns, KbM KONTO 3a4b/IXUTENHO nma:

4.3.1. HYakanHg ¢ poctatb4yHO MecTa 3a NauneHTu.

4.3.2. ToaneTHa 3a nauneHTu.

5. MuH1ManHa, 3aabixutenHa nabopatopHa anapaTypa

5.1. TaHOeM Mac-cnekTpoMeTbp (B cnyyan Ha 26p.
nacnensaHe 3a 20 6onecTwn)
5.2. AsTomaTuyeH pugep 3a EJIM3A nnatkn

(cnekTpodoTOMETBP,
P yopuUMETBP) 16p.
5.3. JTabopatopHa LeHTpodoyra oo 5000 gc 16p.

netauw potop 3a o6emu oT 15 mMn

5.4 HacTtonHa ueHTpodpyra o 15 000 g 3a obemun 1 6p.
ot 0,2 no 1,5 mn

5.5. ABTomMaTmnyHa BesHa o 0,003 g 16p.

5.6. ABTOMaTUYHN MUKPOMUMNETUN C NPOMEHNNB
obem c obxsar

o1 0.5 no 1000 pl 4 6p.
5.7. ABTOMaTU4HN NuneTopu 4 6p.
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5.8. MHorokaHanHa nuneta 36p.

5.9. TepmocTaTuampalla sogHa 6aHs no 100°C
CbC cTaTuBM 3a 0b6emu

no 10 mn 26p.
5.10. [elioHn3atop 3a Boja 16p.
5.11. XnagnnHuk, 4°C, ¢ kanaumteT 0o 400 n 26p.
5.12. XnagunHa kamepa, -20°C, ¢ kanauuteT 0o

400 n,

BEPTUKANEH, C YeKMeLXeTa 36p.
5.13. BopTekc - 3a BCSIKO paboTHO MSICTO (He mo- 3 6p.
Manko ot 3)

5.14. KamuHa 3a paboTta ¢ TOKCUYHN XUMUYHK 16p.

BelwecTBa ¢ 2 paboTHN MecTa

5.15. lMepcoHanHu KOMNIOTPY C NoKanHa 36p.
KOMMIOT bpHa Mpexa

5.16. HenpekbcHaT OOCTBHM 0O UHTEPHET, 16p.
cneumanmavpaH cogpTyep 3a cnyxebeH

perncTbp 1 Nporpama 3a ynpasneHve Ha
naboparopusta (LIMS)

6. KayecTBeH KOHTpON

NabopaTopusaTa 3aObfXWTENHO yyacTBa B CUCTEMa 3a BbHWHA OUEHKa Ha
Ka4yecTBOTO.

6.1. KOHTPONHU MaTepranu ce nony4YaeaTt U aHanu3mpaTt exXeMeceyHo 1 NonyYeHuTe
pesyntaty ce m3npawart Ha KOHTponHata nabopaTtopus, KOATO MM OuUEeHsiBa M Bpblua C
obparteH pesynrar.

6.2. Mpn ycTaHOBEHU OTKNOHEHWUs nabopatopusTa cnensa npotokonute 3a BKK u
aHanuaupa U3To4YHMKA Ha rpelwka C Len HeroBoTO OTCTpaHsiBaHe, KOETO ce OTpassiBa B
nabopaTopHUTE XypHanu.

6.3. MpoTokonnTe ¢ aHannanpaHuTe Npobu ce cbxpaHsaBaT Kato xapTueH Hocuten. B
Kpasi Ha rogMHaTa KoHTponHaTta nabopatopus n3gaBa LOKYMEHT 3a OLeHKa Ha KayecTBOTO
Ha N3BBbPLIBAHNTE aHANU3N.

O. CneundunyHn uM3NCKBaHMA 3a MpoBeXAaHe Ha MOJEKyNSapHO-reHeTUYHU
N3cnenBaHns n cbxpaHeHne Ha reHeTnyeH matepuan B JHK 6aHka

1. Onpepnenexve

MonekynspHo-reHeTu4yHaTa pguarHoctuka e aHanm3 Ha 4osewka [JHK, PHK wun
6enTbuM C Uen OTKPpMBaHe Ha W3MEHEHWS, CBbP3aHM C nposiBaTa Ha TFEeHEeTUYHU
3a60N5BaHNS UNW FrEHETUYHN NPeapasnofioXeHuns.

1.1. TabopaTopusita 0TroBaps Ha BCUYKMN KpuTepuun, 3anerHanv B pasgen IV A.

1.2. Pesyntatute oT MONEKYNSAPHO-TEHETUYHUTE U3CNeaBaHNs ca "NUYHKM JaHHK" no
CMUCB A Ha 3aKoHa 3a 3awmTa Ha IMYHUTE OaHHW.

1.3. MonekynspHo-reHeTuyHMTEe nabopatopum B ne4yebHW 3aBefeHns morat pna
nopabpxart AHK 6aHka.
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2. HoBelwku pecypcu

CbrnacHo pasgen IV, bykea "A", 1. 2.

3. Ksanugpukauus

3.1. PbKkoBOOMTEN HA MONEKYNSPHO-TEHETUYHA AnarHoCcTMyHa nabopaTtopus e nekap
C Npu3HaTa MegmumHeKa cneumanHocT no npodouna Ha nabopartopusaTa.

3.2. CneumannctbT € nekap € npuaHarta crneumanHocT (KnMHu4Ha nabopaTtopus uiam
apyra no npodgomna Ha naboparopusta) unm nekap, 6uonor, XumMuk, papmMauesT.

3.3. MepuumHckmat nabopaHT TpsibBa [na npuTexasa 6akanaBbpcka CTeneH
"MeanumMHCKN nabopaHT" nam Takaea B obnactra Ha OMONOrNYHUTE N XUMUYHW HAYKMW.

3.4. TexHn4yeckmsaT cekpeTap TpsibBa Oa npuTexasa cpegHo obpas3oBaHue U
cepTudukar 3a KOMNIOTbpHa rPaMoTHOCT.

4. PaboTHa nnowy

4.1. PaboTHa nnouy, oT MuHUMYM 90 M2, pasnpeneneHa B caMoCTOATENHO 060CO6eHN
noMeLeHns:

4.1.1. 3a npuemaHe, perucTpupaHe 1 pasnpenensHe Ha matepuanuTe.

4.1.2. 3a DOKyMeHTMpaHe, pasneyaTBaHe Ha pe3yntaTtu, apxmBupaHe u CbXxpaHeHune
Ha OOKyMeHTaumsaTa.

4.1.3. PaboTHOTO nabopaTopHO NMPOCTPAHCTBO TPsSOBa Aa MMa 5 OCHOBHU (OM3NYECKM
pasfneneHn nomeuweHus: 3a nsonupaHeto Ha OHK nnn PHK ot 6uonoruyeH matepuwan; 3a
NPUroTBSIHE Ha peakTMBM M OOOMB Ha OecTMAnpaHa u OeoHn3npaHa BoAa; 3a NoaroToBka
Ha npobute 3a amnandpukaums; 3a amnanukaums; 3a aHanuMa3 Ha npoaykTuTte ot
amnnudukaumuaTa.

4.2. NabopatopmaTa MOXe [Ha paskpuBa MaHUMNynauumoOHHa M KbM HEs CnegHuTe
3a4bMNXUTENHN NOMELLEHNS:

4.2.1. HYakanHg ¢ goctatb4yHO cegsawm Mecra.

4.2.2. ToaneTHa 3a nauneHTu.

4.2.3. lomelleHre 3a B3eMaHe Ha KPpbB 1 KOXHU Broncuu.

4.3. omelueHne 3a xnaannHuumTe, KamepuTe 3a 4bNO0KO 3aMpassBaHe U CbO0OBETE
3a TeyeH a3oT (B cnyyauTe Ha [JHK 6aHka) Tpsibea aa 6baaT cnefeHn exenHeBHo.

4.3.1. 3anucealwy TepMOMETPWU ca NPEenopbYUTENHUM 3a MEXaHW4YHUTE Kamepu 3a
Abnboko 3ampassiBaHe u xnaamnHuuu. MpenopbyBa ce Te ga 6bAaT CBbP3aHM C anapMeHa
CUCTEeMa, UHCTanupaHa Ha MSACTO, KbAeTo MOXe Aa ce 4yyBa 24 yaca B OEHOHOWMETO.

4.3.2. B nabopatopu1Tte, M3NOnN3Bawm Te4YeH as3oT 3a CbXpPaHEHWe Ha 3ampaseHu
KNeTKW, HUBOTO Ha Te4yHUsi a3oT TpsibBa na 6bhe cnefeHo Ha MHTepPBanu C Len ocurypsisaHe
Ha afeKkBaTHOTO My nogasaHe npes usnoTo BpeME.

4.3.3. Temnepatyparta Ha oko/nHaTa cpefna w/unu temnepartypara B uHkybaropute, B
KOUTO Ce U3BbpWBAT OTAENHUTE eTanu Ha uacnenBaHusaTa, Tpsbea ga 6boart cnemnexHu
€XeOHEeBHO W [a CbOTBETCTBAT HA TEMMepaTypHUTE MHTEpPBanu, NOCOYeHW B paboTHUTE
NHCTPYKLINN.

5. BapbnxuTteneH obem OT OEeNHOCTU, KOUTO TpsbBa fa M3BBPLWBA MONEKYNSPHO-
reHeTMyHa OnarHocTnyHa nabopaTtopus

5.1. U3onnpare Ha JHK/PHK ot 6buonormnyeH matepuan.
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5.2. AMnnndomkaums Ha cneumuyHn reHeTu4yH NoKycu € nonmMepasHo-BepuxHa
peakums.

5.3. EnektpodhopetnyHo pasgensiHe Ha HyKNenHOBUN KUCENNHN.

5.4. PeCTpyKUNOHEH aHanuna.

5.5. OCHOBHM BUAOBE XMOPMAM3ALUMOHH METOAN HA HYKNTIEUHOBMW KUCENTNHN.

5.6. AHanu3 Ha NnonAMMopOM3Mu.

5.7. Bb3MOXHOCT 3a OMPEKTHO aBTOMATUYHO CEKBEHUPAHE NN (pparMeHTEeH aHanms
NN eKCNPecuoHeH aHanms.

6. MwuHumanHa, 3agbnxutenHa nabopaTopHa anapatypa 3a MONEKynspHo-
reHeTumyHa naboparopus

6.1. LleHTpodbyra ¢ netsiw potop 3a obemm ot 50 1 6p.
mn 0o 5000 g/MuH

6.2. HactonHa BucokoobopoTHa LeHTpodoyrac 2 6p.
obemu ot 0,2 no 2 mn o 14 000 g/MWH

6.3. Tepmobnok 3a PCR enpyseTtku, 0,21 0,5mn 1 6p.

6.4. TepmocTat cyx 37° - 70°C 16p.
6.5. XnagmnHwuk, 4°C, Han 400 nutpa 46p.
6.6. XnanmnHa kamepa -20°C, Han 200 nntpa 36p.
6.7. NammHapeH 6okc, knac B 16p.
6.8. Anapar 3a amnnuguumpare Ha JHK 26p.
6.9. EnekTpoHHa Be3Ha C TOYHOCT O TpeTus 3Hak 1 bp.
6.10. pH MeTbp, 0O 2-pu 3HAK 16p.
6.11. BopTtekc 4 6p.
6.12. Tokousnpasuten 0o 250 V 26p.
6.13. Anapart 3a xopu3oHTanHa araposHa 1 6p.
enekTpodgpopesa

6.14. MarHnTHa 6bpkanka 16p.
6.15. ecTmnaTop unv LenoHnsaTop 16p.

6.16. XnanmnHa kamepa -70°C, Hag 400 nutpa (B 1 6p.
cnyyain Ha OHK 6aHka)

6.17. ABTOMaT4yeH CekBeHaTop MUHUMYM 4- 1 6p.
KanunsapeH

6.18. PCR B peanHo Bpeme 16p.
6.19. CnekTpohoTOMETbP 3a N3MepBaHe Ha 16p.
IOHK/6entbk B 06em 1 pl

6.20. DOTOOOKYMEHTAUMOHHA cucTema ¢ 16p.
TpaHcunyMnHaTop

6.21. KomMntoTpw, NprHTEpM 1 Bpb3ka B MHTEPHET 4 6p.

7. AHanuTMYHK NpyHUMNK 3a u3sbpuweaHe Ha [HK n3cnenBaHus 3a MeOouUMHCKU
uenu

7.1. Metogute TpsibBa ga ca paspaboTeHn u BanuamampaHu B nabopartopusTa.
N3non3sat ce KoMOMHaALUMM OT peakTuBM, KOMTO MoraT ga 6bhart OOCTaBEHW OT PasnnyHu
npounssoautenn. Bcska nabopatopus onpepens cneunuyHUTE XapakTepucTuky 3a
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JafeHns TreHeTW4eH aHanM3 CcbobpasHo um3cnedBaHata nonynaums OT  MNAUMEHTMW.
AHanuTuyHata M KAMHMYHA Banuau3auus Ha aHanMsa ce U3BbpWBa WU OOKYMEeHTupa ot
nabopartopusiTa.

7.2. N3cnenBaHusita, N3nons3Baly roToBu TbproBckn Habopu, ca n3usno OCUrypeHu
OT KOHKPETHWS Npon3BoaANTEN.

7.3. Bcuukm TbproBckn Habopu, M3NON3BaHU 3a OMArHOCTMYHM Lenn, Tpsbea na
cbAbpXar wuHJopMauMs 3a 4YyBCTBUTENHOCT, CMeundu4HOCT W Ha[eXAHOCT Ha
N3MNon3BaHMsa aHanns3 3a KoHkpeTHarta amnarHoctuka n CE mapka.

8. MNonxoam 3a MONEKYNAPHO-TEHETUYHN aHann3u 3a OMarHoCTUYHU Lenu

8.1. OupekTtHusat OHK aHanva 3a omnarHocTuyHW Uenu npu 3abonsiBaHus ¢ BMCOKa
anenHa XeTeporeHHocT TpsibBa La MO3BONsSBA OTKPMBAHETO HA He Mo-manko ot 80 % Ha
MONEKYNHNTE OePEKTUN, CBbP3aHM C KOHKPETHOTO 3abonsiBaHe.

8.1.1. N3BeCTHUTE MOnNEKynHu ngedektun ca Tesn, 3a Kouto mma gaHHn B HUGO
MUTATION DATABASE. Bcuukn metoau, N3non3eaHn 3a TbpCeHe Ha WU3BECTHW MyTauuu,
TpsbBa na NO3BONSBAT KATEropuyHOTO AOKa3BaHe Ha KOHKPETEeH MonekyneH pedekt. 3a
TOBa € HeobXx04MMO M3MNON3BAHETO HA CbOTBETHUTE PedPEPEHTHN KOHTPOIN (CneunduyHn
MyTaLuMn B XOMO- 1 XeTEPO3UrOTHO CbCTOAHNE U HOpManHa KOHTPOoNa).

8.1.2. HOBOOTKpPUTUTE CEKBEHUMOHHW BapuaHTW, 3a KOUTO HaAMa paHHum B HUGO
MUTATION DATABASE, ce npvemat 3a MONeKynHW nedekTu, Mmaln OTHOWEHUEe KbM
onpegeneHa naTtonorus, ako: e gokasaHa kocerperaumsara ¢ U3cnenBaHoTo 3abonsiBaHe B
CEMENCTBOTO; MyTauuMsaTa He e oTKpuTa B M3crenBaHa KOHTPO/HA rpyna nvua, nokasaHo
30paBu No OTHOWeEHWE Ha uacneasaHara natonoruns (bpost Ha nuuaTta B KOHTponHaTa rpyna
3aBMCK OT YecToTata Ha 3abonsiBaHeTo. Hanpumep 3a 3abonsiBaHns ¢ Yyectota 1:10 000 ce
nacneneat mnuHumym 100 3gpasu MHOMBUAA.); MyTauusaTa € JokasaHa B OBa He3aB/NCUMM
amMnangrKaunoHHM NpoaykTa; gokasaHa e Bpb3kara 1 C natonornsara 4pes ekcripecuoHeH
aHanua; NPOMEHST eBOJIIOLIMOHHO KOHCEpBATUBHA aMMHOKUCENNHA.

8.2. NHaompekTeH nogxon € TO3u, NpyU KOWTO B W3CNenBaHOTO CEMENCTBO ce
npocnensiBa kocerperaumsita Ha 3abonsiBaHeTO C MONMMOPOHU Mapkepu oT 6onecTHus
NOKYC.

9. O6WK aHaNUTU4YHN N3nckBaHUs KbM gmnarHoctndHmute OHK metoom

9.1. 3a AuarHOCTMYHW UenuM Morat pna Cce MW3Non3eart cnegHntTe OuoNnormyHu
marepuanu:

9.1.1. KpbBHM Npobu ¢ 0beM He no-mManbk OT 2 MunuanTpa B enpyBeTkn ¢ EDTA
aHTukoarynaHTt. KpbBHMTE nNpobu morat ga 6bhaTr CbxpaHsBaHW W TPAHCMOPTUPAHU He
noseye OT 48 yaca npu Temnepatypa 4° - 8°C. CbcupeHn KpbBHM NPobun He noanexar Ha
aHanus.

9.1.2. AMHMOTUYHA TEYHOCT - MUHUMYM 5 MUNUANTPA. AMHMOTMYHATA TEYHOCT MOXe
ha 6be cbxpaHsiBaHa M TpaHCnopTupaHa He noBeye OT 48 yaca npu TemnepaTtypa 4° - 8°
C. AMHMOTNYHA TEYHOCT C NPUMEC Ha KpbB He noanexu Ha OHK aHanms.

9.1.3. KynTusupaHu knetkm - MuHumym 1x108 knetkm. Te Tpsbsa na 6baar
CbXpaHsBaHM U TpaHCNOpTUpPaHM B CTepunHa cpena, npu temnepartypa 4° - 8° C 3a He
noseye oT 48 yaca.
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9.1.4. HekynTtmnBupaHu kneTku (bykanHa niraeuua, LepBuKanHu, ypetpanHu u gp.) ce
B3MMaT 1 TpaHCMOPTMpPAT Cbr1acHO ykasaHusaTa Ha KOHKpeTHaTa nabopatopusi.

9.1.5. TbkaHeH maTtepuan - MUHUMYM 5 munurpama. XopuoHHMTE BbCU TpsibBa Oa
6boat npenBapuTENHO OYMCTEHW OT deumiya. Te TpsibBa ga 6bhat CbxpaHsBaHWM U
TpaHCNOpPTUPaHM B CTEpUHa cpena unm ousnoniornyeH pasTeop npu temneparypa 4° - 8°
C 3a He noeeye OT 48 yaca. dPuKcupaHu TbkKaHu ca MNPUIOXUMK 3a aHanm3 camo B
onpeneneHn cnydam, NOCOYEHN OT KOHKpeTHaTa nabopaTopus.

9.1.6. KpbB, HakanaHa BbBbpXy crneumanHa unTbpHa OnaHka (0T MacoBus
HeoHaTaneH CKPUHUHT).

9.2. N3onunpaHeto Ha [MOHK/PHK ot 6uonoruyeH matepuan Ttpsibea ga 6bae
M3BBPWBAHO CbC CTaHOapTU3MpaHn MeToaukum Ha 6asata Ha nybnukyBaHuTe B
nutepartypata gaHHW Uav cneiBanku MHCTPYKUUUTE Ha MPOM3BOAMTENS MPU U3MON3BaHETO
Ha roToBu Habopw.

9.3. Konnyecteoto Ha JHK/PHK tpsibea oa 6bae namMepeHo cnekTpopoToOMETPUYHO.
N3onmpanata OJHK tpsibea na 6bae cbxpaHseaHa Ha -20°C (3a [JHK 6aHka npu -70°C) nog
96 % eTnnoB ankoxon UM pa3TBopeHa B cneunaneH bydgep. PabotHuTe Konnyectea Tpsibea
na 6bhaTt CbxpaHsBaHW Ha TemnepaTypu He No-BUCOKM OT 4° C.

10. N3nckBaHMsa KbM KOHTPOSTHUTE Matepmanu

10.1. Monbop 1 NpUroTBSHE Ha KOHTPONW. B pamknte Ha efHO M3cnenBaHe OCHOBHO
ce nanonaeart: (A) otpuuatenHn koHTponu, (B) nonoxutenHn koHTponu, (B) koHTponu 3a
anarHocTnyHu Mapkepu, () KOHTponu 3a onpegensHe Ha MONEeKynHuMs pasmep Ha
n3cnenBaHnTe Npoow.

10.2. ToyHaTa HykneoTuMaHa nocrnegoBaTenHoCT Ha uanonseaHute OHK coHau wnm
3apoaunwn (npainmepun) Tpsibea na 6baoe OOKYMEHTMpaHa Mo U3UCKBaHMWATA Ha FeHOMHUTE
6asn paHHM unum  nybnavkauuum B cneumanuavpaHata nutepatypa. CUHTETMYHUTE
ONUroHykneotTuamn TpsibBa ga 6baat CbNPOBOAEHM C MbJIHA TEXHUYecKka MHpopmauus ot
cTpaHa Ha NpoM3BOAMTENS.

11. MNonumepasHo-BepuxHa peakuuns (PCR)

11.1. MNpenopbYMTENHO € N3MON3BaHETO HAa PU3NYHU U/Mnn BroxummnyHn baprepn 3a
npepoTtepataBaHe Ha JHK koHTammHaums. MNpeamnnmndkaumoHHuTe npouenypu Tpsbea na
6baoaT U3BbpPLWBAHN B NOMELLEHNE 3a MOArOTOBKA Ha Npobute 3a amnandukaums, KbaoeTo
He ce paspelaBa BHACAHETO Ha aMnanukaumMoHHN npoaykTu. MNpeanMcTBo € omusnyecko
pasfensHe n orpaHnYeH NoToK Ha Tpaduka, KakTo 1 M3NON3BaHe Ha naMmuHapeH 6okc.

11.2. MNpwn amnnndpukaums Ha JHK/PHK ce nanon3sat KoHCymaTtmsm 3a efHoKpaTHa
ynoTpeba.

11.3. Kato amnnndukaumoHHa matpuua moxe ga ce nanonassa JHK nnn PHK /k OHK
(0T Bceku TUN sapeHn knetku). Mpu nanonssaHe Ha PHK e Heobxoommo BkYBaHE Ha
MOAXOASAWM KOHTPONM 3a obpaTHaTa TPpaHCKpUNUUS.

11.4. MoproTtoBkaTta Ha Npobu 3a amnangukaums, amMnanrkaumnsta u aHanm3bT Ha
amMnIMgmMKaUnMoHHNTE NPoayKTM TpsbBa Aa ce n3BbpwsaT B OTAENHN NOMELLEHMS.

11.5. MeTtogu, KOMTO M3MN0N3BaT pe-amnauukauns, npegpasnonarart KbM rpeLku,
cBbp3aHn ¢ PCR-koHTamuHaums. MNprnbaBsHeTO Ha matpuuarta 3a BTopaTta amnancukaums
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na 6bae pasneneHo omManyeckn oT npeamnandrukaumoHHOTO paboTHO MSACTO.

11.6. N3uckBa ce fa ce n3nons3eat MHAUBUAYANHU MMNETU HA BCSKO PaboTHO MSCTO.

11.7. Bcaka HoBa naptmpa coHnu (mpaimepwn) TpsibBa na O6bhe nNpoBepeHa BbPXy
pedepeHTeH matepuan 3a NOTBbpPXAaBaHe Ha CneumguyHocTTa U KONUYEeCTBOTO Ha
npoaykra.

11.8. KoHTpona 3a peakTuBute (6€3 HYKNEMHOBM KucenuHu) Ttpsbea na 6boe
BK/IlOYEHA BbB BCSKO M3CnegBaHe, M3MNoN3Balo nonnMepasHo-eepunxHa peakuus. Lpyra
oTpuuaTenHa KOHTpona MoXe [a BKNoYBa OTBOPEHA enpyBeTKa Ha paboTHOTO MACTO.

11.9. Nabopatopusita TpsbBa oa MMa KpUTEpUM 3a NPUEMAHE UM OTXBBPNSHE Ha
cneumguyHocTTa Ha amnamgukaumsaTa.

11.10. B cnyyai, 4e aMnanconkauMoOHHNAT NPOOYKT € KpaeH pe3yntar OT aHanusa, e
HeobX04MMO W3MON3BaHe Ha NOAXOASWM MONOXUTENHU W OTpULATENIHM KOHTPONIM 3a
yCTaHOBSIBAHE Ha eBeHTyanHa HeycCnewHa amnangoukaums BbB BCAKa aMnandomkaumoHHa
CMec.

11.11. Ycnosuata 3a amnandoukauusa (Hanp. TMnbT noivMepasa, KOHLUEHTpaumus Ha
nonvMepasara, KOHUeHTpauuMsa Ha Hykneosugtpudocdarvute, KOHUEHTpauus Ha
TepMmHaTopuTe) TpsibBa oa 6baart cbobpaleHn ¢ BMOa Ha matpuuara (Hanp. ObaXuHa Ha
cekBeHuuaTa, GC-cbabpxaHue).

12. EnektpogpopetnyHo pasgensHe Ha JOHK/PHK Bbpxy araposHm wu
nonvakpunamnaoHn renoBe HoCUTenNu

12.1. YcnoBuaTa 3a pasnensiHe TpsibBa ga 6baat npenBapuTeNHO YCTAaHOBEHU U
NOTBBPOEHN EKCEPUMEHTANHO B nabopaTopusita.

12.2. KoHuUeHTpaumsaTa Ha W3NON3BaHWTE HocuTenu TpsibBa [Oa ocurypsisa
MakcumanHa pasgenuTenHa cnocobHOCT 3a onpenensiHe Ha CbOTBETHUS B NPobw.

12.3. Buayanusauusta Ha npobute Mmoxe ga 6bae n3sbpluBaHa no pasnnyHn HaunHm
n TpsibBa ga 6boe PoTooOKYMEHTMPAHA.

12.4. 3a Bcsika aHanuaumpaHa cepus Tpsbea ga 6boat M3NON3BaHW MONEKYNHU
CBMIOETENV UM NOAXOAAWM KOHTPONM 3a ONPefensHe Ha pa3mepa Ha npobuTe.

13. PecTpukuUMOHEH aHann3

13.1. il3non3BaHeTo Ha crneunuyHn PecTpukTasn 3a AMPEKTEeH WU UHOUPEKTEH
OHK aHanna Tpsibea na 6bae OCHOBAHO HA NMTEpaTypPHM OaHHW UK NPeKn fokasaTencTea,
rapaHTupalm npasmnHaTa MHTepnpeTaumsa Ha pesynrartuTe.

13.2. 3a0bAXUTENHO € U3NON3BaHETO Ha CTaHOApTU3UPaHU KOHTPONM BbB BCSKA
n3cnensaHa cepvs, NO3BONABALLN OTYUTAHETO HA BCUYKW anefHyu BapuaHTu Ha NoKyca.

13.3. 3agbAXUTEeNHO € W3MOoN3BaHeTO Ha MofekyneH cBuaeTen, CbabpXal,
hparMeHTn, KOPEeCNnoHAMPAaLLM MaKCMManHo 6M3KO0 Ha OYaKBaHUTE anefiHn BapuaHTu.

14. Xnbpnansauus ¢ anencneunguyHn onuroHykneotmam (Southern xnbpnamsauns)

14.1. PeCTpUKUMOHHUAT aHann3 Ha maonupaHa OHK TpsibBa na 6bhe M3BbPLWEH
CbrnacHo Bb3npuetmute nabopaTtopHy NPOTOKON.

14.2. Ka4yeCcTBOTO Ha pPecTpuKUMOHHATa peakuus TpsiobBa na 6bae yooCTOBEPEHO
4ypes NpoBepka BbpXy arapo3eH ren ¢ 3non3saHeTo Ha MONEKYHU CTaHaapTy.

14.3. Tpeon nomroToBkata Ha MembpaHata 3a npeHoc renbT TpsbBa na b6bae
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POTOOOKYMEHTUPAH.

14.4. TlpeHOCBHT BBbPXY MeMOpaHa TpsibBa fa 6bae M3BBPLEH ChINacHO Bb3NpUeTu
NPOTOKO/N.

14.5. Xnbpuguzaumsata TpsbBa oa ce M3BbpluBa CbrNacHo Bb3npueTn nabopaTopHm
NPOTOKOJIN.

14.6. Mpu xmnbpuomnsauus TpsbBa Oa Ce M3NON3BaT Bb3NPUETM 3a CbOTBETHUS
aHanms KOHTPOSW.

14.7. Pesyntatute Tpsbea ga 6boat (POTOOOKYMEHTMPAHU W CbXPaHSBaHW B
NPOTOKONW, NPUAPYXaBally BCAKa aHann3mpaHa cepus.

15. AHanu3 Ha MUKpocaTennTn, MUHUCATENNTU U €QHOHYKNEOTUAHW 3aMeHN

15.1. 3a uacnegsaHe Ha [HK doparmeHTn, cbabpXawm MUHW, MUKPOCATENUTA U
€0HOHYKNeOTUOHN 3amMeHn, Tpsbea oa 6baoaTt yCTaHOBEHU NMOAXOASAWMN eNeKTPoopPeTUYHM
ycrnosus (Hanp. TemriepaTypa, cuna Ha Toka, NMPOoA4b/IXWUTENHOCT Ha enekTpodoopesarta,
Obydoep), MO3BONSABAWM pPa3rpaHMYaBaHETO HA BCWMYKW, pasnMyaBaliym ce Mo ObIXWHA,
anenHn ¢opmn B M3CnenBaHus NIOKYC. Ycnosusta TpsibBa na 6bhat MpoTOKONMpaHu 3a
BCAKa enekTpodoopesa.

15.2. 3apbNXUTENHO € U3NON3BaHETO Ha KOHTPONM BbB BCSKA M3CneasaHa cepus,
Nno3BONSBAlWM OTYMTAHETO Ha HabniogaBaHWTe anenHn BapuaHTM B fokyca, a npwu
MHOroanenHuTe nokKycu (MUKPO- U MUHUCATENUTWN), WU3NON3BaHW 3a WAOEHTUAUKALNOHHU
uenn - W3NON3BaHETO Ha anenHu ceugeTenn, CbAbpXawWM BCUYKM YecTu anenu B
n3cnensaHus nokyc.

15.3. 3a uenute 3a uaeHTUPUKaUUS Ha WHOMBMOA YCTAHOBEHUTE anenn Ha
BMcokononmmopdgHmTte (MHoroanenHu) [IOHK nokycu TpsibBa na ce onuceat cropen
obwonpreTtara MexnayHapoLHa HOMeHKnaTypa, 3a [fa MoraTt pesyntaturte, NoNyYyeHu B
pasnmyHm nabopatopuu, ga 6baaT CbNoOCTaBUMMN.

15.4. OTynTaHeTo M onpedensHeTo Ha anenute TpsibBa Oa 6bAe M3BBHPWBAHO OT
[Bama cneumanmcTtu, He3aBMCUMO, HEBKIOYBALLM HaYanHka Ha nabopaTopusTa.

15.5. lMpu konn4ecTBEHO oOnpedensiHe Ha [o3a Ha OafdeH anen TpsibBa ga ce
N3non3sat KOHTPONW, MPUrOTBEHW B Cbluata aHanutnyHa cepus. OCBEH BU3yanHOTO
UHTepnpeTMpaHe Ha pesyntatute TpsibBa na O6baoe W3BBHPWEHO W OEHCUTOMETPUYHO
onpenensHe CbC cneunanuavpaHa 3a T03v BUI n3crnensaHe KOMMIOTbpHA nporpama.

15.6. Cratuctmyeckata uHTepnpetTauuss Ha chnydamTe Ha Heuskn4yBaHe npu
onpegensHe Ha CMopeH poauMTenckum npousxon TpsbBa pga oTpasssBa MocnenHuTe
MeXOYyHapoLoHM M3NCKBaHWS (MOMynauMoHHW OaHHW 3a CbOTBETHATa eTHW4Yecka rpyna or
6bnrapckata nonynauus, OTYMTAHE Ha MaNYMHWA TEHOTUMN MpW ONpefeneHn anesnHu
KoMOMHauUMK, W3NON3BAHETO Ha CneumguyHn OPMyNM NpuM OTCHCTBME HA €O4MH OT
poaouTennTe OT aHanusa u gp.).

16. [lnpekTHO aBTOMATU4YHO cekBeHnpaHe Ha JHK

16.1. Matpuuarta 3a CekBeHupaHe TpsibBa La Ce xapakTepuaupa CbC CbOTBETHA
cneumuyHoOCT (Hanp. NOKycHa WAW anenHa cneumuyHoCT), KONMYECTBO U Ka4vecTBo.
MeToobT 3a MOArOTOBKA Ha Matpuuarta TpsibBa Aa ocurypsisBa CEKBEHUMOHHA matpuua c
[OCTaTbyHa AObJIXMHA, KOSTO HE CbAbPXa MHXUMOMTOPM HA CEKBEHLMOHHUTE peakumm un
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3aMbpcsaBaHMa 1 He TpsibBa oA OkasBa BMSHME BbPXY TOYHOCTTA Ha CEKBeEHUMsTA (Hamp.
MyTauun, Bb3HUKHANN Npy KNoHMpaHe, npedepeHumanHa aMnangmkauns).

16.2. [lnarHoCTUYHNAT aHanM3 Ha cekBeHUuMmTe TpsibBa oa ce OCHOBaBa Ha AaHHW OT
nBete komrnemeHTapHu Bepurun Ha HOHK. llpn Hannuve Ha cekBeHUMOHHA Bapuauus
aHanuM3bT Ce nMOoTBbpXAaBa 4Ype3 T[OBTOPHO CEKBEHMpPaHE Ha HOBOreHepupaH
amMnnMuKaunoHeH NPoayKT.

16.3. Mpwn ycTaHoBsSIBAHE Ha anen, 3a KOMTO HsMa MHdopMauus B reHoMHata 6asa
LaHHW, Tol TpsbBa Aa ce NOTBBbPAM C NOBTOPHO CEKBEHUPAHE Ha HOBOreHeprpaHa MaTpumua.

16.4. Bcska aHanm3npaHa cekBeHums TpsibBa poa 6baoe cpaBHeHa C HopMmanHa
KoHTponHa [OHK wnu € HykneoTugHuTe nocnefoBaTtefnHOCTW, PerucTtpupaHn B HaWl-
aKTyanHUTe BEPCUMN HA FEHOMHUTE 6asn faHHW.

16.5. TpsbBa na ce n3bsArea MHTEPNPETMPAHETO Ha PEe3ynTatu OT CEKBEHLUMOHHU
peakuuu, CbabpXalm "CToONoBe", KOMNPecun nnn gpyru aptedgakTu.

16.6. Mpn nM3non3BaHe Ha aBTOMATUYHU CEKBEHATOPW CONyopecLeHTHO BensisaHnTe
HyKneoTuam nnu 3apoamwm Tpsibea na 6baat cbobpaseHn ¢ napamMmeTpuTe Ha anapara.

16.7. Bcnykm cekBeHuum TpsibBa ga O6boaT CbXxpaHsiBaHW BbPXY €NEKTPOHEH
HOCUTEN He MO-Masnko OT 2 roANHWN.

16.8. YcTaHOBEHM CbC CeKBEHVMpaHe MONEKYNHU AedeKTn, NMawm OTHOWEHUEe KbM
3abonsBaHeTo, TpsAbBa fa 6bAaT LOKYMEHTUPAHM C oTnevaTaH pe3yntar v NPUIoXeHn KbM
JOoCreTo Ha naumeHTa.

16.9. OT6ensa3BaHeTO Ha YCTAHOBEHWTE MONEKYNHW BapuaHTu Tpsbea na 6bhe
N3BbpLIBAHO CbrnacHo npenopbvknte Ha HUGO.

16.10. CekBeHumnTe TpsibBa ga 6bpaTt aHanuampaHu OT OBamMa KBanmuuupaHu
cneumanucTy He3aBMCMMO, KaTo eANHUSAT OT TSIX HE BK/OYBA HAYanHuka Ha nabopartopusita.

17. CneundonyHN N3UCKBAHNS 3a CbXpPaHeHne Ha reHeTndeH matepuan B [JHK 6aHka

17.1. OnpegneneHue:

B IOHK 6aHkata ce cbxpaHssa [HK, nsonupaHa ot 6uonorvyeH martepwvan, u
NHopMaLms 3a 30paBOCNOBHOTO CbCTOSHME W HayMHA Ha XWBOT Ha WMHOMBUAM C UEN
M3BbpWwBaHe Ha ObAewmn reHeTUYHN U3cnenBaHUs 3a OnpefensHe Ha FeHeTUYeH PUCK ”
reHeTMYyHa npeapasnonoXeHoCT 3a 3abonsisaHus Ha foHopute Ha OHK w/unn texHute
NOTOMUM U M3BDBbPLBAHE HAa ObAewmn ANarHOCTUYHU N HAYYHN TEHOMHN 1 (0apMakoreHOMHN
npoy4BaHuns.

17.2. CtatyTt Ha [JHK 6aHkara.

17.21. OHK 6aHka ce pas3kpuBa kbMm nabopatopuss B nedyebHO 3aBedeHue,
N3BbpLBaLla MONEKYNSPHO-reHeTUYHa AnarHocTuka

17.2.2. OHK 6aHkaTta oTroBaps Ha obwmTe N3MCKBaHUS, NOCoYeHn B pasaen IV A

17.3. NomelueHne n MMHMManHo obopyasaHe

17.3.1. IHK 6aHkata pasnonara cbC caMOCTOATENHO NOMELEHNE OT MUHUMYM 20 M2

17.3.2. XnanmnHa kamepa -20°C, Hag 400 nuTpa - 2 6p.

17.3.3.XnagunHa kamepa -80°C, Han 400 nutpa - 2 6p.

17.4. YcnoBus 3a B3eMaHe Ha buonornyeH matepuan:

17.4.1. MpepocTaBsHe Ha gapuTenute Ha nogpobHa nNMCMeHa MHGOPMaUMS, KOATO
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cbAobpxa:
17.4.1.1. Uenn 3a narpaxaaHeto Ha JHK 6aHkaTta

17.4.1.2. Bnnakn n ganeyHn nonau 3a goHopa Ha JHK

17.4.1.3. CneumaneH npoTOKON, MO KOWATO wWe ce cbbepar paHHUTE 3a
30paBOCNOBHOTO CbCTOSAHNE 1 HAYMHA HA XMBOT Ha AOHOPA.

17.4.1.4. MNpvHuuna, Ha koinTo ce narpaxaa AHK 6aHkarta

17.4.1.5. MexaHn3mMnuTe, KOUTO rapaHTupat 4bArocpo4Ho cbxpaHssaHe Ha JHK.

17.4.1.6. EBeHTyanHuTe pucKoBe, KOUTO Noema LOHOPbT.

17.4.1.7. lNpaBa Ha noHopa.

17.4.1.8. 3akOHOBW rapaHuMn 3a 3anassaHe npasarta Ha goHopa.

17.4.1.9. MexaHn3mMunTe, 4pes KOUTO Ce rapaHTupa aHOHUMHOCT Ha nHopmMauusaTa.

17.4.2. BaemaHe Ha 6uonornyeH matepuan 3a IHK 6aHka ctaBa no onpegneneH
NPOTOKON Crnef NMMCMEHO MHCAPOPMMPAHO Cbhriacue, KOeTo CbabpXa usanara uHgopmaums B
T.17.1.

17.5. CbxpaHsieaHe Ha JHK

17.5.1. Buonornynmat matepuan n nsonnpanarta IHK ce cbxpaHssart npu cnegHute
yCrnoBsusi:

17.5.1.1. Ha nopuuu ¢ namepeHa koHueHTpauusa Ha OHK.

175.1.2. MNopumnte ca HaanNMCaHW C eauH U Cbl, WAEHTUJUKALMOHEH HOMEP,
n3rpageH ot 9 6yKBEHO-LMAPOB KO,

17.5.1.3. B gBa xnagunHuka npu -70°C ¢ He3aBMCMMO enekTpo3axpaHBaHe.

17.5.1.4. BuonornyeH matepman OT CKPUHUHIOBUTE NPOrpaMn Moxe na ce u3nonsea
aHOHMMM3MpaH (C wmaeHTUdUKaunoHeH Homep) 3a J[HK 6aHka, B CbHOTBETCTBME C
hercTBalmnTe HopMaTUBHM aKToOBe.

17.5.1.5. AKO M3pPUYHO € 3anucaHo B WHGOPMMPAHOTO cbrnacue, OGMoONorvyeH
matepuan n JHK, noctbnunm B nabopatopusaTta ¢ Len AMarHocTuka, moraT na ce u3nonsear
3a [HK 6aHka aHoHMMM3MpaHW (C MAOeHTMdMKAUMOHEH HoMep) 6e3 OoNbAHUTENHO
cbrnacve Ha naumeHTa n npu n3vepnsaHe Ha MOMEHTHUTE AMArHOCTUYHM BB3MOXHOCTU Ha
nabopartopusTa.

17.6. \3passieaHe Ha nHgopMmmpaHo cbrnacme ot goHopa Ha IHK 3a marpaxpaHe
Ha JOHK 6aHka.

17.6.1. 3a BCcekM LOHOP ce cbbupat OaHHM 3a 34PaBOC/IOBHOTO CbCTOSHUE N HAYMHA
Ha XWBOT B CTaHOAPTM3MpaH MPOTOKON - WHTEPBI, OOOOPEH OT eTU4YHa KOMWUCKS.
Bbnpocute B UHTEPBIOTO Ce onpenensdaTr OT UennTe Ha reHOMHUS MNPOoekT, 3a KOWTO ce
narpaxpa JHK 6aHkara.

17.6.2. NnomenayanHuaT yHuduumpaH npoTokos Ce CbXpaHsisa B MUCMEH BUA W Ha
eNeKTPOHEH HOCUTEN, KOAMPaH C NOEHTUIMKALNOHHNSA HOMEp.

17.6.3. Ha oToeneH OOKyMeHT (doann) ce cbxpaHaBat naeHTndmumpawmTe naumeHTa
faHHn (EMH, nuyHn nmeHa, MACTO 1 gata Ha paxnaHe v TenedoH) U naeHTUUKaunoHeH
HOMep.

17.6.4. Bvonorn4yHnaTt matepman, OOKYMEHTbHT C uaeHTuuumpawmTe naumeHTa
OaHHU N YHUPUUUPAHUAT MNPOTOKON HOCAT €OUH U Cbl MAEHTUPUKALMOHEH 9-3HayeH
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OyKBEHO-LUMPOB HOMEP (MHMLMANK U POXAeHa faTa Ha AoHOopa).

17.7. TNpepnoctassaHe Ha JHK

17.7.1. Mopumm ot OHK morat pa ce npenocTaBaT Ha Opyru nabopartopun camo B
aHOHUMN3UpaH BUA.

17.7.2. abopaTtopusita e onbXHa Aa MHgopMmnpa AoHOPa, B Cyyai ye Tow xenae u
B C/yyai 4e ce nosiyyat pes3yntatu, uMaliy OTHOLWEHNE K'bM 34PaBOCNIOBHOTO My CbCTOSHME.

18. KayecTBeH KOHTPON

18.1. Jlabopatopusita, M3NbfHSABAllA MONEKYNSPHO-TEHETUYHN aHaNU3W, yyactea
noHe B efgHa cuctema 3a BOK B 3aBMcuMOCT OT cneumdomkata M npuoputetTuTte Ha
N3BbPLWBAHNTE U3CNeaBaHNS.

18.2. BuooBeTe reHeTM4YHN TeCTOBe, NpefnaraHy 3a oueHka Ha KayeCcTBO, KakTo U
n3nckeaHusaTa ca npeacrtaseHn ot The European Molecular Genetics Quality Network.

18.3. bronornyHnTe Npobwu ce manpawart crnopen yCTaHOBEHWTE OT CUCTEMUTE 3a
BOK cxemn n nepuogm.

18.4. AHanuanTe Ha KOHTPONMHMTE MaTtepuann Cce u3BbpweaTr CbrnacHo
nanckesaHmaTa no 1SO 15189 (GLP and competence).

18.5. [lokyMeHTauusaTa OT Ka4eCTBEHNS KOHTPO/ CE CbXPaHsaBa BbPXY €NEKTPOHEH U
XapTWeH HoCUTEeN 1 BKI0YBA BCUYKM eTann Ha n3cnenBaHeTo.

18.6. Pesyntatute ce OTHacsAT OO0 aHanu3vMpaHe Ha reHeTUYHUTe BapuaHTh U
NHTepnpeTauns Ha pesynrtara, kacaell KMHMyHaTa amarHosa.

18.7. KoHTponHata nabopatopusi u3gaBa MNPOTOKOJN, OLUEHsBAW, MPaBWUIHOTO
TEXHNYECKO U3NMbNIHEHNE Ha aHanNn3nTe N NpasunHaTa nHTepnpeTaunsa Ha pesynrarure.

18.8. Mpu nponyckn B aHanNUTU4HUTE npouenypu nabopatopusita TpsibBa na B3eMme
MEPKM CbrnacHo yctaHoseHute npuHumnu 3a BKK v ga ro otpasu B nucMeH sua.

Paspen VvV
[MpaBa Ha NauMEHTUTE N CNYXUTENNTE

1. MNauneHTnTE NMaT cnegHUTE Npasa:

1.1. NpennprveMaHeTo Ha reHeTUYHO n3cnenBaHe € OOBPOBONHO U Ce OCbHLLECTBSBA
camo npu cbrnacve OT CTpaHa Ha naumeHTa WAW HeroBs 3akOHeH npeacTasuTen U cnen
paspelleHne Ha KoMUCUSATa No MeduUMHCKA eTrka KbM CbOTBETHOTO Ne4yebHO 3aBeaeHue,
Kato ce cnassar YCNnoBuSA 3a MHAOPMUPAHOCT, KOHUAEHLMATHOCT, OrpaHuyeH 4OCTbn A0
pesyntatute. 3a uenta ce nognucea MHMOPMUPAHO Cbrnacuve, CbOTBETCTBAWO Ha
npoBeX.AaHoTo n3cnensaHe.

1.2. NauneHTbT/KOHCYNTUPALNAT Ce MOXe a Nnoucka rno BCSKO Bpeme MHdopmaums
3a xo4a Ha uscnensaHeTo.

1.3. lMauneHTbT/KOHCYNTMPaIMnAT Ce MOXe [a Moucka Mo BCSKO BPEME CrnupaHe Ha
na3cnenBaHeTo.

14. Ja 6bpoat WHMOPMUPAHM 3a 3HAYEHMETO W OMarHoCTMyHata CTOMHOCT Ha
n3cnenBaHeTo.

1.5. la 6boat nHopMMpaHn 3a Opyrn HeobxoomMmy 3a yToyHsBaHe Ha AuarHosara
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n3cnenBaHus.

1.6. [la npeueHsT fjann na 6boaTt yBeLOMEHN TEXHW POAHVMHU MPU Bb3MOXHOCT 3a
HOCUTENCTBO Ha MyTauus.

1.7. 0a um 6bae npeanoxeHa v ocurypeHa reHeTmyHa KOHCy nTauus.

1.8. Pe3yntatnte oT n3cnensaHmaTa ca MM4HN gaHHW Ha naumeHTute. Cnyxuntenute
Ha nabopartopusaTa TpsbBa oa rapaHTUpaT onasBaHeTo MM. AKO AaHHWUTE OT M3cnenBaHuaTa
Ce HaHacaT B KOMMIOTbHbP, TOM He TpsibBa Ja € B Mpexa, UM ga ca 3aWuTeHn C Kog,
N3BECTEH CaMo Ha paboTewms ¢ KOMNIoTbpa CyXnUTen.

1.9. BbnpocbT 3a NpaBOTO Ha OETETO Aa 3Hae MM He 3a MeaunumHckus npobnem ce
ypexaa 3aKOHOBO.

1.10. MaumeHT BT MMa NpaBo Aa nony4u pesyntara ot nacnegsaHeto ot MIMK nunyHo.

1.11. Npaea Ha noHopa Ha OHK:

1.11.1. Ypes nucmeHa monba oo HayanHuka Ha nabopaTtopusita OoHOpbT Ha JOHK
MMa nNpaBo MO BCSKO BpeMe ga m3Ternu nopums ot cbxpanssaHata OHK, 3a na 6bvbae
n3nparteHa B gpyra naboparopus 3a LenMTe Ha guarHoctumkara.

1.11.2. Ako He e aHoHmmm3mpaHa IHK, uype3 nucmeHa monba 0O HayanHuka Ha
nabopartopusita noHopbT Ha [JHK nma npaBo no Bcsiko Bpeme aa noxenae OHK npobute my
fa 6boaT YHUWOXEHN 3ae4HO C BCUYKW [aHHW 3a HEro B PerncTbpa.

1.11.3. [oHopbT mMMa npaBO [a 3Hae pe3yntatute OT MPOBEXAaHUTE Hay4HU
nacneneaHns Bbpxy Herosata IHK, B cnyyain 4e Te pasaTt nonesHa uHpopmauusa 3a
30paBOCNOBHOTO My CbCTOSIHME.

2. [Npaea Ha cnyxutenute

2.1. CnyXxuntensat nMma npaso:

2.1.1. Ha nHdpopmMaums 3a ecTecTBOTO Ha paboTa, pUCKoBeTEe, CBbP3aHUN C Hesl, N Ha
obyyeHne, cBbp3aHo ¢ paboTtaTa Mmy.

2.1.2. Ha 6e3onacHOCT npu n3BbpLlBaHe Ha NpodpecmnoHanHara cvm 4eNHOCT U BCUYKN
ocTaHanm N3nckBaHWs Ha OEeNCTBaWoTO TPYOOBO 3aKOHOAATENCTBO.
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