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KBM YJICH €IUHCTBCH

Paznen I. OcHOBHA XapaKTEepUCTHKA HA MEUIIMHCKATA CIEHUAIHOCT ,,MeIMIIMHCKA TeHEeTUKa*;

1. MedrHurys, OCHOBHH LIEJIU ¥ 3a]1a4X HA MEAMIIMHCKATA CIICIIHATHOCT.

1.1. HJedununus. MeaunuHCcKaTa CHEIUAIHOCT ,,MEAWIIMHCKA T€HETHKA € CaMOCTOSITeNTHA
KJIIMHUYHA MEUIIMHCKA CHEIIUATHOCT U HAy4yHa JUCHUILINHA, YUUTO IPEIMET Ca FTEeHETUYHUTE
0osecTy, HAaCIEACTBEHUTE IPEIPA3MNOI0KEHUs, COMATUYHUTE U3MEHEHHS B TEHOMAa U MEJTUKO-
TeHEeTUYHOTO KOHCY/ITHpAHE Ha MallMeHTa U HEroBOTO ceMeicTBO. MeAuIMHCKaTa TeHEeTHKa €
CHEIHAHOCT C WHTEPIUCIUILUIMHAPEH XapaKTep, B3aUMOJAEWMCTBAIl C BCHYKH OCTAaHAIU
MEIHUIIMHCKH CTIEIUaTHOCTH.

1.2. OcnoBHa nen. OcHoBHA Lied HA MEAUIIMHCKATA CIEUAITHOCT ,,MeIuIMHCKa reHeTHKa ™ €
OCUTYpPSIBAHETO Ha TCHETWYHA JHMarHo3a, WHTEPIpETalus Ha pe3yJTaTHTe, NPOTHO3a,
oIpesieliTHe Ha TCHeTUYHA MPEAPA3IIOII0KECHOCT U TEHETHYCH PUCK B CEMEHCTBOTO, YJacTHE B
MPOCJICIIBAHETO Ha 3a00JIIBAHETO, IMPEIJIOKEHHUS 3a M300p Ha Tepamus, IPOBEXkJIaHe Ha
npopuIakTuka, pa3paboTBaHe W TMPOBEXKIAHE HA CKPUHUHTOBH MPOTPaMH, ONpEICIsSHE Ha
TCHETUYHU MapKepH 3a IMEepPCOHAJIM3UMpaHa Tepalus U MPOBSKIAHE HA MEIMKO-TEHETHYHA
KOHCYJITAITHS.

1.3. 3agaun Ha METUIIMHCKATA CIIENUAIHOCT “‘MeauIMHCKa reHeTHKa

1.3.1. u3y4yaBaHe Ha TeHETUYHUTE IPUUUHM 3a 3a00JsIBAaHUSI ITPU YOBEKA U B3aUMOJICHCTBUETO
MeX/1y TeHeTUYHU (DaKTOpH U (paKTOpHUTE Ha cpefaTa Mpu MyITU(PaKTOpHU 00JIECTH;

1.3.2. mocraBsHe Ha reHeTUYHA JJMarHo3a upe3 aHajau3 Ha XpOMO30MM, F€HH, TeHOM W/WJIU Ha
TE€HHU IPOLYKTH;

1.3.3. uHTepnpeTHpaHe Ha pe3yiaTaTd OT TeHETUYHM H3CIICABAaHUS Ha T€PMHHATUBHU U
COMaTUYHHM MYTallUH, OIleHKa Ha ()aMUJIEH PUCK U MPOrHo3a Ha OoJyiecTTa, MPOBEXKAAHE Ha
npo¢uIakTUKa U 00CHXKIaHe Ha MEepCOHAIM3UpaHa Teparnus;

1.3.4. yyacTie B MyITUIUCUUIUIMHAPHU €KUM TpY N300pa Ha JIeYeHHUE U NMPOCIIEASBAHETO Ha
NAIMEHTUTE C TeHETUYHHU 3a00JI1BaHUs, BPOJCHU aHOMAJIMK ¥ TeHETUYHHU TpeIpa3noI0KeHus;
1.3.5. npeBeHIMs Ha TEHETUYHUTE OOJIECTH M HACIEICTBEHUTE HPEAPA3NOIOKEHUS dYpe3
IIPOBEXJAAHE HA MOCTHATAJHU, NPEHAaTAJIHU U NPEAUMIUIAHTAI[MOHHU T€HETUYHU TECTOBE U
MacOBH U CEJIEKTUBHU CKPUHUHIOBH ITPOIPaMU;

1.3.6. ompexnensHe Ha TE€HETUYHM MApKEpH, CBBP3aHU C NEPCOHAIM3MpAHA Tepanus Ha
TeHETHYHUTE 3a00JIIBaHuUs, IPEIPA3NION0KEHUATA U COMATUUHUTE MYTAI[UH TPU OHKOJIOTMYHH
3a00JsiBaHMs U pa3pabOTBaHE HA WMHIUBHIYaJIH3UPAaHU JMArHOCTHYHU M TEparneBTUYHU
MOJXOAM Ha 0a3aTa Ha TeHETUYHUS IPOQHIT Ha MAIIMEHTA;

1.3.7. unentudunyupane Ha HHIUBUIA IO TEHETUYHH MapKepH;

1.3.8. mpoBex1aHe HA MEJUKO-TEHETUYHO KOHCYITHPAHE;

1.3.9. cp3naBane u ynpasienue Ha JJHK 6anku;

1.3.10. peructpupane u cCbXpaHsBaHe Ha T€eHETHYHA HHPOpMAIIHS;

1.3.11. oka3BaHe HA METOAMYECKA U €KCIIEPTHA MOMOII;

1.3.12. mOAroTOBKA HA MEAUIIMHCKHU CIELUAIUCTH B o0iacTra Ha ,,MeauIMmHcKara reHeThKa .
1.3.13. HayyHOM3ClemOBaTENCKA JEHMHOCT — y4acTHE B PA3BUTHETO HA HOBU TE€HETUYHU
TEXHOJIOTHH U U3CJIEAABAHUS B 00JaCTTa HA TEHOMUKATA.



Pasgen II. Bumose neiiHocti B 0o0XBaTa Ha MEIUIMHCKATA CIELHUAIHOCT ,,MeauIMHCKA
reHeThKa.

1. KoHncynraTuBHa MEIMKO-T€HETUYHA JEHHOCT:
1.1. lepununus.

Menuko-renetnuHoto koHcyatupane (MI'K) e cnenmnanusupana KoHCYyATaTUBHA MEIUIIMHCKA
JeMHOCT, U3BBPIIBAHA OT JIEKap ¢ MPU3HAaTa CHEUATHOCT 110 ,,MeANIMHCKa FeHETUKa™, KOsATO
€ ToKa3aHa MpH JUYHa WK (paMuiIHa aHaMHe3a 3a: JIoKa3zaHa TeHeTHYHa O0JIeCT; N30CTaBaHe
BbB (DU3MUECKOTO pa3BUTUE; HUHTENCKTYaJeH JeQUIUT; IOBEIECHYECKH OTKIOHEHHUS;
OTKJIOHEHHS B ToJIoBaTa AuepeHuunanys; BpoJAeH! aHOMAJIMU; aCHMIITOMHA HOBOPOJCHHU C
METa0OJUTHU HApYLICHUs, Pa3KpUTHU 4Ype3 HEOHATalleH CKPUHMHT; 3JpaBU XETEPO3UTOTHU
HOCUTEIIM HAa MYTAllMM 3a pPELECHUBHH 3a00JSBaHMS, OOKa3aHO (aMIIHO XPOMO30MHO
IIPEyCTPOMCTBO; OPEMEHHH KEHU C PUCK 3a TE€HETHUYHO 3a00JiiBaHe MPH IUI0Ja; TePaTOreHHU
BB3JCHCTBUS 1O BpeMe Ha OpEeMEHHOCTTa; PENpOAYKTUBHU IpoOJIeMH, IUIAHUPAaHE Ha
OpEMEHHOCT; TeHEeTUYHA MPEIPA3MOI0KEHOCT 32 MyITU(HAKTOPHO 3a00IIBaHE; 3I0KAYeCTBEHU
3a0ossBaHMs; M300p Ha MEpCOHAIM3MpaHa Tepamnus Bb3 OCHOBA HAa IeHETUYHUS Hpodui,
KPBBHOPO/ICTBEHU OpaKoBe.

1.2. MeIuKo-reHETHYHOTO KOHCYATHPaHE € IeHHOCT, KOATO BKIIIOYBA:

1.2.1. mocTaBsiHe Ha BepOsITHA TCHETUYHA JUArH03a, U3rPAKIAHE Ha AU EpEeHIINATHA JHarHo3a
Y Ha3HayaBaHE Ha JOIIBJIHUTEIIHU U3CIIE/IBaHNUs, ChOOPA3HO KIMHUYHATA TUAarHo3a;

1.2.2. npoBexxgane Ha MI'K npenu reHeTHMYHUsS] aHajIU3 OTHOCHO CBHIIHOCTTA M I0Ji3aTa OT
T€HETHUYHOTO U3CJIe/IBaHE U METOIMYHUTE Bb3MOXKHOCTH 3a [IOCTaBsIHE HA TCHETUYHA TUarHo3a;
1.2.3. uHTepnperanys Ha pe3yaTaTuTe OT FeHETUYHUTE U3CIIEABAHMS;

1.2.4. mpenocraBsHe Ha MHQOpMAIMS 3a CHIIHOCTTA Ha 3a00JSBaHETO, 33 PA3BUTHUETO U
BB3MOKHOCTHTE 3a Teparnusi;

1.2.5. ouileHKa Ha pUCKa 3a MOTOMCTBOTO U POACTBEHULIUTE HA KOHCYITHPAHUS;

1.2.6. cbBeT 3a mpodMIIaKTUKA Ha TEHETUYHA [1aTOJIOTUS;

1.2.7. o6chkaHe Ha IOBEICHHUE 3a Tepanus Bb3 OCHOBA Ha JOKa3aHU F'€HETUUHU OMOMapKepH;
1.2.8. KoHCyATHpaHEe U 00CHKJaHE Ha CITydauTe C JIeKapu OT IPYTH METUIIMHCKH CTIEUATIHOCTH
IIp1 HEOOXOIUMOCT;

1.2.9. mposexxnane Ha MI'K ciiexq nonmyyaBane Ha pesynrara npenocrassiHe Ha nucMeHa MI'K
IIPH pe3yiTar ¢ OTKJIOHEHUS OT HOpMara.

1.3. MennuKo-reHETUYHOTO KOHCYJITHpPAaHE MOXKE€ Ja C€ M3BBpIIBA M OT pa3CTOSHUE IpU
Cra3BaHe Ha pa3nopenouTe Ha 3aKOHA 3a JICUCOHUTE 3aBEJICHUS U TO3HM CTaHIapT.

2. J'Ia60paTopHa TCHCTHMYHA JUAarHOCTUYHA ﬂeﬁHOCT, KOSITO BKJIFOYBA.

2.1. nocTHaTaNHa reHeTUYHA JUArHOCTUKA!

2.1.1. na xpoMmo3oMHHU Gonectu/abepanny;

2.1.2. Ha MUKPOCTPYKTYpHHU XpOMO30OMHHU OoJiecTr/adbepanuu;

2.1.3. Ha MOHOTeHHU OoJieCTH/BapHaHTH;

2.1.4. 3a ompenense Ha JHK/PHK nuarHocTMyHHM, NpPOTHOCTUYHM U MPEIUKTHBHU
OroMapKkepu — TepMUHATUBHU U COMaTUYHU BapuaHTH/abepaliuu;

2.1.5. 3a ompeznensHe Ha (apMakOreHETUYHH BapUaHTH 3a HM300p Ha MNEepCOHAIM3UpaHa
Tepanusi;

2.1.6. 3a AMarHOCTHKA Ha TEHETUYHU BapUaHTH 3a MPEAPA3NOI0KEHOCT KbM 3a00IIBaHMUS;
2.2. npeHaTtaJiHa TeHeTUYHA JUAarHOCTHKA Ha:

2.2.1. XxpOoMO30MHHU 0OJIECTH/MYTaIUH;

2.2.2. MEKPOCTPYKTYPHH XPOMO30MHHU 0OJIECTH/MYTallUH;



2.2.3. MOHOTCHHH OO0JIECTH/MYTAITUH;

2.3. mpeUMILIaHTAMOHHU TeHETUYHH U3CIICBAHMUS 32:

2.3.1. XpoMO30MHHU OOJIECTH/MYTAIIUH;

2.3.2. MUKPOCTPYKTYPHH XPOMO30MHU 00JIECTH/MYyTAIIHH;

2.3.3. MOHOTE€HHH OOJIECTH/MYTAallNU;

2.3.3. HLA-chBMECTUMOCT;

2.4. nMarHoCTHKa Ha MHPEKIINO3HU IPUINHUTEIN Ype3 MOJIEKYISIPHO-TEHETUIHHA METOIH,
2.5. JHK npodumpane 3a uaeHTHGUKAIUS HA HHIUBUIA.

3. IlpodunakTHuHa MEIUKO-TeHETHYHA JIEHHOCT, KOSITO BKIIOYBA:

3.1. CKpHHHUHT 3a 4ecTu (eTaTHU aHEYIUIOMINUU Ype3 M3CIIeIBaHE HAa CEPyMHHU MapKepu IpU
Opemennu >xenu B [-Bu u II-pu Tpumectsp;

3.2. nennBa3zuseH /IHK npenaraneH CKpUHUHIOB TECT 3a TEHETUYHU 0OJIECTH;

3.3. MacoB CKPHUHMHI Ha HOBOPOJIEHH 3a T€HETUYHM OOJIECTU 4pe3 MOJEKYISIPHO-T€HETUYHU
METO/H;

3.4. CKpUHUHT Ha aCUMIITOMHM MHJIMBUIY 34 Pa3KpPUBAHE HA XETEPO3UTOTHO HOCHUTEJICTBO.

4. JIGWHOCT 1O perucTpalys ¥ ChbXpaHCHHE Ha TCHETHYCH MaTepHall - Ch31aBaHe U IMOIbPIKaHe
Ha JIHK Ganka 3a B3eMaHe U ChXpaHsBaHE HAa TCHETUYCH MaTepHall 3a HAYYHH U MEUIIUHCKU
LIETU.

5. Meronosnoru4na u o0y4uTesHa AEHHOCT

Pazgen 1II. WHTepaucuuniauHapHu JAEMHOCTH MEXKIAY MEIUIMHCKAaTa CIELHUATHOCT
»~MeNUuIMHCKa TeHeTHKa“ W JPYrM MEIUIIMHCKU CHEeNHaTHOCTH W JAepuHHpaHe Ha
B3aUMOJIEICTBUETO U KOOPIAUHALUATA MEXKAY TAX.

1. “MenunuHCcKaTa reHeTUKa ™ € MEeIUIIMHCKA CTIIeIIMaTHOCT C MHTEPAUCIUILIMHAPEH XapaKTep,
B3aMMOJICVCTBAIlA C BCUYKH OCTAHAIM MEAUUMHCKUA CIEIUATHOCTH. B chmoTO Bpeme
“MeauiuHcKaTa reHeTHKa UMa crielu()UIHN METO/IH 3a TMarHOCTHKA M KOHTHHTEHT OT JIUIIA,
KOUTO OMPEENAT CICTHUTE CrIeNU(PUIHN U3UCKBAHUS KbM JIEHHOCTTA:

1.1. morar na ce mpoBek/1aT CbBMECTHU KOHCYJITAUHA MEXKTy JIEKapH ¢ MPU3HATA CIIEIUaTHOCT
»MEIHUIIMHCKAa TeHEeTHKa™ W JIeKapu NPUTEXKaBalllkl JpyTH MPU3HATA MEIULIMHCKHU
CIIELIMAITHOCTH, HACOYMJIM CBOUTE MALIMEHTH 3a TCHETUYHU U CKPUHUHTOBU U3CJIC/IBAaHUS,

1.2. cmeuuamucTd OT APYTHM MEAUIIMHCKH CHEIMATHOCTA MOraT Ja JaBaT TeHETHYHA
nHpoOpMaIus Ha TAIUEHTUTE CH, HEOOXoAMMa 3a JIWarHo3a, Tepamus W npoduIakThKa Ha
3a00JI5IBaHETO UM, IMOJyY€Ha B TUCMEH BHUJI OT JIEKapH C MIPU3HATAa MEIUIIMHCKA CIIEIIHATHOCT
,,MeIUIIMHCKA TCHEeTHUKA ",

Pazmen IV. U3uckBanus KbM JHIATa, OCHIIECTBABAIIM TNpOodeCHOHaTHA JIEHHOCT 10
MEIUIIMHCKATA CIIENUAITHOCT ,,MeanImHcKa TeHeTHKA “:

1. JleitHocT B oOnacTTa Ha MEIWIIMHCKATa TEHETHKA MOraT Jla OCBIIECTBSBAT: JIEKap/M ¢
MpU3HATa MEIUIHMHCKA CHEHHATHOCT ,,MeIWIMHCKAa TEeHEeTHKA®; CIelUalIu3aHTd Mo
MEAMIIMHCKaTa CHEeNHaTHOCT ,MeAWIMHCKa TeHeTHKa™, JeKap/u C JApyra mpu3HaTa
MEIHUIIMHCKA CIICIHAIHOCT; JieKap/u 0e3 Tpu3HaTa MEAWITMHCKA CHEIUaTHOCT, MEAUITUHCKH
CHEIHMAIUCTH OT MPOo(ecCHOHANHO HAaIpaBJICHUE ,,3JPaBHU TPUKHU (AKyIIEPKU/METUITTHCKU
cecTpu/1abopaHTH); CIEIUATMCTH C BHUCIIIE HEMEAUIIMHCKO 00pa30BaHUE — CIIEIUAIUCTH OT
obmacT Ha BuclIe oOpa3oBanue ,, I [pupoaHu Hayku, MaTeMaTHKa U HH(QOpMaTHKa; CAHUTAPHU;
PEruCTPaTOPH; TEXHUYECKU ChTPYAHUIIH.



2. I3uckBaHus KbM JICMHOCTTA Ha JIeKap ¢ MpU3HaTa MEAUIIMHCKA CIICMAIHOCT “‘Meaunuucka
reHeTHKa” OCBILIECTBIBAIL] JEHHOCT 110 MEAUIIMHCKA T€HETHKA:

2.1. mpoBekAa KIMHUYHO-TCHETHYHO H3CJI€BAHE M OLCHKA Ha IMAIlMEHTH ChC ChbMHEHHE 3a
HACJIEICTBEHO 3a00/I1BaHE;

2.2. IHTEpIpeTHpa pe3yaTaTUTE OT IUTOTCHETHYHHU, MOJICKYIIPHO-TEHETUYHN U OMOXUMUIHHI
H3CIIEIBAHUA;

2.3. mOCTaBs MarHo3a Ha HACJIEJACTBEHH U BPOJICHH 3a00JsIBAHUS Bb3 OCHOBA Ha KJIMHUYHU U
nabopaTopHH JaHHM;

24. MMpOBEXKIa MCAUKO-TCHCTUYHO KOHCYJITUPAHC HAa MMAIUCHTHU U TCXHUTC CCMeﬁCTBa;
2.5. OLICHsABA pHUCKA OT MMpEaAaBaHC Ha HACJIICACTBCHO 3a00JIIBaHe HA IIOTOMCTBOTO,

2.6. IpeaocCTaBsAa PIH(bOpMaI_II/IH OTHOCHO Bb3MOKHOCTH 3a IIpCHATaJIHAa IUAaIrHOCTUKA, CKPDUHUHT
W NPCBCHIMA,

2.7. mo3HaBa TPHUHIHUIIMTE, METOJUTEC W ITIOKa3aHHWATA 3a U3IMOJ3BaHE HA TEHETUYHU
H3CIIEBAHUA,

2.8. y4qacCTBa B KaUC€CTBCH KOHTPOJ U UHTCPIIPETALUS HA J'Ia60paTOpHI/ITe pe3yiTaTu;

2.9. opranusupa W ydacTBa B CKPHHHHTOBH IPOTPAMH 33 PAHHO OTKPHBAHE HA T€HETHYHU
3a00/1s1BaHHUS;

2.10. oka3Ba KOHCYJITaTUBHA U MCTOAUYCCKA IMMOMOLI HA OCTAHAIMTC JiMla, OCBbIICCTBABAIIIU
HpO(beCI/IOHaHHa ﬂeﬁHOCT I10 CIICHHUAJIHOCTTA,

2.11. mongbpxka JOKYMEHTalUsiTa Ha CTPYKTypaTa B CHOTBETCTBUE ChC ChHLIECTBYBAIIUTE
HOpPMAaTHUBHHU pa3nopeaou;

2.12. noaaAbpIKa KOHTAKTH C MAIIUCHTUTC U HACOUBAILIUTE T' JICKApPU;

2.13. y4qacCTBa B MpOrpamMu 3a MpEeBCHI WA Ha HACIICACTBCHU 3a00JIIBaHUS U 32 HaMaJIsBaHE Ha
TFCHCTUYHHA PUCK B MMOIYyJIalUATaA,

2.14. ydqaCTBa B H3CJICABAaHUA, CBBP3aHU C TCHCTHUYHUTEC OCHOBHU Ha 6OJ'ICCTI/ITC,
InonyiaanuoOHHAaTa rCHETUKA U TCHOMUKATA,

2.15. mpunara HOBU TEXHOJIOTUU B IMarHOCTUKATA,

2.16. oOyyaBa MEIUIIMHCKH CICIHATUCTH W HWH(DOpPMHpA MANUEHTH OTHOCHO TCHETHYHU
3a00IABaHUS U TAXHATA TPODUTAKTUKA;

2.17. cmasBa OPUHOUIINTE HAa MCIHWIOMWHCKAaTa €THKa W IMOBECPUTCIHOCTTA IPHU I'CHECTUYHOTO
KOHCYJITUPAHC,

2.18. mo3HaBa HOpMaTHWBHATa ypenda CBbp3aHa C TEHETHYHUTE W3CJICIBAHMS W IpaBaTa Ha
MalMEHTA.

3. WM3uckBanusg KbM JEWHOCTTa Ha JeKkap Oe3 mpu3HaTa MEIUIMHCKA CHEIUaTHOCT
»MeIuIrnHCKa TeHeTHKa /c Ipyra Mpu3HaTa MEAUIMHCKA CTICIUATHOCT WM CIEIUAIM3aHT 0
,L,MeanImHcKa TeHeTHKA ™ OCBIIECTBIBAIIN IEHHOCTH 10 MEIUITMHCKA TeHEeTHKA.

3.1. W3uckBaHus KbM JEeWHOCTTa Ha Jekap Oe3 NpH3HaTa MEIUIMHCKA CIEHUATHOCT
»,MenuIrnHCKa FeHeTUKa /c Ipyra Mpu3HaTa MeIMIUHCKA CIIEI[HaTHOCT:

311 y‘-IaCTBa B KIIMHUYHO-TCHCTUYHO U3CJIICABAHC U I/ISBBPH_IBaHCTO Ha OLICHKA Ha IMAaIlMCHTU
ChC CBMHEHUE 3a HACJIENCTBEHO 3a00/IABaHE;



3.1.2. yyacTBa NpH NOCTaBSHETO HA JUarHo3a Ha HAacJeICTBEHHU M BPOJEHHU 3a00JI1BaHUS Bb3
OCHOBA Ha KJIMHUYHU U Ja0OpaTOpHU JaHHH,

3.1.3. mo3HaBa NPHUHIMIIKTE, METOAUTE M IIOKA3aHUATA 3a H3IO0JI3BaHE HA TEHETHYHHU
HU3CJIEeABaHNS,

3.1.4. yuacTBa B OCBIICCTBIBAHETO HA KAYECTBEH KOHTPOJI W HWHTEpHpETalMs Ha
nabopaTOpHUTE Pe3yITaTH;

3.1.5. y4acTBa B MOJIABP)KAHETO HA JOKYMEHTAIMATA HA CTPYKTypaTa B ChOTBETCTBHE ChC
CBHILECTBYBAIIIUTE Pa3MoOpeon;

3.1.6. IMOoAABbpKa KOHTAKTH C NAIJUECHTHU M HACOYBAILIMTE I'M JICKAPH,

3.1.7. ydaCTBa B HU3BBPIIBAHCTO Ha H3CJICABAHUA, CBBP3aHU C TCHCTUYHHUTC OCHOBU Ha
6OJ'I€CTI/IT6, MoITyJ1alilMOHHATAa TCHETUKA U TCHOMUKATA,

3.1.8. cazBa IPUHIUIIATE HA MECAMIIMHCKATA €TUKA U IIOBEPUTCIIHOCT,

3.1.9. mo3uaBa HOpMaTUBHATa ypez[6a CBbp3aHa C F'’CHCTUYHUTC M3CJICABAHUSA U IIpaBaTa Ha
nanucHTa.

3.2. M3uckBaHus KBbM IEHHOCTTA HA CIIELUAIN3aHTa 110 ,,MeUIINHCKA TeHETHKA

3.2.1. ydaCTBa B U3BBPIIBAHCTO HAa KIIMHUYHO-TCHCTUYHO HU3CJICABAHC U OLCHKA Ha MAallUCHTU
CbC CbMHCHUC 3a HACJICACTBCHO 3360J’I$IB3H€;

3.2.2. yyacTBa NpH WMHTEPIPETHPAHETO HA PE3YNTATHUTE OT IUTOTCHETHYHH, MOJEKYJSIPHO-
IeHETUYHU U OMOXMMUYHU U3CIIEBaHMS;

3.2.3. ydacCTBa IIpHU NMOCTAaBAHCTO HAa AWArHO3a Ha HACJIICACTBCHU U BPOACHH 3a00/11BaHHS Bb3
OCHOBA Ha KJIIMHUYHH U J'Ia60paTOpHI/I JaHHU;

324 ydacTBa Ipu MpoOBEKAATO MCAUKO-TCHCTUYHO KOHCYJITHPAHC HA MMAIUCHTU U TCXHUTC
CEMEICTRA;

3.2.5. yyacTBa NpH OCBHIIECTBSIBAHETO Ha OICHKA HA PUCKA OT Ipe/JaBaHe Ha HACIEACTBEHO
3a00JsiBaHe Ha MOTOMCTBOTO;

3.2.6. mo3HaBa MNPUHIUIIUTE, MCETOJUTEC M IIOKa3aHHATA 3a H3MNOJI3BAHC Ha TICHCTUYHH
HU3CIACABAaHUA,

3.2.7. ydacTBa B OCBIIECTBIBAHETO HAa Ka4eCTBEH KOHTPOJ W WHTEPIpETanus Ha
n1a00paTOpPHUTE Pe3yATATH;

3.2.8. yuacTBa B CKpHHMHTOBH POTPAMH 32 paHHO OTKPUBAHE HA TEHETUYHU 3a00JSIBAHHUS;

3.2.9. monabpka JOKYMEHTAIMsATa Ha CTPYKTypaTa B CHOTBETCTBHE ChC CHIIECTBYBAIIUTE
pasmnopenou;

3.2.10. moaabpKa KOHTAKTH C MAMEHTH U HACOYBAIIUTE TH JIEKAPH;

3.2.11. ydgacTBa B OCBHIIECTBSIBAHETO HA TIPOrpaMU 3a IPEBEHIUS HA HACIICJICTBECHU
3a00IIIBaHUS U 32 HAMAJISIBAHE HAa TCHETUYHUS PUCK B MOMYIAIHSITA;

3.2.12. yuacTBa B W3CIICIBAHWSA, CBBP3aHH C TECHETHYHUTE OCHOBH Ha OOJecTUTe,
MOTyJIAI[MOHHATA TeHeTHKAa U TeHOMMKATA;

3.2.13. ygacTBa B IpHJIaraHETO HA HOBU TEXHOJIOTUU B JMArHOCTHKATA;

3.2.14. cia3zBa MpUHLIMINTE HA MEAULIMHCKATA €THKA U TOBEPUTEITHOCT;



3.2.15. mo3HaBa HOpMaTHBHaTa ypeada cBbp3aHa C T€HETHYHUTE M3CJIEBAaHUs U MpaBara Ha
MalKUEeHTA.

4. VI3ucKkBaHMs KbM CIELUAIUCTHTE OT o0nacT Ha Buciie oOpasosanue ,Ilpupoguu Haykw,
MaTeMaTHKa U MHPOPMATUKA™ OCBIIECTBSIBAIIN MTPO(eCHOHAIHA AEHHOCT UMAaIlla OTHOILICHHE
KBM CIIEIHATHOCTTA ,,MeUIINHCKAa TeHEeTHKA

4.1. crta3Bar AUArHOCTUYHHUTC IMPOTOKOJIM U YHaCTBAT B IAJTOCTHHUA AUATHOCTUYCH IIPOLCC;

4.2. pa3paboTBar, YCBOSIBAT U BHEJPSABAT MHOBAaTMBHM TEXHOJOIMH 3a JUArHOCTUKA Ha
TCHETHYHU OOJIECTH U MPEIPa3NOI0KECHHUS;

4.3. cia3BaT YTBBPJICHUTE BHTPEIIHU CTAaHAAPTHU ONEPATUBHU MTPOTOKOIIM Ha CTPYKTYpPATa;
4.4. cnendat 3a CbCTOSIHUETO M MOJAPBAKKATA HA anaparypara B CbOTBETCTBUE C IpaBUiaTa 3a
BBTPEILEH peJl B CTPYKTYpara;

4.5. ydacTBaT B M3TOTBSHETO HA ITUIAHOBU 3asBKU 3a JUArHOCTUYHU HAOOpH, pPEaKTHBH,

XUMHUKAJIA, KOHCYMAaTUBH, PE3CPBHU YaCTHU, KOHTPOJHU MaTCpHUajn, KaJ'II/I6paTOpI/I;

4.6. mogabpKaT JOKYMEHTAIMITa Ha CTPYKTypara B CHOTBETCTBHE ChC ChHINECTBYBAIUTE
pasmnopendu.

4.7. ca3zBa MPUHIMIINTE HA METUIIMHCKATA €THKA, TOBEPUTEIHOCT U HH(POPMHUPAHO ChITIacHe
IIPU TEHETUYHO KOHCYJITHPAHE.

4.8. mo3HaBa HOpMaTWMBHaTa ypenbda, CBbp3aHa C T'€HETUYHUTE W3CIIC/IBAHMS W TpaBaTa Ha
MaIMeHTa.

5. V3uckBaHus KbM MEIUIIMHCKUTE CIEUAINCTH OT IPO(EeCHOHAIHO HAIIPaBJIeHUE ,,3/1paBHU
IPUKU®  OCBILECTBSIBAIlM  JEHHOCT B  CTpyKTypa Mo ,MeAMIMHCKAa TeHeTHKa'
(axymepku/MeAUIIMHCKY CeCTpU/Tab0paHTH):

5.1. ydacTBaT B OIIpEENIEHN OT PbKOBOJUTENS HAa CTPYKTypaTa IMarHOCTUYHU IEHHOCTH;

5.2. ydacTBaT B U3rOTBSIHETO Ha PE3yJITATUTE HA MAIUEHTHUTE;

5.3. cna3Bar yTBbpPACHUTE BETPEIIHU CTAHIAPTHU ONIEPATUBHU MPOTOKOJIM HA CTYKTYpara;
5.4. cnendT 3a CbCTOSHUETO U NOJAPBKKATA Ha amapaTrypara B CbOTBETCTBHE C IpaBUJIaTa 3a
BBTPELLIEH PeJl B CTPYKTYpara;

5.5. yyacTBaT B HW3TOTBSHETO Ha IUIAHOBHM 3aBKH 3a JMAarHOCTUYHU HaOOpH, PEAKTHBH,

XUMHUKAJIA, KOHCYMAaTUBH, PE3CPBHU YaCTH, KOHTPOJIHU MaTCpUaliu, KaJ'II/I6paTOpI/I;

5.6. momabpXKAT JOKyMEHTAIMATa Ha CTPYKTypaTa B ChOTBETCTBHE CHC CHIICCTBYBAIIUTE
paszmnopenou.

5.7. cria3Ba NPUHLMIIUTE HA MEIUIIMHCKATa €THKA, TOBEPUTEIIHOCT U MHPOPMHUPAHO ChIIacue
IIPU TEHETUYHO KOHCYJITUPAHE.

5.8. mo3HaBa HOpMaTUBHAaTa ypenda, CBbp3aHa C T€HETUYHHUTE W3CIEABaHMS M IpaBaTa Ha
MarueHTa.

Pa3znen V. M3uckBaHusa 3a OCBIIECTBABAHE Ha JEHUHOCT IO MEIHUIIMHCKATa CIIEIUATHOCT
,,MeIUIMHCKAa IeHEeTHKa™ B JIeYEOHM 3aBEICHHA 3a HM3BHLHOOJHHYHA IIOMOII M JIe4eOHH
3aBeJCHHS 3a OOJIHUYHA IOMOIII.

1. JleiHOCT MmO MEIOUIMHCKATAa CICIUAIHOCT ,,MEOUIMHCKA TI'eHEeTHKa MOXKe Ja ce
OCBIIECTBIBA B JIEUEOHM 3aBeIeHUs 3a W3BBHOOIHMYHA IOMOII U JIEYEOHH 3aBEIEHHS 3a
OOJIHMYHA ITOMOIIL.



1.1. JleitHoCT 110 MEAUIIMHCKATA CIICIIUATHOCT ,,MeIUIIMHCKA TeHETHKA B JICUCOHU 3aBEICHUS
3a N3BBLHOOIHNYHA IIOMOIL] MOKE []a CE OCBILECTBIBA B'

1.1.1. camMoCTOSATETHH METUKO-TUArHOCTUIHH Jab0opaTopuu 1o ,,MeIUIMHCKa TeHETHKA ;

1.1.2. nmabGoparopuu mo ,MeauiMHCKAa TEHETUKA HAa MEIUIMHCKH IIEHTPOBE WIH
JUArHOCTHYHO-KOHCYJITATUBHU IICHTPOBE;

1.1.3. xaOuHeTH 32 MEUKO-TEHETUYHN KOHCYIITAIIUU PA3KPUTH B MEIUITUHCKU [IEHTPOBE MITU
JMArHOCTHYHO-KOHCYJATATUBHU IICHTPOBE, KOWTO HE pasmoyiiaraT ¢ JiabopaTopus IO
,,MeIUIINHCKA T€HETHUKA ",

1.2. JlaGoparopuute mo ,,MeauiMHCKa T€HETHKA B W3BBHOOTHUYHATA ITOMOII MOTaT Jaa
OCBIIECTBIBAT BCHUYKUH BHIOBE ACHHOCTH II0 MEIMIIMHCKATa CIELHAIHOCT ,,MeIHuIMHCKa
TEHETUKA", MPEJIBUJICHHU J1a CE OCBIIECTBIBAT B JIAOOPATOPHH 10 ,,MeIUIIMHCKA TeHETHKA ™ OT
II'bPBO, BTOPO M TPETO HUBO HA KOMIIETEHTHOCT B JICUCOHHW 3aBEJICHUS 3a OOJHUYHA TTOMOIII,
caMO aKO OTroBapsAT Ha BCMUKH HOPMATHBHU HM3WUCKBAHUS IMPEIBUICHU B TO3W CTAHAAPT IO
OTOHOIIICHUE Ha Jaboparopuute 1o ,,MeAWIIMHCKAa TeHETHKa™“ OT CHhOTBETHOTO HHMBO Ha
KOMITIETCHTHOCT, Pa3KpUTH B JIeUeOHM 3aBEJICHUS 32 OOJTHMYHA ITOMOIII.

1.3. JlefiHOCT MO MEIUIIMHCKATa CIICIIHAIHOCT ,,MeIUIMHCKA F'eHETUKA B JICUCOHH 3aBEICHUS
3a OOJIHMYHA TIOMOII] MOYXKE J1a CE OCBIIECTBABA B JIAOOPATOPHUH 110 ,,MeAUIIMHCKA TEHETHKA™ OT
ITbPBO, BTOPO WJIM TPETO HUBO HA KOMIIETEHTHOCT.

2. MuHMMaJHH H3UCKBaHHUA 3a OCBIICCTBABAHC Ha MCIUKO-AHMArHOCTHYHA ﬂeﬁHOCT I10
MCIHUIMHCKaTa CICIHUAaJIHOCT ,,MCI[I/II_II/IHCKa reHeTHKa B KaOWHET 3a MCIHUKO-TCHCTHUYHA
KOHCYJITallUA.

2.1. B kabunera 3a MI'K paGoTu Haif-Manko e11H JieKap ¢ MpU3HaTa MEIUIIMHCKA CTICITHAITHOCT
,,MeauInHCcKa TreHeTHUKa .

2.2. Kabunetst 3a MI'K pasnonara ¢ yakamHs U JOCTBIT O CAHUTAPEH BH3El.
2.3. Kabunerst 32 MI'K npoBexaa Haii-manko 200 MI'K rogumiso.

3. M3uckBaHMs 3a OCBINECTBSABAHE HA JIEMHOCT IO CIEIUAIHOCT ,,MeIHUIIMHCKA TeHETHKA " B
naboparopust 1o ,,MenuIuHCKa TeHeTHKa™, B JIeueOHH 3aBeJICHUS 32 U3BbHOOIHUYHA TIOMOII]
M JIeueOHU 3aBEeACHH 3a OOJIHUYHA IIOMOIII.

3.1. OOy U3UCKBaHUS.

3.1.1. Besika maGoparopust mo ,,MeauiuHcka TeHeTHKa ™ TpsioBa 1a MMa KaOWHET M0 MEINKO-
reHEeTUYHA KOHCYJTAIUSI.

3.1.2. Hpe)m " CJICA TCHETUYHO U3CJIICABAHE C€ U3BBPIIIBA MCAUKO-TCHETUYHA KOHCYJITAllUA.

3.1.3. BzemaHeTo, TpaHCIIOPTUPAHETO, OLIEHKATa Ha KAYeCTBOTO HA NMPo0aTa U ChbXpaHEHHUETO
Ha mpobarta 3a TeHeTUYHU U3CIIeIBaHMSI CE€ U3BBPIIBAT CHIVIACHO YTBBPJIEHU OT ,,bbiarapckoTo
JPY>KECTBO MO TeHeTHKa U TeHOMHKA Ha YOoBeKa“* 17abopaTOpHH MPOTOKOIM MM TIO YTBBPICHH
IIPOTOKOJI OT MIPOU3BOIUTENIS HA AUATHOCTUYHUS HA0OpP.

3.1.4. M3uckBaHHSA KbM JOKYMCHTaIuATa 3a I/I,I[eHTI/I(bI/IKaI_[I/IH Ha OMOJIOTHYHUTE MaTcpHralii U
KBM pE3yjiTaTa U HOAABPKAHETO HA JOKYMCHTaAlUATA.

3.1.4.1. buonormueH MmaTepual ce Haco4yBa B JabOpaTOpHsATa C KOPEKTHO IOIbIHEHA
yHU(DUIMpaHa ,,3asBKa” pa3InyHa 3a BCEKH BUJI U3CIIe/IBaHe. JlabopaTropusiTa MOXKE 1a H3UCKBA
JOM'BJIHUTENTHA KIIMHIYHA WH(OpMAIIHS 32 MHTEpPIpEeTalys Ha pe3yaTaTuTe.



3.1.4.2. 3agBkata o T. 3.1.4.1. chabpxa: TpUTE UMEHA HA MAIMEHTA; POXK/JEHA J1aTa; apec Ha
u3cnenABaHus; TeneGoH W/HUIM WUMEIT, BUJ W KOJIMYECTBO HAa OWOJOTMYHHUS MaTepHal;
yCIIOBUSITA 32 B3€MaHE Ha OWOJOTMYHHMS MaTepuan - JaTa Ha B3eMaHe Ha OWOJIOTMYHUS
Marepuai; 3asiBEHW M'eHETUYHU W3CIICJIBAHMS, TIOBOJI 3@ M3CJIEJIBAHETO, KPATKO OMHMCAHHE Ha
KIIMHUYHATAa KapTHHA 0 yKa3aHata (opma; moAammc, ume, cayxebeH aapec U TenedoH Ha
HacOYBAaIIMs JIEKap; MOJNKC HA MAIMEHTA.

3.1.4.3. 3a BcekHu BHUJ TCHCTHYHM HM3CJICABAHUS TPSAOBA Jla MMa IMOMBIHECHO HHGOPMHPAHO
cbriacue. Beuuku npoOu 3a chXpaHeHHWE M BCUYKM T'€HETUYHM H3cjelBaHMs TpsiOBa Aa ca
MPUAPYXKEHU OT UH(POPMHUPAHO CHIIIACHE, ChIBPKAIIO: MO0J3a, OrPAHUYCHUS U PUCKOBE OT
KOHKPETHOTO u3ciiefBaHe. B nundopmupanoto ceriacue TpsadBa Aa € ASKIapUpaHO MHUCMEHO
pElIeHHEeTo Ha MallMeHTa OTHOCHO M3IOJ3BAHETO Ha OCTaThKa OT Mpobdara 3a Hay4yHH 1enu. B
Cllyd4auTe, KOrato M3ClIe[BaHETO I Ce MPOBe/E B Apyra jJaboparopus, MalueHTHT TpsOBa 1a
¢ uHbOopMHUpaH 3a TOBa MHUCMEHO U TPsiOBa J1a € M3pas3uil MPEeABAPUTEIHO CHIIACUETO CH 3a
ToBa. B Te3u ciydan nHMOpMUPAHOTO ChIIacKeE CE MOAMKICBA B ABA HICHTUYHH €K3EMILISIpa —
€/IMH 3a MalMeHTa U eJ1H 3a JIe4eOHOTO 3aBe/ICHHE.

3.1.4.4. 3uckBanus 3a uacHTUGUKAIMSA Ha OMOJOTHYHU MaTEPHAIIH.

Koureiinepure ¢ OuonoruuHu npoOu, TpsOBa Ja ObJAT HAANUCAHU YETIUBO BBPXY
HeoTiensanl ce eTuker. HaanuesT TpsOBa na chabpika OyKBeHO-LM(POB KOJ WM OapKo[.
Ot6ens3Ba ce naTara Ha B3eMaHe Ha mpobOara. [Ipu B3emaHe Ha mMoBeue OT €/HA EIPYBETKA,
BCsIKA €MpyBeTKa TpAOBa /1a € HaANucaHa UHUBHIyaTHO.

3.1.4.5. JlabopaTtopusirta TpsOBa J1a ©Ma pa3padOTEHU IPOTOKOJIH 32 MPOBEKIAHE HA TOBTOPEH
aHaJIW3 WU TOTBBPKICHHE MTPU TPAHUYHU WIIM HEETHO3HAYHU PE3yNTaTH.

3.1.4.6. ®opMynspbT ¢ pe3yaTaTa OT M3CJIEABAHETO BKJIIOYBA: UME HA M3CIIEBAHOTO JIHIIC,
JaTa Ha paxkAaHe M J1abopaTOpeH HOMep; IOJ;, JaTa Ha B3eMaHe Ha mpobara; jara Ha
MoJTy4YaBaHe | JaTa Ha M3aBaHe Ha pe3yliTaTa; HacoYBalll JeKap H JiedeOHO 3aBeCHNe; BUI Ha
npobara; W3MOJN3BAaH METOJ; W3MOJ3BaH KHT/peakTup/miargopmMa ¢ KOMEHTap Ha
OTpaHUYEHUSATA Ha TECTa; PE3yNTaT CHIVIACHO AaKTyaJlHaTa HOMEHKJIATYypa; OIMCATEITHO
MOSICHEHHE Ha pe3ylTaTa; OlnucaTelHa MHTEPIPETalrs Ha pe3yiTara; Bpb3Ka Ha pe3ynrara ¢
MOKAa3aHUETO W/WIN OTTOBOp Ha KJIIMHUYHOTO 3aIllMTBAHC; IIPH H€06XO)II/IMOCT NpenopbKa 3a
JOIIBJIHUTCIIHU U3CICABAHN, 3aKJIIOUYCHUE, JaTa U IIOAIINC Ha J'ICKapfl/CHeHI/IaIII/ICTa HU3BBPIINIT
aHaJIM3a; IMpCrnopbKa 3a MCAUKO-TCHCTHYHA KOHCYJTAalMid, IIOANINC Ha HadYaJlHUWKa Ha
nabopaTopusTa; ICHO HOMEpUpaHe Ha CTPAHUIIM; B CITydaii, ue W3CIeIBaHETO CE W3BHPINBA B
npyra 1abopatopusi, TOBa TpsOBa 1a ObJie yIIOMEHATO B pe3yJiTara.

3.1.4.7. Pe3ynrarsT ce mpenaBa Mo HauuHa MOCOYEH B HH(OOPMUPAHOTO ChIIIACHE.

3.1.4.8. Cp3gaBaHeTo, MOJIBPKAHETO W CHXPAHSABAHETO HA JIOKYMEHTH CE€ OCBIIECTBIBA
CBIJIACHO JICWCTBAIINTE HOPMATUBHU aKTOBE, Ha €JEKTPOHEH W/WJIU XapTUEH HOCUTEN ChC
3alIUTeHa KOMITIOThPHA CHCTEMa 3a PETHCTPallUsi, ChbXpaHsSBaHE W YIPABIICHHE Ha JaHHUTE.
KoMmioTspbT, B KOWTO C€ HAHACIT MEPCOHATTHUTE TaHHH OT M3CJIEBAHUATA HE TPsOBa Ja € B
Mpexa, Ui TpsiOBa J1a € 3alTUTeH C Bh3MOXKHOCT 3a JJOCTHIT CaMO Ha pabOoTeIrs ¢ KOMITIOThpa
cyxuten. Pesynrarure oT mpoBeeHUTE U3CIEABAHUS CE€ ChXpaHABAT 32 MUHUMAJICH CPOK -
20 roguHUA.



3.1.4.9. B amOynaTopHust )KypHaJI C€ OTpa3siBaT: TPUTE MMEHA Ha MallMeHTa, Bb3PacT, J1aTa Ha
nocemnieHue (MbPBUYHO WJIM BTOPHYHO), aJpec W TeledOH, HacouBall JeKap U CTPYKTYpa,
JIMarHo3a, 3a0€eKKH, Ha3HAYCHH U3CIICIBAHUSL.

3.1.4.10. B naGoparopHus *KypHaJ Ha XapTHUEH WU €IEKTPOHEH HOCUTEI CE 3alHiCBaT TPUTE
MMEHa Ha MalueHTa, Bb3pPacT, AaTa Ha B3eMaHe (1oJiyuyaBaHe) Ha MaTepuaia, HacouBall JIeKap
WM Jie4eOHO 3aBeJICHHE, TMarHo3a.

3.1.4.11. 3a Bceku MalUEHT c€ MOIbpKa WH(OpPMAIUs OTHOCHO: IMOBOJI 32 KOHCY/ITAIIUATA,
HAcoYBall Jiekap, KJIMHHYHYU JJaHHU ¥ (paMIIHA aHAMHE3a ¢ POJIOCIOBHO IbPBO.

3.1.5. KauectBeH KOHTPOI.

3.1.5.1. JlabGoparopusita TpsaOBa 1a UMa pa3NHUCaHU CTaHJAPTHU ONEPATUBHU IPOLELYPH 3a
BCsKa HeﬁHOCT, KOsTO HU3ITbJIHABA.

3.1.5.2. JlabopaTtopusita € JIBKHA Ja MPOBESKIA PETYISIpEH BBTperaadbopaTropeH KOHTPOI,
KOETO C€ yJI0OCTOBEPSIBA C KOHTPOJIHU OTYETH U IPOTOKOJIH.

3.1.5.3. BrHIIIHA OIleHKa Ha KaYeCTBOTO.

3.1.5.3.1. Besika naboparopust o ,,MeauimHcKa reHeTrKa™ TpsOBa /1a yyacTBa B HAI[MOHAIIHA
WM MEKIyHapoJHAa CHCTEMa 3a BHHIINHA OIICHKAa HAa KAa4eCTBOTO, ChOTBETCTBAIlA HA BHJIA
M3BBPIIBAHU JICHHOCTH.

3.1.5.3.2. JIaboparopusra TpsOBa Ja ydyacTBa B Haii-MaJKO €IHA CHCTEMa 3a BHHIIHA OIIEHKA
Ha KauecTBOTO 3a BCEKM METOJ] WJIM Tpyla METOAM, KOHTO OCBIIECTBSBA, CHOOpPA3HO
M3HCKBAaHUATA HAa ChOTBETHATA ITPOrpama, HO Hail-MaJKo BEJAHBXK I'OJUILIHO.

3.1.5.3.3. JIaboparopusiTa TpsiOBa J1a CbXpaHsBa JJOKAa3aTEJICTBA 32 YYaCTHETO CH BbB BbHIIHA
OLIEHKAa Ha KayecTBOTO, BKJIOYBAILIMU: CEPTU(UKATH, NMPOTOKOIM OT OLIEHKA, PEe3yNTaTH OT
MHTEpHpEeTalui, KOPEKIIHOHHU MEPKH MTPHU HEYJOBJIECTBOPUTENIEH PE3yJITaT.

3.15.3.4. Ilpu HEYHOBICTBOPUTEIIHW WJIA TPAaHUYHU PpE3YNTaTH, YCTaHOBEHUW TMpHU
U3BBPIIBAHETO Ha BBHIIHA OIIEHKAa HAa KauecTBOTO, Jlaboparopusita TpsiOBa Ja. MPUIIOKHU
aHaJIN3 Ha NMPUYMHUTE; BbBEJE KOPUTHpAIIM JEHCTBUS U JOKYMEHTAJIHa MPOCIEIUMOCT Ha
OpeINpUeTHTE MEPKH, KaKTO U MIOBTOPHA BajuAalus (pu HEOOXOAUMOCT).

3.1.5.3.5. TIpu BHepsABaHE HA HOBH METOJIH, J1a0opaTopusATa € JUIkhKHa J1a Ce BKIIIOYHM B CXeMa
3a BBbHIIIHA OIIEHKA Ha KaYeCTBOTO, B CPOK HA-MHOTO J0 €/{Ha FOJIMHA, a JI0 BKJIKOYBAHETO - J]a
M3BBPIIBA BHTPEIIHA MIPOBEPKA HAa KaUYeCTBOTO W MEXJyJabopaTOpHH CpaBHEHHUs (KOraro e
BBH3MOKHO).

3.1.6. Bcska mabGoparopusi TpsiOBa na mpemocTaBs MyOnudHa HWHQPOpPMAIUS 32 BCHYKH
W3BBPIIBAHU OT HES IEMHOCTHU U YCIYTH U LIEHOPA3IIHC.

3.2. MunuManHu cienuGpUIHU U3UCKBAHUS KBM JIa0OpaTOPUUTE 10 ,,MeauIIMHCKa TeHeTHKA
3a OCHUTYpPEHOCT C amapaTypa, Opoi Ha u3cieaBaHu npobu, paboTHA U CepBU3HA IUIONI U APYTH
YCIJIOBHUSI 32 OCBHILECTBSIBAHE HA MEAUKO-ANAarHOCTUYHA T€HETUYHA JEHHOCT.

3.2.1. MuHMMaIHA U3UCKBAHUSA IIpU MPOBCKIAHETO HA TOCTHATAJIHA TCHECTUYHA TUATHOCTHKA.

3.2.1.1. V3uckBaHus TPU TPOBEKIAHETO HA IIOCTHATAJIHA TE€HETHYHA JIMarHOCTHKA Ha
XPOMO30OMHH 00JIECTH/MYTaIIUH.



3.2.1.1.1. Amaparypa: tepmocTtaT momabpxkam; 37°-50°C; namuHapeH OOKC C BEpTHUKAJICH
BB3IYIIIEH NIOTOK, Kiac B ¢ UV crepunusupane; nentpodyra; xnamuHuk Ha 4°C 1 kamepa Ha
- 20°C; kamuHa 32 XUMUYecka 00paboTKa; cBeTIMHEH MUKpockor ¢ obektus 100X u caTenuTHa
amaparypa.

3.2.1.1.2. PaboTHa U cepBH3HA IUION] - TPsAOBa ga ObJae 000cOOCHA Hall-MaIKO B TP OCHOBHU
MOMEIICHHUS: TIOMEIICHHUE 3a TPUEMaHe, MOJAr0TOBKa Ha OMOJOTMYHUTE MATEPHUAIIN U TIOCSIBAHE
Ha KJICTHYHHU KYJITYpH; MOMEIICHHE 3a 00pabOTKa Ha KJICThYHU KYJITYpH M HpUJIaraHe Ha
OLIBETUTEITHH TEXHUKH; IIOMEIICHUE 32 MUKPOCKOIICKH aHaIN3 U IOKYMEHTHPAHE, apXHUBUPAHE
U ChbXpaHEHHE Ha Pe3yITaTUTe.

3.2.1.1.3. bpoii Ha u3cneaBaHuTe MPooOH — Hali-Manko 200 u3cieaBaHus TOAUIIHO.

3.2.1.1.4. W3uckBanus 3a npoOUTE TP NPOBESKIAHETO HA I[OCTHATAJHA TEHETUYHA
JIMAarHOCTHKA Ha XPOMO30MHH OO0JIECTH/MYTALlMU: BEHO3HA KPbB 32 LIMTOTCHETUYEH aHAIIU3 Ce
B3€Ma B CTEPWJIHM CMPYBETKH C XEMapWH, HE MO-MaJKo OT 2 MWJIMJIHTpA (3a HOBOPOJCHH €
nonyctumo 1 ml.). [Ipo6Gute 3a nUTOreHEeTHYEH aHAJIM3 HE ce 3aMpassiBaT. TpaHCHOPTHT ce
OCBILECTBSIBA B PaMKHTE Ha 24 yaca mpu Temieparypa B amanacektop ot 4-25°C. Koxna
Ouorncus 3a UUTOICeHETUYHY M3CIIE/IBAHUS — B3e€Ma €€ KOXKEH ITbHY 2X2 mm II'bJIHA bJIOOYHHA
Ha KO’Kara, TPAaHCTIOPTHpA Ce B CTepuiHa cpena. deranHa KokHa OHoTicust — B3ema ce 1x2 mm
I'bJIHA IBJIOOYMHA Ha KOXKaTa, ChbXpaHsiBa Ce B CTEPUIIHA cpeaa/(pu3HoIoruyeH pa3TBop Ha 4°-
8°C nmo 24 vaca W ce TpaHCIOPTUpPA Ha CTaliHa Temreparypa. [Ipemapatu w/uiM KIEThYHU
yTallku OT BCsika Mpo0a ce ChXpaHsABAT 3a CPOK OT HaW-MaJaKo 3 TOJMHM, a MPU HaJIM4YHA
[aToJI0rusl — Hail-Masiko 20 TOAUHH.

3.2.1.1.5. OGeMbT Ha UUTOTCHETHYHUTE W3CICABAHUSA TPSOBA Ja € OTpa3eH B pabOTHH
MIPOTOKOJIM, YTBBPACHU OT PHKOBOJUTENS Ha JIAOOPATOpHUATA U ChOOPa3eHH ChC CHOTBETHUS
JTUArHOCTUYEH TTPOOIeM.

3.2.1.1.6. IIpu mocTHaTanHa UTOTEHETHYHA TUArHOCTHKA € HEeoOXOJUMO Ja Ce aHaJIu3upa
IIBJIHUAAT HA0OP HAa XpOMO30MHUTE OT 5 MeTada3HU KIETKU U OPOSIT Ha XPOMO3OMUTE B JIPYTH 5
MeTadazHU KIETKH.

3.2.1.1.7. Tlpu ananm3 Ha MeTada3d OT KOCTHO-MO3BYHH KYATYpPH CIIeJ[BA Ja CE aHATH3UPAT
Hali-manko 10 meradasm, a mpu nunca Ha abepanus — Hail-manko 20 meradasu. 3a
MMaTOJOrM4€H KJIOH CC IpUeMa HaJIW4ueC Ha ABC WKW IMOBCYE KIICTKM C €AHa W Cblla
JOMTBIHUTETHA XPOMO30Ma W/UIIM CTPYKTYypHA aHOMaJIMs Ha €HAa U ChIIa XpOMO30Ma B TPU
WJIN I1I0BEYE KIICTKH.

3.2.1.1.8. lo6pa ycreBaeMOCT Ha IUTOr€HEeTUYHATA TMarHOCTUKA UMa 1pH: 96 - 97% ycnenrHo
3aBBPILICHH aHAIM3U Ha TUM@oruTHU; 70% yCcrenHo 3aBbpIICHH aHAIN3U Ha KOCTEH MO3BK.

3.2.1.1.9. CpoxkoBe 3a u3naBaHe Ha pe3ynratu: < 21 gHH - MHOTO J00Opa ycreBaeMocT; 22-28
THU —1o0pa ycmeBaemocT; 29-35 1OHWM — 3aJ0OBOJIMTEIIHA yCIIeBaeMoCT, Haa 35 —
HE3aJIOBOJIUTEITHA yCIIeBAEMOCT.

3.2.1.1.10. CpokoBe 3a cbXpaHEHHE HA OCTaTbKa OT KJIETHYHUTE CYCIIEH3UU: MPU HOPMAIHU
pe3yaTartu - | roJuHa; npy NaToJIOTUYHU pe3ynTaTH - 10 roquHu.

3.2.1.2. MuHMMaIHM W3UCKBAaHHMS TpPU TPOBEKJAHETO Ha IIOCTHATAJIHA T'eHETUYHA
JMAarHOCTHKA Ha MUKPOCTPYKTYPHH XPOMO30MHH 00JI€CTH/MYTAIHH.

3.2.1.2.1. Amaparypa:



3.2.1.2.1.1. 3a muarnoctuka ¢ FISH: ¢myopecuienTen Mukpockorl, XuOpuan3aiuoHHa Kamepa
U CTaHAapTHA JJabopaTopHa arnaparypa,

3.2.1.2.1.2. 3a puarnoctuka ¢ JIHK mwuxpouunoB anamu3: PCR amapar, ycTpoiicTBO 3a
u3MepBaHe Ha KoHUeHTpauus u uuctora Ha JIHK, anapar 3a Busyamusupane Ha PCR
MPOAYKTHTE, CKkeHep 3a MukpounnoB JIHK ananus, xubpuausannonna kamepa, copryep;

3.2.1.2.1.3. 3a gmarnoctuka ¢ MLPA: PCR amapar, ycTpoHCTBO 3a H3MEpBaHE Ha
KOHIIeHTpanus 1 yrcrora Ha JIHK, kanuisipen cekBenatop, copryep;

3.2.1.2.1.4. 3a nuarnoctuka ¢ NGS ¢ aucko nokpurue (LP-NGS — low pass NGS): ycrpoiicTBo
3a u3MepBaHe Ha KoHuUeHTpauusa v uucrora Ha JIHK, amapar 3a Busyamusupane Ha PCR
MPOAYKTHTE, CEKBEHATOp C HEOOXOMMaTa caTeIMTHA anapaTypa, cohTyep 3a aHau3.

3.2.1.2.2. PaboTHa 1 cepBU3HA ILJIOIII;

3.2.1.2.2.1. 3a nnarnoctuka ¢ FISH: cerimacuo T. 3.2.1.1.2. (npu pyopecieHTHA MUKPOCKOTIHS
TpsiOBa /1a ©Ma B3MOXKHOCT 32 3aTbMHSBAHE);

3.2.1.2.2.2. 3a mmar"Hoctuka ¢ JIHK wmukpouwmnoB anamu3, MLPA, LP-NGS paGotHOoTO
71a00paTOPHO TPOCTPAHCTBO TpsiOBa aa MMa 4 OCHOBHHM (DM3UYECCKH DPA3/ICIICHU CEKTOPH:
MOJITOTBUTEIIHA CEKTOP; CEKTOp 3a HW30JIMPaHE Ha HYKICWHOBU KHCEIIMHHU; CEKTOp 3a
aMILTU(UKAIHST, CEKTOP 32 aHAIN3 Ha MPOIYKTUTE OT aMIUTH(HUKAUATA.

3.2.1.2.3. Bpoii Ha u3cieaBaHuTe MPoOH: Hali-Manko 50 u3cieaBaHus TOJUIITHO.

3.2.1.2.4. W3uckBaHus 3a TpoOWUTE TP TPOBESKIAHETO Ha IMOCTHATAJHA TEHETUYHA
JIMAarHOCTHKAa Ha MHKPOCTPYKTYPHH XPOMO3OMHH OoyiecTw/MyTanuu: mnepudepHa BEHO3HA
KpbB; mpobaTta ce chxpansaBa npu +2 °C no +8 °C u ce TpaHcmoptupa 10 72 yaca cief
B3E€MaHETO; MOraT Ja Ce€ HW3MOoJI3BaT OykajgHa JUraBuIla, ciroHka; m3oinupanata JIHK ce
copxpansBa npu -20 °C o -80°C u ce TpaHCTIOpTHPA BBPXY CYX JIE]I.

3.2.1.2.5. N3uckBanus 3a npoexxaane Ha FISH ananms:

3.2.1.2.5.1. u3non3BaHe Ha BATMAUPAHU COHAM (probes) ¢ TOKyMEHTHPOBAHU XapaKTEPUCTUKU
(cmeunuyUHOCT, YYBCTBUTEIHOCT) U MpUJaraHe Ha KOHTPOJHHU MpoOU (IIOJIOKUTETHH U
OTPHILIATENIHU); Jla C€ MOTBBbPAM JIOKAIU3ALUATA, YYBCTBUTEIHOCTTA U CIEHU(PUUHOCTTA Ha
BCSIKa HOBA MapTH/1a COHA/TIaHelT;

3.2.1.2.5.2. 3a untepdaszen FISH 3a KOHCTUTYIIMOHAIHY MYyTallMu C€ aHAIM3UpAT Hail-Majiko
100 sinpa; mpu meradazen FISH >5 meradasu;

3.2.1.2.5.3. cpokoBe 3a u3/laBaHe Ha pe3ynraT: < 21 1HU - MHOTO 100pa ycreBaemMocT; 22-28
aHM —1no0pa  ycmeBaemocT; 29 -35 AHM — 3a/J0BOJIMTENHA YCHEBAaeMOCT; Haa 35 —
HE33a10BOJIUTENIHA YCIIEBAEMOCT;

3.2.1.2.5.4. cpokoBe 3a cbxpaHeHHe — cbriaacHo T. 3.2.1.1.10.
3.2.1.2.6. N3uckBanus 3a mpoBexaane Ha MLPA ananus.

3.2.1.2.6.1. Karo marepuan 3a MLPA ananu3s ce nznomssa JIHK, nzonupana ot noaxoasmu
OMOJIOTMYHU TIPOOH.

3.2.1.2.6.2. IHK Ttps6Ba na 6b1e ¢ 10Ka3aHO KauyecTBO, KOHIIEHTpanus 1 yrctora (A260/280
~ 1.8), ocurypsiBaIiy HaACKTHOCT Ha aHAIIN3A.



3.2.1.2.6.3. BbB Bcsika aHanuTu4Ha cepusi MLPA ce BkiroYBaT: Hail-MajaKo TpH HOPMaIHHU
KOHTPOJIHH MPOOH; €HA TIOJ0KHUTETHA KOHTPOJIa; €IHAa OTPHUIIATEIIHA KOHTPOJIA.

3.2.1.2.6.4. Bceku u3MOI3BaH MUKC CE BAIMIMPA MPEIU PYTHHHA yroTpeOa upe3 onpeaemsHe
Ha JOIMYCTUMUTC I'paHHUL Ha BapI/Ia6I/IJIHOCT H YCTAHOBSIBAHC HA CTAHIAPTHU CTOMHOCTH Ha
BBTPCIIHUSA KOHTPOJI.

3.2.1.2.6.5. V3mMeHeHus, 3acerHAIM caMO €{Ha COHJIA, C€ MMOTBBPXKIABAT C HE3aBUCHUM METO/I.
3.2.1.2.6.6. Ilpu chMHEHHE 32 TEXHUYECKH apTe(aKT aHATU3BT CE TTOBTapsI.

3.2.1.2.6.7. Bceku pesynTar ce OLEHSBa OT JBaMa HE3aBUCHMH CIICHUAINCTH, KaTo
HECBOTBETCTBUSTA CE pa3pelIaBaT upe3 apOUTpaxeH aHaIu3.

3.2.1.2.6.8. CpokoBe 3a n3naBane Ha pesynraru: < 21 gam - MHOTO 100pa ycneBaemocT; 22-28
aHA  —1no0pa  ycmeBaemocT; 29 -35 AHM — 33J0BOJIMTENHA YCHEBAaeMOCT, Haa 35 —
HE3aJ0BOJIUTENTHA YCIIEBAEMOCT.

3.2.1.2.6.9. Cpokose 3a cbxpanenue Ha octarbka oT JJHK npoOute: mpu HopMaiiHu pe3ynTaTtu
- 5 roauHM; MpU NaTONIOTUYHU pe3ynTaru - 10 roguHu.

3.2.1.2.7. N3uckBanus 3a npoexaane Ha mukpouunros JIHK ananus.

3.2.1.2.7.1. Beska u3non3BaHa rmiatdopma TpsOBa aa Obae BamuaupaHa B jJabopaTopusTa
npeay pyTHHHa yrnorpeba. BanumupaneTo BkiIrOYBa: OIpenelissHE Ha aHAIMTUYHATA
YYBCTBUTEITHOCT M CIHEHU(UYHOCT, NPOBEPKA HAa BB3MPOU3BOAMMOCTTA M TOYHOCTTA;
CpaBHEHHE C peepEeHTHH TPOOU C M3BECTEH T'€HOMEH MPOdHUIIL.

3.2.1.2.7.2. BB BcsiKa cepHsl aHAJIM3M CE BKJIIOUBAT: HOPMaJHa KOHTPOJIHA P00Oa, BETPELIHU
KOHTPOJIM Ha XUOpUAU3ALUATA IPETOCTABEHU OT MPOU3BOUTEINS.

3.2.1.2.7.3. JIaGoparopusita TpsOBa aa nepUHMpa KaUeCTBEHH MapaMeTpH 3a BCEKU aHaJu3,
KaTo ChOTHOLIEHNWE CUTHAJI/IIYM, IPOLIEHT Ha YCIIEIIHN COHAM U IPYTH MOKa3aTelH, ChIJIaCHO
crierQuKauUTe Ha U3I0JI3BaHaTa IaTdopma.

3.2.1.2.7.4. buoundopmaTruHata 00pabOTKa ce W3BBHPIIBA Ype3 BAIUAMPAHH COPTYEpHU
TIPOTPaMH.

3.2.1.2.7.5. Besika KJIMHUYHO 3Ha4YMMa HAXOJIKa CE TpernophyBa Ja ObJe MOTBBPICHA C
HE3aBHCHM METO/I, KOTaTO TOBA € TEXHUYECKH BH3MOXKHO.

3.2.1.2.7.6. CpokoBe 3a m3ngaBane Ha pesynratu: < 20 paOOTHH IHU - MHOTO 100pa
ycneBaemocT; 21-30 paboTHu gHE - M0oOpa ycreBaeMocT; 31-40 paGoTHU THU — 3a10BOJIUTEITHA
ycreBaeMocT; Haja paboTHU 40 — He3a0BOIMTETHA YCIIEBAEMOCT.

3.2.1.2.7.7. CpoxkoBe 3a cbxpaHenne Ha octarbka oT JJHK mpobute — cprimacHo 1. 3.2.1.2.6.9.
3.2.1.2.8. NsuckBanus 3a npoBexaane Ha low-pass NGS (¢ aucko nmokpurue) (LP-NGS).

3.2.1.2.8.1. 3a LP-NGS ce m3nom3a renomHa JIHK c¢ moka3aH MHTETpUTET M YHCTOTA
(A260/280 = 1.8).

3.2.1.2.8.2. [Ipeau pyTUHHO NpHJIaraHe METOABT Ce BAIUAMPA 32 aHATUTUYHA YyBCTBUTEIIHOCT,
crneun(UIHOCT, BH3MPOU3BOJUMOCT U TOYHOCT MPH PA3INYHU THUIIOBE AaHOMAJIHH.



3.2.1.2.8.3. 3a Bcska cepusi CEKBEHHUpAHE C€ BKIIOYBAT: HOPMaJlHA KOHTPOJHA Mpooa;
MOJIOKUTETTHA KOHTPOJIHA TP0o0a C U3BECTHA CTPYKTypHA aHOMAJIHSI, BETPEIIHN KOHTPOJHU Ha
wiatgopmara 3a IpoBepka Ha paBHOMEPHOCT U IIOKPUBAEMOCT.

3.2.1.2.8.4. Onpenenar ce u ce JOKYMEHTHUPAT KaYeCTBCHH MapaMmeTpu: oOI Opol MpOoYHTH,
NPOIEHT YHHUKAHO TIIOJPABHEHM IPOYMTH, pPAaBHOMEpPHOCT Ha mnokpuBaHe, GC-bias wu
KOC(UIMEHT Ha BapUAOMITHOCT.

3.2.1.2.8.5. MUHUMAJIHOTO M3MCKBAaHO MOKPHBAHE Ha T€HOMA CE€ OIpEJeNs B 3aBUCUMOCT OT
I[eITa Ha U3CIIeJIBAHETO: 3a oTKpuBaHe rojemMu CNV (>3 Mb) - nmpudi. > 2—3 MIIH. YHUKAITHO
noJpaBHeHH mpounta; 32 CNV > 500 kb —mipu6i. > 5 MiIH. YHUKAJIHO OpaBHEHH MTPOYMTA; 32
CNV ~ 100-200 kb - npu6i1. > 6—8 MIIH. YHUKAJIHO NOJPAaBHEHU [IPOYHUTA.

3.2.1.2.8.6. buoundopmatnuHata 00paboTKa ce W3BBPIIBA Ype3 BAIUAMPAHH COPTYEpHU
IPOTPaMH.

3.2.1.2.8.7. Ilpn oTKpHMBaHE Ha KJIMHMYHO 3HAYUMH AHOMAJIMH € IMPEMOPBUYUTEIHO Ja Ce
npujaraT MOTBbPAUTEIIHA METOIH.

3.2.1.2.8.8. CpokoBe 3a n3iaBaHe Ha pe3yirTaTu: - cbriiacHo 3.2.1.2.7.6.
3.2.1.2.8.9. Cpoxkose 3a cbxpanenue Ha octarbka oT JJHK mpobute — cbrimacHo T. 3.2.1.2.6.9.

3.2.1.3. MuHMMaJIHH H3UCKBaHHI Iopu IMOPOBCKAAHCTO Ha IIOCTHATaJlHA TI'CHCTHUYHA
ANAarioCTuKa Ha MOHOI'CHHHU 6OJI€CTI/I/MYTaI_[I/II/I.

3.2.1.3.1. Amaparypa:

3.2.1.3.1.1. quarHocTHKa Ha €IWHUYHHU MATOTEHHHW BapuaHTH/enuHu4YHH TeHu ¢ PCR w/umm
nupekTHo cekBeHupane o Canrep: PCR amapar, ycTpoiicTBO 3a u3MepBaHe Ha KOHIIEHTpAIUs
u uncrora Ha JJHK, anmapar 3a Buzyanusupane Ha PCR nmpoaykturte, KanuisipeH CEKBEHATOP
i real time PCR amnapar, codTyep u cranaapTHO 1abopaTopHO 000py/IBaHe;

3.2.1.3.1.2. nuarHocTHKa Ha MHOXECTBO T'€HH/LISNT €K30M/ISU1 TEHOM C HOBO-T€HEPAIMOHHO
cexkBenupane: PCR amapar, ycTpoiicTBO 3a m3MepBaHe Ha KoHIeHTpanus u yuctoTa Ha JJHK,
amapar 3a Busyanusupane Ha PCR mpomaykTuTe, ceKBEHAaTOp OT CJEIBallo TOKOJIEHHE C
HeoOXouMaTa caTeJIMTHA arapaTypa, cCopTyep U U CTaHJApPTHO JabopaTOpHO 000pyABaHE.

3.2.1.3.2. PaboTHa 1 cepBHU3HA MIIOMNI: chraacHo T. 3.2.1.2.2.2.
3.2.1.3.3. bpoii Ha u3cneaBaHuTe NpodH — Hali-Manko 200 u3cieaBaHUs TOAUIIHO.

3.2.1.3.4. V3uckBaHus 3a MpoOUTE 3a NMOCTHATAIIHA TEHETUYHA TUAarHOCTHMKA HA MOHOTEHHHU
OosecTu/MyTalli: MPOOUTE ce ChXpaHsABAaT M TPAHCHOPTHPAT MpPHU YCIIOBHUS, TapaHTUPALIU
3ana3Baneto Ha JIHK; Beno3Ha kppB B EDTA enpyBetka ce cpxpansaBa npu +2 °C no +8 °C no
72 vaca U ce TpaHCTOpTHpa OXJaJeHa, 0e3 3ampassiBane, cien uzonupane Ha JJHK, T ce
cbxpansiBa npu -20 °C (kparkocpouno) unu -80 °C (aparocpouHo); OykajaHa JIMTaBHIA ce
ChXpaHsBa Ha craiiHa Temmeparypa (18-25 °C) no 5-7 qHU U MOXKe Ja ce TpaHCIopThpa Oe3
OXJIaXK/1aHe; CIIOHKaTa, chOpaHa B cTabmnu3upail Oydep ce masu npu craiiHa TeMmieparypa 10
6 Mecela u ce TpaHCIIOpTHpa 0e3 CreaTHi U3UCKBAHUS; CYXUTE Kallki KPbB Ce ChXpaHsBaT
Ha CyXO U 3aIIUTEHO OT CBETJIMHA MACTO MpHU CTalfHa TeMIepaTypa, KaTo OocTaBaT CTaOWIHU
HsAKOJIKO Mecena; u3onupanara JJHK ce cexpansasa npu -20 °C no -80 °C, karo npu TpaHCoOpT
ce M3II0JI3BA CyX Jiel U ce u304rBa moBTOpHO 3ampassaBane; 3a PHK mpo6u - kpbBTa ce B3ema B



enpyBetka ¢ antukoarynanT EDTA u PHK crabunusarop w/wnm maxubutop Ha PHKazwm;
npeuncrena PHK ce chxpansiBa Ha - 80°C.

3.2.1.3.5. Bcuuku npuiiaraHu MOJIEKYJISIPHO-TEHETHYHU METOAM C€ BATMIUPAT 32 CHOTBETHHUS
TUIl aHanu3. BamuaupaHeTo BKIIOYBA ONpPEAEISHE HA AHAJIUTUYHA YYBCTBUTEIHOCT U
cneun(UIHOCT, TPAHULIM HA JETEKLUS U Bb3IPOU3BOAUMOCT.

3.2.1.3.6. Bcuuku pe3yatatd TOAJICKAT Ha TPOBEpKa 3a CHOTBETCTBHE C TIPHETHTE
nabopaTopHH CTaHIAPTH U JoKyMeHTarus Ha QC mapamerpure.

3.2.1.3.7. NznomsBa ce JJHK wm PHK c¢ nokazana umcrora um msutoct (A260/280 = 1.8),
MOJTy4YeHa OT MOXO/A1] OMOJOTHYEH MaTeprall.

3.2.1.3.8. Ilpu Hannuue Ha BapuaHT oT NGS aHanu3 ¢ KIMHUYHO 3HAYEHHE CE MPErnophuBa
pe3yATATHT Ja C€ TIOTBBPIN C HE3AaBUCHM METO/I.

3.2.1.3.9. B ciyuaute Ha BapHaHTH C HEsICHO KIWHWUYHO 3HaueHue (VUS) ce mpenopbuBa
(dhaMuTHO U3cienBane U GyHKIIMOHATHYN aHATN31, KOTATO € TIPHIIOKUMO.

3.2.1.3.10. Bcuuku nmaboparopuu, KOUTO 00pabOTBAT €K30MHU/TEHOMHHU JaHHU TpsOBa aa
pasnoJjaraT CbC CbpPBbBP, CIICIHATU3UPAHU COPTYEPH, KOMITIOTBPEH KalalMTeT 32 00padoTKa 1
JIOKAJTHO ChbXpaHCHHE Ha JAHHUTE WK BPb3Ka ¢ 00JIa4Ha yCIIyra, OTroBapsIia Ha CTaHJapTUTE
3a ChbXpaHEHHE U 00pabOTKa Ha YYBCTBUTEIHH JTMYHH JTAHHU.

3.2.1.3.11. JleueOHUTE 3aBECHUS, YUUTO JAOOPATOPUN M3BBPIIBAT CAMO YaCT OT MpoIieca Ha
HOBO-TE€HEPAIMOHHO CEKBEHHUpaHE, 3a APYrUTe ACHHOCTH TPsOBA /1a UMAT CKITFOUEH JIOTOBOP C
nabopaTopus, KOSITO MOXKE Jla M3BBPIIBAa CHOTBETHATa BHUCOKOCIENHAIM3UpaHa AelHocT. B
MH(OPMHUPAHOTO ChIVIACHE OT MAaIMeHTa, KakTo M B pesynrata or NGS TpsOBa na Obaar
MOCOYEHH JTabOpaTOPHHTE, B KOUTO Ca MU3BBPIIECHH OT/ICITHUTE €TalH OT U3JICIBAHETO.

3.2.1.3.12. JlaGopaTopuute, B KOUTO C€ U3BbpIlIBa OMoMHpOopMaTudeH aHanu3 mpu NGS TpsoOBa
Jla pasIoJiaratr cbC CeHaIicT ¢ 00pa30BaTeIHO KBATH(PUKAIIMOHHA CTENEH «0aKanaBbp» UIIH
«MarucTbp» IO MareMaTuka, WHpopMaTuka WIM OHoMHpOpPMATHKAa W/WIM MpPEeMUHAT
CIenMaau3upaH Kypc 3a ananus Ha NGS.

3.2.1.3.13. Cnenuduyan n3nckBanus KbM pesynrara oT NGS - B oKIIaja 3a pe3yirara TpsoBa
na ObJaT MOCOYEHU: U3MOI3BaHaTa miaaTdopMa, 00XBaTa Ha aHAJM3UPAHUTE PETHOHU — Opoii
reHu, 00XBaHAaTH €KCEKTOPH, IBI00OYMHA HA TTOKPUTHE (coverage); N3MoJ3BaHU pedepeHTHU
6a3u ganuu — kato hgl9/hg38, ClinVar, OMIM, gnomAD, dbSNP u ap.; Guonndopmaruuexn
aHaJIN3 — KPaTKO OMHCAaHKUE Ha COPTYEepHUTE HHCTPYMEHTH/TTapaMeTpH 3a OTKpruBaHe Ha SNV,
InDel, CNV u np.; oTkpuTHTE BapraHTH (IaTOT€HHH, BEPOSITHO MaTOT€HHU, BAPUAHTHU C HESICHO
3HaueHue u JAp.) — B Tabnuna c: reH. Homep Ha Bapuant (hgl9/hg38 xoopaunaru); Tun Ha
npoMsiHaTta; epeKT BbpXY MPOTEHHA; 3UTOTHOCT (XETepO-/XOMO3UIOTEH ); HACIEICTBEHOCT (aKo
€ W3BECTHA); 4YecToTa B NOMyJallMOHHM ©0a3u AaHHUW; kinacupukamus crnopen ACMG;
MHTEpPIpETAMs U KINHUYHO 3HaYECHHE.

3.2.1.3.14. CpokoBe 3a U3/1aBaHe Ha PE3YyITATH:

3.2.1.3.14.1. CpokoBe 3a u3JaBaHe Ha pe3ylITaTH OT JAWArHOCTHKA Ha CAWHWYHH TEHHU
BapuaHntu: < 10 pabotHm AHM - MHOro no0Opa ycmeBaemocT; 11-15 paGoTHu mHU —moOpa
ycneBaemocT; 16 -20 paGoTHU THU — 3a70BOJIUTENHA ycrieBaeMocCT; Hax 20 paboTHU AHH —
HE33aJI0BOJIUTEITHA YCIIEBAEMOCT.



3.2.1.3.14.2. CpoxoBe 3a n31aBaHe HA pe3yJTaTH OT TUPEKTHO cekBeHupaHe: < 20 paboTHU THU
- MHOTO 00pa ycneBaemoct; 21-30 pabotHu M —1o0pa ycneBaemoct; 31 - 35 pabotHu 1HU
— 33/I0BOJIMTEJIHA YCIIEBAEMOCT ; Haa 35 paOOTHU JTHHU — HE3aJOBOJIUTEIIHA YCIIEBAEMOCT.

3.2.1.3.14.3. CpoxoBe 3a u3naBane Ha pe3yaratu or NGS ananus: < 40 paOOTHU JHU - MHOTO
nobpa ycneBaemoct; 41-50 pabotHu maHm —1o0pa ycmeBaemoct; 51 -60 paboTHu aHH —
3aJJ0BOJIUTEINIHA yCIieBaeMOoCT; Haja 60 paOOTHH THH — HE33aJOBOJIUTEIIHA YCIIEBAEMOCT.

3.2.1.3.15. Cpoxkoge 3a cexpanenue Ha JJHK npobure — cpriacuo 3.2.1.2.6.9.

3.2.1.4. W3uckBaHug NOpH NPOBEKIAAHETO HA IMOCTHATaJlHA T€HETHYHA JIMAarHOCTHKA 3a
onpenensHe Ha JIHK/PHK nuarHoCTMYHM, TPOTHOCTUYHH U TPEAUKTHBHU OHOMapKepw —
TepMUHATUBHHU M COMaTHYHH BapuaHTH/abepaiuu.

3.2.1.4.1. Anaparypa:

3.2.1.4.1.1. 3a TMarHOCTHKa Ha €IMHUYHY NIATOTCHHH BapuaHTH/eauHnYHN reHu ¢ PCR w/vnm
IMPEKTHO cekBeHupane o Canrep - cprimacHo T. 3.2.1.3.1.1;

3.2.1.4.1.2. 3a TMarHOCTHKa Ha MHOXXECTBO TCHU/IIST €K30M/I1511 TEHOM C HOBO-T€HEPAIIMOHHO
CEeKBEHHUpaHe - chriacHo T. 3.2.1.3.1.2,;

3.2.1.4.1.3. 3a nUarHoCTHMKa Ha XPOMO3OMHH M MHUKPOCTPYKTYpHHU abepammu - ¢ FISH —
cerimacao 1. 3.2.1.2.1.1.; ¢ HAHK wmukpouunoB ananm3 — ceriacio 1. 3.2.1.2.1.2.; ¢
LIUTOr€HEeTHYEH aHanu3 — cbriiacuo 1. 3.2.1.1.1.

3.2.1.4.2. PabotHa u cepsusna mioni — 3a FISH u JIHK mukpounnoB ananus — CbhIriiacHo T.
3.2.1.2.2.; 3a UMTOT€HETHUYEH aHaINW3 — cbracHo T. 3.2.1.1.2.; 3a MONEKYyIHO-T€HETUYHU
aHaJM3u — ChIyIacHo T. 3.2.1.2.2.2.

3.2.1.4.3. Munumanes 6poitl Ha uzcneaBanure npodu — 200.

3.2.1.4.4. W3uckBanusi 3a TpoOUTE TMPU TMPOBEKIAHETO HA TIIOCTHATATHA TEHETUYHA
nuarsoctuka 3a onpenensie Ha JJHK/PHK auarHoctnyHM, MPOrHOCTUYHU U NMPEAUKTUBHU
ouomapkepu — cbriaacHo T. 3.2.1.3.4.; 3a KOCTHOMO3BYHHAT acHupaT HEOOXOIUMOTO
KOJIMYEeCTBO TpsiOBa ja Obae He mo-manko oT 0.5-1 ml, karo marepuansT TpsiOBa ja Obiae
TpaHCHOPTHpPaH J10 1abopaTopusTa He O-KbCHO OT 24 yaca.

3.2.1.4.5. [Ipu u3BBpIIBAHE HA AHAIHU3H CHC CEKBEHUPAHE OT CJIEIBAIO TOKOJIEHUE CE CIa3Bar
M3UCKBaHMATA, chrytacHo T. 3.2.1.3.10., 1. 3.2.1.3.11. uT. 3.2.1.3.12.

3.2.1.4.6. CrientnruHN N3UCKBAaHUS KbM ONMCAHUETO HAa KIIMHUYHATA IMarHo3a v mpodara mpu
U3CJEIBaHE B IPELU3HATA OHKOJIOTHSL:

3.2.1.4.6.1. BxitoyBa ce aHAaTOMMYHMAT MpoU3XoJ (OpraH) Ha TymMOpa M Janu mnpobdara
MPOU3X0XK/JIA OT IMbPBUYEH MM METACTaTU4YeH TyMOp, 3a€HO ¢ MH(OpMalus 3a HaYMHA Ha
CbXpaHEHHE Ha ThKAHTA, KIMHUYHATA TUarHo3a, JeUEeHHETO, MOJIYUYeHO OT MalMeHTa Mpean
MOMEHTa Ha B3€MaHe Ha mpobara, ¢amMHuIHATa aHAMHE3a 3a Pak M IeHEeaJOrMyeH aHaju3,
JOKYMEHTUPaHe 1M podara € mojydeHa 1o BpeMe Ha akTUBHA MPOrpecus Ha 3a00IsIBAHETO
(TecToBe 3a TeyHa OUOTICHS).

3.2.1.4.6.2. IIpu aHanu3 Ha IBOWKH MTPOOU OT TYMOPHA M HOPMAJTHA ThKaH, TPSAOBA J1a CE OTTHIIIE
Y U3TOYHUKBT Ha HOpManHaTa JIHK.



3.2.1.4.6.3. 3aabKUTEIIHO € ThKAaHHUTE OMONMPOOM Ja MPEMHUHAT MPEe3 XHCTOINATOJIOTHYHA
OLIEHKA Ha TYMOPHOTO ChABPKaHHE 32 u3cieaBanara npoda npeau NGS tecTBanero.

3.2.1.47. CneunpuvyHn H3UCKBAHUA KbM HH(OPMHUPAHOTO ChIJIACHE TPH H3CIEIBAHE B
Mpenr3HaTa OHKOJIOTHS - MICMEHAaTa HH(OopMaIvs 3a MaIMeHTa, MPEI0CTaBeHa MTPESIN aHATN3a
Ha TymMopa, TpsOBa Ja TOKa3Ba MOTEHIMAJa HA aHAIM3a Ja WACHTU(UIMpPA TCHETUYHU
MMPOMEHHU, KOUTO Ca CBBP3aHM C JUarfHo3ara, IMpOrHo3ara, TepamusTa Wid OWxa MOTJIU Jia
nHpopMHUpaT 3a puUcKa OT OBACIIM PAKOBH 3a00JIIBaHUS W/WIW Ja ObJAT HACIEIACTBEHU B
CEMEHCTBOTO.

3.2.1.4.8. Crneuuduunu m3nuckBanusi KbM pesyarara oT NGS B mpenus3Hata OHKOJOTHS —
ChIbpIKAHUE HA pe3yITaTa:

3.2.1.4.8.1. uneHTHUKAMOHHA YacCT, KOSTO CHIbpXKA: JaHHH 32 MAIMEHTa — HUME WU
YHUKaJICH UACHTH()UKAIIMOHEH KO/, B3PAcT U I10J1; JAaHHU 3a MpodaTa — yHUKaJIEH HOMEp, BUJL
Ha MaTepuaja, JjaTa Ha B3eMaHe M JaTa Ha IOCTBIIBaHE B JIAOOPATOPUATA; JOKAIN3AIMS Ha
TyMOpa M XUCTOJIOTHYEH THIT; KIIMHIUYHA AUArHO3a U UME Ha 3asBUTEIS Ha U3CIIC/IBAaHETO;

3.2.1.4.8.2. MeTOOJIOTHYHA YaCT, KOATO CHABPKA: BHUJ HA H3IMOJ3BAHOTO H3CJICIBAHE —
MaHEJTHO, €K30MHO WJIM IIEJIETCHOMHO CEKBEHUPAHE; TEXHOJIOTWYHA IuiaTrgopma; oOXBaHATH
I'CHH WM TCHOMHHU PETUOHU,; CPCIHA I["I)J'I60‘H/IH21 Ha IOKPUTHUC U NPOLUCHT HA HCIICBUTC PETHUOHU
C TOKPUTHE HaJ MHUHHMAJIHOTO;, H3IOJ3BaH OWOMHPOpPMATHYEeH codTyep, BEpCHH U
pe(bepeHTeH TCHOM; MUHHMAJIHA I'paHUla 3a ACTCKIMA HAa BapUaHTHU; OCHOBHH ITapaMCTPHU 3a
KOHTPOJI Ha Ka4eCTBOTO;

3.2.1.4.8.3. criuCHK HAa OTKPUTUTE TCHETUYHU BAPUAHTH C KIMHUYHO 3HAUCHHE, IPEICTABCHU B
TabMUYeH BUJ, BKIIOYBAILl: HAaNMMEHOBaHME Ha TeHa; mo3unus B reHoMa (mo HGVS
HOMEHKJIATypa); HYKJIEOTH/IHA U NIPOTEMHOBA NMPOMSHA; BUJ HAa BapUaHTa; ajellHa YecToTa 1
MUHMMaJHa TpaHMIa 3a JETeKIMs Ha BapMaHTH; KJIac Ha TMAaTOrMeHHOCT ChIJIACHO
kinacupukanuara Ha ACMG/AMP; wusnonsBanu wustouHuny 3a Bepuduxamus (ClinVar,
COSMIC, OncoKB u ap.). B pamxure Ha WES u WGS-6a3upanu TecToBe, BTOPHUHI HaXOJIKU
ce ONHKCBAT IIPH KEJTAaHUE Ha U3CIIEABAHOTO JIUIIE, IEKJIapUPaHO B MH(YOPMUPAHOTO ChITIACHE U
3aJJbJDKUTEIHO C IPEnopbKa 3a JJOKa3BaHe Ha KOHCTUTYLIMOHATHUS XapaKTep Ha HaXOJKaTa;

3.2.1.4.8.4. uHTEpIpETAIlUA HA OTKPUTUTE M3MEHEHHS C OTJIe]l Ha TAXHATA: JUArHOCTHYHA,
MIPOrHOCTUYHA U MPEAUKTUBHA CTOMHOCT 10 OTHOLIEHUE Ha JIEKAPCTBEH OTTOBOP; MPENOPBKU
3a Bb3MOXHHU TAPre€THU TEPANUU WM Y4acTUE B KIMHWUYHHU W3NUTBAHUA, MPU HAJIUYUE Ha
MapajeJH0 TePMUHATUBHO M3CIEIBAHE — CBHIIOCTABKA HAa COMATUYHU U TE€PMUHATHUBHU
BapHUaHTH;

3.2.1.4.8.5. 3akiroueHue: KpaTko 000OIIeHHE HA KIMHUYHO MPUIIOKHMUTE Ppe3yNTaTu;
MPETOPBHKU KBbM JICKYBAIIHS JIEKap WM MYJITHAMCIUIUIMHAPHATA KOMHUCHS, YTOYHEHHUE, 4e
pe3yaTaTbT MMa MH(OPMATHBEH XapakTep M IMOJNOMara KJIMHUYHATa MpeleHKa, 0e3 aa o
3aMecTBa.

3.2.1.4.9. CpoxkoBe 3a u3jaBaHe Ha Pe3yJITaTH:

3.2.1.4.9.1. cpokoBe 3a U3/1aBaHe Ha PE3YJITATH OT AMATHOCTUKA HA €IMHUYHYU T€HHU BapUaHTH:
<5 paboTHU JHU - MHOTO JJ0Opa ycreBaemMocT; 6-10 pabotHu M —100pa ycneBaemocT; 11 -
15 paboTHU THU — 33JOBOJHMTENHA YCIEBAeMOCT; HaJ 15 paOOTHU THU — HE3aJOBOJUTEIIHA
yCIIeBAEMOCT;



3.2.1.4.9.2. cpokoBe 3a U3/1aBaHe Ha pe3yJTaTH OT IUPEKTHO CeKBeHUpaHe: < 15 paboTHH THU
- MHOTO 100pa ycneBaemoct; 16-20 pabotHu M —1o0pa ycneBaemoct; 21 - 25 paboTHu 1HU
— 33/I0BOJIMTEIHA YCIIEBAEMOCT; HaJl 25 pabOTHU JTHU — HE3a/I0BOJIMTEIHA yCIIEBAEMOCT;

3.2.1.4.9.3. cpokoBe 3a m3ngaBaHe Ha pesynratd oT NGS anamus: < 15 gau - MHOro A00pa
ycneBaeMocT; 16-20 nmuu —npobpa; 21 -25 gum — 3agoBosidTeNnHA; Han 25 JHU —
HE3aJI0BOJIUTEITHA.

3.2.1.4.10. Cpokoge 3a cCbXpaHEHHE!

3.2.1.4.10.1. ma IHK npobure: mpu HOpMaIHH pE3yJaTaTH - 5 TOAWHU; MPU MMATOJIOTUIHHU
pesyaratu - 20 ronuHy,

3.2.1.4.10.2. na PHK mnpobure: mpu HOpMaaHu pesynratd - 5 roguam Ha -80°C; mpu
naroJjoruuHu pesynraru - 20 rogunau Ha -80°C;

3.2.1.4.10.3. Ha kneThYHU cycneH3uu — cpriaacHo 3.2.1.1.10.
3.2.1.5. M3uckBaHus pu ONpeessiHe Ha FTEPMUHATUBHU (PapMaKOr€HETUYHU BApUAHTH.

3.2.1.5. 1. Anaparypa — amapar 3a ammmudukanus Ha JJHK upe3 monmmmepasHa BepmkHa
peakuuss (PCR) B peasHo Bpeme, KanuisipeH CEKBEHATOP WJIM CEKBEHATOp OT CIIEJBaIIO
IIOKOJIEHUE ChC CaTeJIUTHATa amnaparypa, xiaaaniaHuk Ha 4°C u kamepa Ha - 20°C, kamuHa 3a
XUMHYecKka 00paboTka.

3.2.1.5.2. PaboTHa u cepBu3a 1101 - ChriacHo T. 3.2.1.2.2.2.

3.2.1.5.3. MunumaiieH O6poii Ha u3ciieiBaHuTe Mpodu roaumHo — 50.

3.2.1.5.4. M3uckBanus 3a mpoduTe 3a (PapMaKOTEHETUYHU W3CIEIABAHHUS — CBIJIACHO T.
3.2.1.3.4.

3.2.1.5.5. Ilpenu BBBEXKIAHETO HAa TaKbB TECT B KJIMHHUYHATA MpaKTUKa TOW TpsOBa Ja mMma
JI0Ka3aHa aHAJTMTUYHA JOCTOBEPHOCT, KIIMHUYHA BAJTMIHOCT U KIIMHUYHA T10J134.

3.2.1.5.6. 3a menuTe Ha aHaIM3a Cce M3MOJI3BAa MaTepual, YMETO KOJIMYECTBO, KauyeCTBO U
HHTETpUTET TpsiOBa na ca gokymeHtupanu (A260/A280 = 1.8-2.0); mposepka upe3 1%
arapo3eH ren Wi QIyopuMeTpusl.

3.2.1.5.7. AHanu3bpT ce U3BBPIIBA CHOpEN CcHenu(pUKaIuUTe HAa MPOU3BOAUTENS Ha
JMAarHOCTHUYHUS Habop.

3.2.1.5.8. AHanu3pT Ha JaHHUTE CE€ W3BBPIIBA CBC cepTUUIMpaH codTyep 3a
O6ronH(pOpMaTHYEH aHaAIN3.

3.2.1.5.9. ®opmynapbT c pesynraTa TpsOBa Ja ChAbpkKa OCBeH mocoueHara B T. 3.1.4.6.
uHpopmanug U uHGopMaIus 3a AuIIoTuna U geHoruna (GyHKIUOHANIEH cTaTyc — OaBeH,
MEXJIUHEH, HOpMaJeH, CBPbX0bp3 METa00IN3ATOD).

3.2.1.5.10. CpokoBe 3a uzgaBaHe Ha pe3yiaraT: < 21 THH - MHOTO 100pa ycreBaeMocT; 22-28
THU —700pa ycmeBaeMocT; 29 -35 mHW — 3a70BOJIMTENHA YyCIeBaeMoCT; Haax 35 —
HE3aJI0BOJIUTEITHA YCIIEBAEMOCT.

3.2.1.6. M3uckBaHus 3a IMArHOCTUKA HAa TEHETHYHU BapHaHTH 3a MPEAPA3NOI0KEHOCT KbM
3a00J1sIBaHHUS.

3.2.1.6.1. Amaparypa — cpraacuo 1. 3.2.1.3.1.1.
3.2.1.6.2. PaGoTHa u cepBH3a 10Nl — chriacHo T. 3.2.1.2.2.2.

3.2.1.6.3. Munumanes Opoil Ha u3cieaBaHuTe MPoou rogumHo — S0.



3.2.1.6.4. V3uckBanus 3a mpoOUTE 3a TEHETUYHA MPEAPA3MOJIOKEHOCT KbM 3a00JIIBaHUS -
cbriacHo T. 3.2.1.3.4.

3.2.1.6.5. Ilpenu BBBEKIAHETO HA TaKbB TECT B KIMHWUYHATA MPAKTUKA TOH TpsAOBa Ja mma
JI0Ka3aHa aHAIMTHYHA JOCTOBEPHOCT, KIIMHIUYHA BAIMAHOCT M KIIMHUYHA ToJ3a. TecThT TpsiOBa
na ObJe MPUWIOKHM Ha MPAKTHKA - PE3YJITaThT Ja BOAM JI0 SICHO JCWCTBUE: MEIHUIIMHCKO,
npOoGUIAKTUIHO, TPOMSHA B HAYWHA HA KHBOT.

3.2.1.6.6. MadpopMupaHOTO ChIVIacCHE 3a MPOBEXKIAHETO HA TeCTa TPsiOBa Ja ChIbp)Ka OCBEH
nocoueHara B T.3.1.4.3. undopmarus, oOsiCHEHHE, Y€ TECThT € 3a NpPEeIpasloyioKeHHe, U
pesynratute He gaBat 100% mporHosa 3a pa3BuTHe Ha 3a00JsBaHE WM JIMIICA HA TAKOBA.

3.2.1.6.7. 3a menuTe Ha aHaIM3a Ce WM3IOJI3BA MaTepHal, YHETO KOJIMYECTBO, KaYeCTBO U
HMHTETPUTET TPSIOBA J1a ca IOKYMEHTHPaHHU.

3.2.1.6.8. AHanu3bpT ce U3BBPIIBA CHOpEN CcHenu(pUKANIMUTE HAa MPOU3BOAUTENS Ha
JIMarHOCTUYHHS Ha0op.

3.2.1.6.9. CpoxoBe 3a u3gaBaHe Ha pe3ynratu: < 21 aHu - MHOTO JO0Opa ycreBaeMocT; 22-28
aHA  —1no0pa  ycmeBaemocT; 29 -35 AHM — 33J0BOJIMTENHA YCHNEBAaeMOCT, Haa 35 —
HE3aJIOBOJIUTEIIHA yCIIEBAEMOCT.

3.2.1.6.10. Cpoxkoge 3a cpxpanenue Ha JJIHK npobure — cpriacuo 1.3.2.1.2.6.9.

3.2.2. U3nckBanus IIpH IIPOBCIKAAHCTO Ha ITpC€HAaTalHa rCHCTHYHA JUAarHOoCTHUKaA.

3.2.2.1. M3uckBaHus MpH NPOBEXKJIAHETO Ha IpPEHATaJHA TI'eHETHMYHA JHAarHOCTHKA Ha
XPOMO30MHHU OOJIECTH/MYyTAIIHH.

3.2.2.1.1. Anaparypa 3a npeHaTajHa HUTOr€HEeTHYHA IMAarHOCTHUKA: Hali-MaJIKo 2 MHKyOaTopa
Ha 37°-50°C c nonaBane Ha CO2; naMuHapeH OOKC ¢ BEPTHKAJIEH BB3/YIIEH MOTOK, Kiac B ¢
UV crepunusupane; xiaauiHuk Ha 4°C u kamepa Ha - 20°C; kaMrHa 3a XuMudecka o0paboTKa;
CBETJIMHEH MHUKpocKon ¢ 00ekTuB 100X, MHBEPTEH MHUKPOCKOIl W CaTeJMTHA ammaparypa.
AmnapaTypa 3a MOJEKYJISIpHO-TEHETHYHU METOJW: KalWISIPEH CEKBEHATOp WM CKEHep 3a
mukpouunoB JIHK ananu3 wnm cekBeHaTOp OT cCleABaIlo IMOKOJICHHUE ChC HEOOXOoaumaTa
caTeJHTHA armaparypa.

3.2.2.1.2. PaboTHa 1 cepBHU3HA IJIOLI: 3a IPeHaTaaTHa IUTOTeHETHYHA TUarHOCTUKA — ChIIIACHO
T. 3.2.1.1.2.; 3a MONEKyAAPHO-TEHETUYHHU METOAU — ChIIacHO T. 3.2.1.2.2.2.

3.2.2.1.3. Bpoii Ha n3cneaBaHUTE MPOOH — Hal-Maiko 50 U3cieIBaHUs TOTUIITHO.

3.2.2.1.4. 3uckBaHus 3a MpOOHTE MTPH MPOBEKTAHETO HA TPEHATATHA TeHETHYHA TUarHOCTHKA
Ha XPOMO30MHH 0O0JIECTH/MYTaIHH:

3.2.2.1.4.1. aMHHOTHYHA TEYHOCT — B3eMa ce Haii-manko 15 ml., kaTo 3a UTOreHeTHYEH aHAIIN3
mpobaTa ce B3eMa B CTEPHJIHU EMPYBETKH OT MOJUCTUPEH; TPAHCIOPTHpa ce Ha CTaiiHa
TeMIeparypa Jo JadbopaTopusita 1o 24 yJaca;

3.2.2.1.4.2. mpoba oT XOpHOH — B3eMaT ce okojo 20 mg marepwaa OT XOPHOHHA OHMOIICHS,
MIPEYNCTEeH M TIOCTaBeH B eNpyBeTKa/KOHTeiHep; (eranHara mpoba 3adbJDKUTENHO Ce
MpHUapy’*kaBa OT BEHO3Ha KpbB OT OpeMeHHara >keHa, B3eTa B emnpyBeTka ¢ K EJITA, 3a
M3KJII0YBaHE Ha MalyMHA KOHTAMUHAIMs; 3a MpeHaTajHa IUTOreHeTUYHa JMAarHOCTUKa Ha
AMHHOILIMTH WM XOPUAJIHU BbCH C€ M3MCKBa Ja ce aHaim3upar 11 mo 16 kosoHunm ot aBe



pa3IMYHU UH-CUTY KYJITYpH; TIPU U3M0I3BaHe Ha MaTpany — 15-20 meradasu ot 1Ba pa3nuaHu
MaTpaka; 3a geranau suMmponutu -20 meradasu.

3.2.2.1.5. CpokoBe 3a W3BBpIIBaHE Ha NpEHATaIHAa MHUTOreHeTW4YHa auarHoctuka, JIHK-
MukpounnoB aHanu3 u LP-NGS na amanonuru, xopuos, ¢peranau tumdonn: < 14 101 - MHOTO
nobpa ycmeBaemoct; 15 - 21 mau — poOpa ycmeBaemoct, 21-28 nHu — 3amoBoNUTEIIHA
yCIIeBaeMOCT; HaJ 28 THU — HE3aI0BOJIUTEIIHA YCIIEBAEMOCT.

3.2.2.1.6. CpokoBe 3a U3BBPIIBAHE HA MPEHATaJHA JUATHOCTHKA Ha XPOMO3OMHH OOJIECTH C
MOJICKYJISIPHO-TCHETUYHN METOAM Ha aMHHOIIMTH, XOPWOH, ¢eranHu mumdoru: < 4 mHH -
MHOTO J00pa ycreBaeMocT; 5 - 7 aHU — j00pa ycneBaemocT; 7 - 14 JIHU — 3aJ0BOJUTEITHA
ycrieBaeMocT, HaJl 14 THH — He3aJOBOJIUTEIIHA YCIICBAEMOCT.

3.2.2.1.7. CpokoBe 3a ChbXpaHEHHE Ha MPOOUTE: MPH HOPMAIHU PE3YITATH - 5 TOAWHU; TPU
MATOJIOTUYHU pe3ynaTaTH - 10 roguHu.

3.2.2.2. M3uckBaHus TMpH NPOBEXKJAHETO Ha TMpeHaTallHa TeHEeTHYHa AMAarHOCTHKAa Ha
MUKPOCTPYKTYPHH XPOMO30MHHU 0OOJIECTH/MYTaIUH.

3.2.2.2.1. Anaparypa- cpriacto 1. 3.2.1.2.1.
3.2.2.2.2. PaboTHa 1 cepBHU3HA IO - ChIVIACHO T. 3.2.1.2.2.
3.2.2.2.3. Bpoii Ha u3cieaBaHnuTe MPoOH — Haii-Manko 40 u3cnenBaHus TOIUIIHO.

3.2.2.2.4. VI3uckBaHus 3a MpoOKUTE IPH IIPOBEIKIAHETO HA MPEeHATaTHA FTeHETUYHA JUArHOCTHKA
32 MUKPOCTPYKTYPHH XpPOMO30MHHU OOJIECTH/MYTallMU: aMHUOTUYHATA TEYHOCT U XOPHOHHUTE
BBCH C€ ChXpaHABAT M TPAHCIOPTUPAT MpH cTaiiHa Temmeparypa (18-25 °C) u ce noctaBAr B
nabopaTopusTa 70 24 yaca cieJ] B3eMaHeTo, 0e3 oXJIaKAaHe WK 3aMpa3siBaHe; (eTaaHaTa KpbB
ce cbxpansiBa npu +2 °C go +8 °C u ce nocrtass cb10 10 24 yaca.

3.2.2.2.5. N3uckBanus 3a npoexxaane Ha FISH ananms - cerimacHo 1. 3.2.1.2.5. ¢ uzkimoyenne
HaT. 3.2.1.2.5.3.

3.2.2.2.6. U3uckBanus 3a mpoBexaane Ha MLPA ananmus - ceriacuo 1. 3.2.1.2.6. ¢ u3kimoueHune
HaT. 3.2.1.2.6.8.

3.2.2.2.7. 3uckBanus 3a npoBexaane Ha Mukpouunos JIHK ananus - cerimacuo 1. 3.2.1.2.7. ¢
u3KioyeHue Ha 1. 3.2.1.2.7.6.

3.2.2.2.8. UsuckBanus 3a npoBexxaane Ha low-pass NGS (¢ mucko nokpurtue) (LP-NGS) -
cbriacHo T. 3.2.1.2.8. ¢ uzkimrovyenue Ha 1. 3.2.1.2.8.8.

3.2.2.2.9. CpokoBe 3a u3aBaHe Ha pe3yiaTaTH: aHanmu3 — 10 14 AHM - MHOro J00pa
ycneBaemocT; 15-21 nau —mo0pa ycneBaemoct; 22 -28 ITHU — 3aJ0BOJIMTEIHA YCIIEBAEMOCT;
HaJ 29 — He3a/10BOJIMTEHA YCIIEBAEMOCT.

3.2.2.2.10. CpokoBe 3a cbXxpaHEHHE Ha MPOOUTE: MPH HOPMAIHU PE3YyNITaTH - 5 TOJUHM; IPU
NaTOJIOTMYHM pe3ynTaTtH - 10 ronuHu:

3.2.3. 3uckBaHus npu MPOBEXKAAHETO HA TPEIUMIUIAHTALIMIOHHUA T€HETUYHU U3CJIE/IBAHMUS.
3.23.1. OOmu W3HMCKBaHWSA TIPH TMPOBEKITAHETO HA MPEAUMIUIAHTAIIMOHHH TEHETHYHH
W3CIIE/IBAHMUS.



3.2.3.1.1. Anaparypa: B 3aBucumocT oT uznoi3Banus JJHK meton maGoparopusita TpsOBa 1a
pasmnojara ¢ KamwisipeH CEKBEHATOpP MJIM HOBOTCHEpAIIMOHEH CEKBEHATOp ChC CaTeMTHA
amaparypa uin arnapar 3a PCR B peanHo BpeMe nim cuctema 3a BEpTUKaIHA UITH XOPU30HTAIHA
reJ-eJIeKTpodopesa Wi Jla3epeH TeHOMEH CKeHEp 32 MUKPOUYHUIIOBE ChC CaTEIUTHA anapaTypa.

3.2.3.1.2. PaboTHa u cepBU3HA IUION] - pa3aeieHa € Ha 3 cekropa: mpe-PCR cekrop — 3a
MOJITOTOBKA Ha peakinoHHu cMecH; cekTop 3a JIHK m3onupane u ammmmdukanus; noct-PCR
CEKTOp — 3a aHayu3 Ha npoaykTu. OcurypsiBa ce UV crepunmzanusi.

3.2.3.1.3. bpoii Ha uzcnenBanute npodu: Hal-manko 200 u3cienBaHus TOIUIITHO.
3.2.3.1.4. JTonnyckar ce mexay 1 % u 5 % rpemnu pe3ynTaru.

3.2.3.1.5. Cenekuusra Ha eMOPHOHHU Bb3 OCHOBA Ha IM0JIa MOXKeE Ja Ce MPEnopbya 3a MPEeBEHIIH
Ha X-CBbp3aHU 3a00JsBaHMs B CJydYaid, 4e HE ca HaJIMYHHU JIPYTH MOIXOJSIINA METOAU 32
yCTaHOBsIBAaHE Ha TouHata Mytanus. CeneknusaTa Ha Toja IO COUUAIHH MPUYUHU €
HEJIOMYCTHMA.

3.2.3.1.6. Cnien III'T-IVF npouenypa ce npenopbryBa MpeHaTalIHa JUarHo3a 3a BaIMINpaHe Ha
pesyarara ot [II'T.

3.2.3.1.7. IlpenopwyBa ce mpocieasBane Ha Bcuuku jaeua, poaeHu ciuen [II'T-IVF mpouenypa
C MHHHMaJCH o00eM Ha ChOpaHMTE JaHHH, BKJIIOYBAII: JiaTa Ha pPaXkIaHe,
€THOTLIOTHI/MHOTOTIOTHM OPEMEHHOCTTH M XOpPHAJIEH CTATyC; IeCTalldOHHA BB3PacT NpU
pakJaHe; HAaYMH Ha POojopa3pelliaBaHe; PbCT U TEIJIO MPHU PaKIaHE; 1M0J1; BPOACHH aHOMAJINH;
YCIOKHEHUS B HEOHATATIHUS TIEPUO/I.

3.2.3.1.8. Ilpu numica Ha coOCTBEHA J1aboparopusi, B KosATO Aa ce u3bpmBa [1I'T B meue6HOTO
3aBe/IeHNE OCBILECTBABAILO JEHHOCTH MO acUCTHUpaHa PENpoayKIus, MpoOUTe MoraT Ja ce
TpaHCIOPTHUpPAT B JIedeOHO 3aBeJIeHUE ¢ pa3kpuTa jgaboparopus 1o ,,MeaumHCcKa reHeTuKa“,
B KosTO ce ocbiecTssaBa [1I'T.

3.2.3.1.9. JleueOHOTO 3aBe/leHUE OCBHIIECTBSIBAIO JACHHOCTH MO aCHCTHpaHa PENnpOAYKIHs H
nedeOHO 3aBe/ieHHe C pa3KpuTa JadopaTopusi Mo ,,MeAWIMHCKa TEeHeTHKa™, B KOSITO ce

ocbinectssBa [II'T, TpsOBa ga UMaT CKIIFOUEH JI0TOBOP, 32 /1a OCHILECTBIBAT JEHHOCTUTE 110 T.
3.2.3.1.8.

3.2.3.1.10. doroBopsT 1o T. 3.2.3.1.9. TpsiOBa na ypexaa H3MbJIHEHUETO Ha 3aIbJDKCHUETO 3a
ch3naBane u cbxpanenue Ha [1I'T 6a3a nanHu u mpociiensBaneTo Ha aenara pojaeHu ciaen [T,

3.2.3.1.11. CpokoBe 3a M3/IaBaHe Ha pe3yNTaTH: aHanmu3 — a0 14 gHM - MHOro mo0pa
ycneBaemocT; 15-21 mau —mo0pa ycrneBaemocT ; 22 -28 JTHU — 33JI0BOJIUTEITHA YCIIEBAEMOCT;
Haj 29 — He3a/10BOJIMTEIHA YCIIEBAEMOCT.

3.2.3.1.12. Cpoxoge 3a cbxpanenue Ha JJHK npobure: npu HOpManHu pe3yiTaT - 5 TOIUHU;
IIPU NATOJIOTUYHU pe3ynTaTH - 10 roquHu.

3.2.3.2. CneunduyHu MU3UCKBAHUS TIPU MPOBEKAAHETO HA NMPEIUMIUIAHTAMOHHA T€HETUIHH
W3CIIeIBAHUS 32 XPOMO30MHU O0JIECTH/MyTaIUH.

3.2.3.2.1. M3uckBanus 3a npoBexxaane Ha NGS 6asupana [1I'T-A u I[II'T-XTIL.



3.2.3.2.1.1. [IpenopwuBa ce aciictBuTenHara pezontonus Ha NGS 6azupana [11'T-A u I[TT'T-XT1
wiargopmara na ObJle BamuaupaHa B JabOpaTopusTa ChC CepUs OT MO3UTHBHH KOHTPOIU
PeIH KIMHUYHOTO U TPUIIOKEHHE.

3.2.3.2.1.2. IlpenopbuBa ce a ce ONpeessaT MPOLEHT Ha (alIMBO HETaTUBHU U MMO3UTHBHU
pe3yaATaTu ¥ CeHU(PUIHOCT U YyBCTBUTEIHOCT HA U3MOJI3BaHaTa IuaTdopma.

3.2.3.2.1.3. M3uckBanus 3a npobute npu npoexaane Ha NGS 6asupan [1I'T-A u ITI'T-XII:
MOJeE JIa C€ TIPOBEJK/1a Ha MOJISIPHH TEIla CaMo, ako ObJIaT U3CIEABAHU U JIBETE MOJISIPHU TEJIIa
umu 5 1o 10 TpodekToiepMaHy KISTKU OT 5-7 THEBHU €eMOPHUOHU B CTaJui 0JIaCTOIUCTA.

3.2.3.2.2. U3uckBanus 3a nposexaane Ha JJHK mukpounn CI'X 6azupana [1I'T-A u [II'T-XTI.

3.2.3.2.2.1. TlpenopbuBa c€ HM3MOJI3BAHETO HA KHUT 3a ISUIOCTHA T€HOMHA aMILIU(UKAIu,
BaJIMIMPaH 3a U3MOJI3BaHaTa rmiaardopma.

3.2.3.2.2.2. TlpenopbyBa Cc€ H3MOJI3BAHETO HA HETraTHBHA KOHTpPOJa 3a H3KJIOYBAHE Ha
KOHTaMHUHAIIHS.

3.2.3.2.2.3. TlpenoppuBa ce M3MOJI3BAHETO HA IMO3UTHBHA KOHTPOJIA OT pa3pe/icHa TeHOMHA
JIHK 3a xoHTpoa Ha amIuuKausTa.

3.2.3.2.2.4. V3uckBanus 3a npoodure npu npoexaane Ha JJHK mukpounn-6azupan 1T T-XIT:
MOJKE J1a c€ TIPOBEXk/1a Ha MOJIIPHU TEJIIa CaMo, aKo OBbJAT U3CJIEIBaHU U ABETE MOJISPHU TEINIIA
nwin 5 10 10 TpodexToepManHu KIETKH OT 5-7 THEBHU eMOPUOHH B CTaAMi O1acTOIUCTA.

3.2.3.2.2.5. VutepnperanusiTa Ha JaHHUTE CE TPOBEXKAA OT EIWH aHAIMW3aTop, HO ce
MIpenopbyBa MOTBBPKIACHUE OT BTOPH aHanu3arop. [lpu Hanmuuue Ha pa3sMuHaBaHe, EMOPUOHBT
HE ce MpenopbyBa 3a TpaHcep WIH ce aBa 3aKII0UCHHE 32 HEMHTEPIPETaOHIeH pe3yITar.

3.2.3.2.2.6. Bcuuku aiinoBe oT aHanu3uTe TpsOBa Ja ObAAT 3allMCBaHM 3a ILEIUTE Ha
Ka4eCTBEHUS KOHTPOJL.

3.2.3.2.2.7. Tlpu nurica Ha pe3yiTaT WM ChbMHEHHUE 32 KOHTAMUHAIMA aHAJTU3BT MOXKE Jla ce
MOBTOpH ¢ HanuuyHaTa ammudunupana JIHK wnu na ce HanpaBu moBTOpHa OMOIICHS, KOETO
TpsiOBa fa Ob1e 0TOETA3aHO B MPOTOKOJIA.

3.2.3.2.2.8. Ilpu HenocTtaTbuHO JOOpU KAaYEeCTBEHH KPUTEPUU OT MPOBEJEHHS aHAIMU3 Cce
JIOTyCKa pe-aHalu3.

3.2.3.2.2.9. Bcesika nmabopatopust ocbiiectssiBama aenoct III'T TpsOBa na uma permieHwue,
0a3upaHo Ha BBTPEIIHOTO BAIUUPAHE, JaJIH YCTAHOBEHUTE IIPU aHaIM3a MO3auyHH abepanun
ce orOens3BaT B OPUITHATHIS pe3yaTarT.

3.2.3.2.2.10. IpenoppuBa ce Mpean U3BHPIIBAHETO HA KIMHUYHHU aHAIN3U CIICIUAIUCTHT J1a
HarpaBy Haii-Manko 30 MpoOHM ISUTIOCTHA TEHOMHH aMILTU(HUKAIMH, TIOCIICABAHN OT TCHOMEH
-aHaNMM3 M Hail-mManko mbpBUTe 20 KIMHUYHM aHAIM3M Jla ca MOJl KOHTPOJIAa Ha OMUTEH
CMELUAIUCT T10 CTIEIUATHOCT ,,MeIUIINHCKA TeHeTHKa .

3.2.3.2.3. N3uckBanus 3a npoBexxaane Ha FISH 6azupan [1II'T-A u III'T-XTI.

3.2.3.2.3.1. IlpenopbuBa ce MPOBEKIAHETO HA CErpPErallMOHEH aHaJU3 Ha Y4YacTBAIIUTE B
XPOMO30OMHOTO TPEYyCTPOWCTBO paliOHM 3a OMNpeleNsiHeE Ha BCHUKM HeOaJaHCHpaHU
KOMOUMHAIMHN B TaMETUTE U Bb3MOXKHOCTUTE 32 OTKPHUBAHETO HM.



3.2.3.2.3.2. IlpenoppuBa ce H30paHUAT CET OT (HIyOPECIIEHTHU TPOOH J1a 1aBa Bb3MOKHOCT 3a
OTKpHUBAaHE HA BCHYKH HEOATAaHCHUpPAaHW BAapPHAHTU CHIVIACHO PA3UYHUTE BH3MOKHOCTH 32
cerperamus.

3.2.3.2.3.3. [IpenopbyBa ce CUTHAINTE JIa CE€ OTYUTAT IMOCIICIOBATEITHO OT JABaMa HE3aBUCUMU
aHAJIN3aTOPH.

3.2.3.2.3.4. IlpenopbuBa ce mpeau U3BBPIIBAHETO HA KIMHUYHU aHAJIU3H CICHUAIUCTHT Ja
HampasH Haii-mMaiko 30 npoOHu PUKCUpaHUs Ha KIETKU BbPXY MPEAMETHH CTHKJIA, KaTo Haii-
Masko mbpBHUTE 20 KIMHUYHYU aHAIMU3H J]a ca M0J KOHTPOJa Ha CIEeUUAINCT MO CHEeHaTHOCT
,,MeIUIMHCKA T€HETHUKA ",

3.2.3.2.3.5. N3uckBanus 3a npobure npu nposexaanero Ha FISH: 6azupana III'T-XIT moxe
Jla ce MPOBEXJa Ha (PUKCUpAHU BBPXY MPEAMETHU CThkia 1-2 Oinacromepa OT 3-AHEBHU
eMOpHOHY WK TPOPEKTOJePMAITHU KIETKH OT 5-7 THEBHH eMOPHOHU B CTAAUN OJIACTOIHCTA.

3.2.3.3. CneunuyHN M3UCKBAHUS MIPH MPOBEKIAHETO HA MPEAMMIUIAHTAIIMOHHA T€HETHYHH
M3CIeIBAaHUS 32 MOHOTEHHH OOJIECTH/MYTaIlUU.

3.2.3.3.1. 3a Bcuuku cThiku OT npoBexaaHeTo Ha [II'T-M TpsOBa na uma mpeaBapUTEIHO
BaJTMIUPAH MPOTOKO.

3.2.3.3.2. T'eHeTWYHHAT CTaTyC Ha EMOPHOHHMTE C€ OTYMTAa HE3aBHCHMO, OT JIBaMa
KBaJTM(UIUPAHN CTICIIUAIHCTH.

3.2.3.3.3. TouHocTTa Ha aHanu3a TpsOBa aa e >98%.

3.2.3.3.4. IlpenoppuBa ce ChXpaHEHUE HA eMOpPHOHA Ype3 KPMOKOHCEPBAIUs 10 TOTyJYaBaHe
Ha pe3yNTaTuTe.

3.2.3.3.5. U3uckBanus 3a mpobure npu nposexaane Ha [1I'T-M: I1I'T-M moxxe 1a ce mposexaa
Ha NOJISIpHU Tenua; Ha 1 uiau 2 GmactoMepa oT 3-AHEBHU eMOPHOHY; Ha 5-7 TpoeKToAepMaIHU
KJIETKU OT 5-7 JTHEBHH eMOPUOHU B CTaauil OIacTonucTa.

3.2.3.4. CneunuyHu U3UCKBAaHUS MPU MPOBEKIAHETO HA MPEIUMITTIAHTALIMOHHU T€HETUYHU
n3cnensanus 3a HLA-cbBMecTUMOCT.

3.2.3.4.1. 3a BCHYKM CTBIIKM OT IPOBEXKIAHETO Ha TeHeTWYHHTe TectoBe 3a HLA-
CBHBMECTHMOCT TpsiOBa Jia MMa MPEeIBAPUTEITHO BAJTHINPAH TPOTOKOIL.

3.2.3.4.2. V3uckBaHus 3a NMpoOUTE IMpH IMPOBEXJaHE Ha IeHeTH4YHuUTe TectoBe 3a HLA-
CbBMECTHMOCT: 1-2 61acTomepa oT 3-1HEBHU eMOPHOHU WK TPO(EKTOIePMATHU KIETKHU OT 5-
7 nHeBHM eMOpuoHHM B ctaauii O6macromucra; pedepentna JJHK or ponutenute u or GomHO
JIeTe/pellueHT — 3aAbDKUTeNHa 3a onpenensHe Ha HLA-xammoruna u 3a mpoBepka Ha
POIUTEIICKUS IPOU3XO/.

3.2.4. luarHocTuka Ha MHPEKIIMO3HU MPUINHUTETN Ype3 MOJIEKYISIPHO-TEHETHYHU METOIH.
3.2.4.1. Anaparypa:

3.2.4.1.1. nmuarnoctuka ¢ PCR-6a3zupanu texuuku — cpriaacuo 1. 3.2.1.3.1.1.;

3.2.4.1.2. muarnoctuka ¢ NGS — ceriacuo 1. 3.2.1.3.1.2.

3.2.4.2. PaboTHa 1 cepBU3HA TUIONT — ChIVIACHO T. 3.2.1.2.2.2.



3.2.4.3. MunuMmaseH Opoit Ha u3caeaBanuTe mpoou roaumiHo — 200.

3.2.4.4. Cneun¢uunn M3UCKBaHHUS KbM mpoOaTa: Hazo(apuHrealieH CEKpeT, KPbB, IUIa3Ma,
ypWHa, JIMKBOP, BarnHAJICH/IICPBUKAJICH CEKPET, aMHHOTHYHA TEYHOCT, ()eTalHa KPBB —
npobata TpssOBa a Ob/Ie B3eTa ChC CTEPHIICH MHCTPYMEHT U B TIOJIXOISAII KOHTSHHED CIIOpe
pa3paboTeH CTaHAAPTHU MPOIEIYypPH 3a BCEKH THII Mpoda; 1a ce moadepe ONTHMAJICH 3a
MaToreHa MaTepHuall; 1a Ce OCUTYpH TOBTOPEH aHANIU3 IIPH HYXK/a; 1a ce oTOenexar (akropure,
KOUTO MOTAT Jia OBIUSAT Ha pe3yJTara.

3.2.4.5. JTabopaTopusiTa U3I0JI3Ba MPEABAPUTEITHO BATHIUPAHA TECTOBE.

3.2.4.6. Jlaboparopusta TpsiOBa Na MMa HUBO Ha CHTYPHOCT B 3aBHCHMOCT OT BHJAa Ha
u3cneABaHus HHPEKIINO3CH IPUIHMHUATE.

3.2.4.7. CnennduvyH H3UCKBAHUS KbM pe3yiaTaTa - B pe3yirara TpsioBa ICHO U TOYHO Ja ObaT
MOCOYCHH: BUJa HA METOJIa — KAYECTBEH WJIM KOJMYECTBEH, JUMHUTA HA OTKPUBAHE, IICJICBUTE
MaTOrCHHU, BAJIJIHOCT U TOYHOCT Ha TECTA.

3.2.4.8. CpoxoBe 3a u37aBaHe HA PE3YJITAT:

3.2.4.8.1. 3a mocTHaranHa AuarHoctuka < 10 paboTHH AHU - MHOTO J1I0Opa ycrneBaemocT; 11-
15 pabotHu g — 100pa ycneBaemocT; 16 -20 paOboTHH AHU — 33J0BOJIMTEIHA yCIIEBAEMOCT;
Haj 20 pabOTHH JTHH— HE3aI0OBOJIMTEIHA YCIIEBAEMOCT;

3.2.4.8.2. 3a mpeHaTaHa IMArHOCTUKA: < 5 pabOTHW AHM - MHOTO J00pa ycreBaemocT; 6-7
paboTHU qHU — A00pa ycneBaeMocT; 8 -15 paboTHH JTHU — 3aI0BOJIUTEITHA YCIIEBAEMOCT; HAJI
15 paboTHM JHU — HE330BOJIMTEIHA YCIIEBAEMOCT.

3.2.4.9. CpokoBe 3a CbhXpaHEHHE Ha MaTepHaja: OCTaThbUHHUAT MaTepuall cjell aHaliu3 ce
CbXpaHsBa 70 7 JHU (3a KOHTPOJEH MOBTOpeH TecT); u3onupanara JJHK — no 1 roguna, a
JOKYMEHTAIUATA U eIEKTPOHHUTE TaHHU — Hali-MaJIKO 5 TOJIMHH.

3.2.5. JHK npodunupane 3a uacHTUGUKAIIS HA HHAUBUIH.

3.2.5.1. Anaparypa: PCR amapat, ycTpoHCTBO 3a ©3MEpBaHE Ha KOHLEHTPALUs U YACTOTA HA
JIHK; anapar 3a BusyanusupaHe Ha PCR mpoaykture uiaM KanwisipeH CEKBEHATop, WU
CEKBEHATOP OT CJIE/IBALIO TOKOJICHUE.

3.2.5.2. PaboTHa 1 cepBu3a IO — ¢bI1acHo T. 3.2.1.2.2.2.
3.2.5.3. MunumasieH Opoit Ha uzcneaBanuTe mpoou roaumrHo — 30.

3.2.5.4. CnenuduyHu U3UCKBaHUS KbM IpodaTa (KpbB, CIIOHKA/OyKalHU TaMIIOHU, KOCMEHU
bonuKyan/Koxa, criepma, ThbKaH) — mpodara TpssOBa 1a ObJie B3eTa B MOJIXOASI KOHTEHHED U
crabunuzupai oydep.

3.2.5.5. T'enernuynute wu3clenBaHUS 3a UACHTU(DHUKAIMSA Ce€ W3MON3BAT MPH: JUYHA
unentudukanus (cpaBusane Ha JIHK mpodwun cwc 3amazenu obOpasum); ompesensHe Ha
POJICTBO; ChICOHO-TIPABHH I1EJTH; TOTBBPIKAABAHE HA CAMOJIUYHOCT IPH 3aryda Ha JOKYMEHTH
HAJIX MacoBHU OeCTBUSL.

3.2.5.6. 'eHeTn4eH aHAIN3 32 UACHTH(HUKAIMS C€ U3BBPIIBA CAMO ChC ChITIACHE HA WHAWBHU/IA,
KOWTO ce uaeHTu(dUKaImpa, OCBEH B CIIy4au MPeIBUICHN B HOpMaTHBHATA ypeaoa.

3.2.5.7. CnenuduuHy HM3UCKBAHHMS KBbM pe3yiTaTa — pe3yaTarbT TpsOBa Ja ChAbpKa:
uACHTUGUKAIMS Ha JMiero/npobdata (aHOHMMHU3MpaHa TMPH ChACOHU Cllyuyau); METOJI Ha



U3CcJe/BaHe; CIIMChK Ha aHanu3upaHute Jokycw; npodwmin Ha JIHK (reHorumnoBe 3a Bceku
JOKYC);  cpaBHeHMe ¢ 0a3a  JgaHHM  WiIM  Jpyra 1poba;  HHTepIpeTarys
(CHOTBETCTBHE/HECHOTBETCTBHIE/BEPOSTHOCT HA CHBITAJICHUE).

3.2.5.8. CpoxkoBe 3a u3gaBaHe Ha pe3yaTar: 5-10 paboTHU JHH.

3.2.5.9. CpoxkoBe 3a chxpaHeHue. MarepuaiabpT 3a ChAcOHO-TeHEeTHYHH u3cieaBanus u JJHK
npoduIMpaHe ce ChXpaHsBa IPU YCIOBHS TapaHTUpPAIIM 3alla3BaHETO Ha MEJIOCTTa H
JI0Ka3aTeJICTBEHATa WM CTOMHOCT, KaTO CpPOKOBETE 3a CBhXPaHCHHE CE OINpEIeisT B
CHOTBETCTBUE C JICHCTBAIllaTa HOPMATHBHA ypenoa.

3.3. M3uckBaHus 3a MPOBEXKAaHE HA MPOPHUIAKTHYHA MEAUKO-TEHETHYHA AEHHOCT B 00XBaTa
Ha CIIeIHaJIHOCTTa ,, MeqUITNHCKA TeHEeTHKA .

3.3.1. M3uckBanus 3a MPOBEKIAHE HA CKPUHHUHT 32 YeCTH (DETATHH AHCYIUIOWIUU Ype3
u3cleiBaHe Ha CEpyMHHU MapKepH mnpu OpeMeHHU xkeHu B [-Bu u [I-pu Tpumectsp .

3.3.1.1. Amaparypa: aBTOMaTH4Ha WJIM T[OJIyaBTOMaTHYHAa cHcTeMa Oa3WpaHa Ha
(byopuMeTpHYHHU, TYMUHOMETPUIHH WIH XEMUITYMUHUCIICHTHH UMYHOMETPUYIHH METOTU 32
ompenensue Ha AFP, F-b-HCG/roranen b-HCG, PAPP-A; UE3 cbc ceBmectum CE-IVD
coryep 3a orieHKa Ha pucka 3a cuHapom Ha JlayH, cunapom Ha Enyapac, cunapom Ha [latay;
nedekTy Ha HeBpaJHaTa TpbOa M KopeMHaTa cTeHa; xiaaaunHuk Ha 4°C ¢ kamepa Ha - 20°C.

3.3.1.2. PaGoTHa u cepBu3Ha mionl. PaboTHOTO J1abopaToOpHO MPOCTPAHCTBO TpsiOBa jJa MMma
CIICJIHUTE OCHOBHU CEKTOPH. CEKTOp 3a B3¢MaHE Ha OWOJIOTMYEH MAaTepuai;, CEKTOp 3a
MpHeMaHe, PEeTUCTpUpaHE M pasmpefeNisHe Ha MaTepuainTe 3a H3CJIe/IBaHe; CEKTOp 3a
MOATOTOBKA HA IPOOHTE 33 aHAIN3; CEKTOP 3a U3BHPIIBAHE HA aHATU3H.

3.3.1.3. bpoii Ha u3cneaBanute npodbu — Haii-manko 300 u3ciaenBaHUS TOIUIIHO.

3.3.1.4. N3uckBanus 3a MpoOHUTE TPU MPOBEKIAAHE HA OMOXMMHYEH CKPUHHHT Ha OpEMEHHU
KEHH: B3€Ma C€ BEHO3Ha KpPbB B CEpyMHA €NPYBETKa, B KOJMYECTBO HE MO-MajKo oT 1 ml, kaTo
cepyMbT ce otnens 10 30 MUHYTH ciel MPpoOOB3EMaHETO.

3.3.1.5. JlaGopaTopusita TpsiOBa J1a ©Ma pa3NucaHa Ol[eHKa Ha OYaKBAaHUTE PUCKOBE, CBbP3aHU
c nabopaTopHuTe acmekTH mno mnposexaaHeTo Ha bXC u cremnkuTe, KOMTO TpsiOBa Ja ce
IIPOBE/IAT 32 MUHUMU3UPaHe Ha OSBAaTa HA OYaKBAHU TPELIKH.

3.3.1.6. Bcska maGopatopust TpsiOBa aa WMa pa3pabOTE€H aITOPUTBM TMPH TO3UTHBEH
BHCOKOPUCKOB CKPUHHHTOB PE3yJITaT, KOMTO BKIIFOUBA T€HETHYHA KOHCYJITAIMS U MPENOpbKa/
MPOBEX/IaHEe HAa MHBA3UBHA MOTBBPIAUTEIHA THATHOCTHKA.

3.3.1.7. BXC na OpemeHHH TpsOBa J1a OTKpUBa: Hali-Manko 75% Ha ciaydaute ¢ JlayH, npH nox
3% ¢anmmBo MONOXKUTEIHN pe3yATaTu 3a cKpuHuHTra B 11-13+6 r.c. u Hail-manko 65% npu
noJ1 8% (hanMBoO NOJOKUTEITHU PE3YNITaTH 32 CKpUHUHTA B 15-20+3 T.cC.

3.3.1.8. CpokoBe 3a W3/IaBaHe Ha PE3yJITaTH: aHAIU3 — JI0 5 pabOTHU JHH - MHOTO J0OOpa
ycreBaeMocT; 5-7 paboTHU JHH —100pa ycreBaeMocT; 8 -10 paGoTHU JHH — 3aJ0BOJIUTEITHA
ycrieBaeMocT; Hall 10 paOOTHH JHH— HE3aJOBOJIMTEIIHA YCIIEBAEMOCT.

3.3.1.9. CpokoBe 3a chbxpaHeHHe Ha Ipodute: npobure ce cbxpansBaT Ha +2°C o +8°C, no 72
Yaca JI0 U3BbpILIBaHE HA aHATIN3a; 33 TPOOH, IpeTHa3HAuYCHH 32 TIOBTOPEH aHaJIN3, KOHTPOJ WIIH



PETPOCIIEKTUBHO U3CIeABaHe, cCepyMbT ce 3ampassaa Ha —20°C no 3 mecena; Ha —70°C/—80°C
—no 1 roguna.

3.3.2. U3uckBanus 3a npoBexaaHe Ha HenHBasuBeH /IHK npenaraneH CKpUHMHIOB TECT 3a
reaetnynu 6onectu (HUIIT).

3.3.2.1. Amaparypa: tepmoctar 37°-50°C; namuHapeH OOKc; amapaT 3a OICHKa Ha
KOJMYECTBOTO U KAYECTBOTO HA M30JIMPAHUTE HYKJICMHOBH KUCEJIMHU; XJaguiHuK Ha 4°C ¢
kamepa Ha - 20°C; HoBOreHepalMOHEeH CEKBEHATOp ChC caTenuTHa anaparypa u PCR anapar 3a
MIPOBEXKIaHE HA KOJIMYECTBEH aHaJIM3.

3.3.2.2. PaboTHa ¥ cepBU3HA IUIONI — JlabopaTopusiTa TpsiOBa Ja pasmoJiara ChC CEKTOp 3a
n3onmpane Ha masma u JJHK, cextop 3a moaroroska Ha OuOIMOTEKH M CEKBEHUPAHE U CEKTOP
3a OnonH(pOpMATHUYCH aHAIH3 C OCUTYPEH €IHONOCOUYEH TIOTOK Ha IPOOUTE U IPEIOTBpATIBAHE
Ha KOHTaMHHaIus.

3.3.2.3. bpoii Ha u3cnenBaHuTe Mpoou — Haii-Manko 600 u3caeaBaHUs TOIUIITHO.

3.3.2.4. N3uckBaHus 3a NMpoOWTE NpPH NPOBEKJIAHE HA HEWHBA3WBEH IPEHATAJICH TECT -
KpbBHaTa npoda ce B3eMa B enpyBerka ¢ JIHK-craOwimsupai peareHT, ChbXpaHsiBa ce U ce
TpaHcnopTHpa npu craiiHa Temmeparypa (18-25 °C) u ce mocrass B maboparopusita 10 72 gaca
cien BzeMaHeto. OXnakaaHe W 3amMpassBaHe He ce jgorycka. Ciel oTaensHe Ha Iia3mara Ts
ce cbxpansBa npu +2 °C mo +8 °C, no 48 waca wiu nipu -20 °C nmo -80 °C 3a mo-abiro
CbXpaHEHHE.

3.3.2.5. M3noa3BaT ce BaIuAMpaHu 1atopMu 3a MacoBo-napajienHo ceksenupane (NGS) num
€KBUBAJIEHTHU TEXHOJIOTHH.

3.3.2.6. Bcekn aHanu3 ce M3BBpIIBA C BBTPEIIHM KOHTPOJIM 3a MPOBEPKAa Ha KAueCTBOTO U
IpoIeHTa Ha (eTaHa Qpakius.

3.3.2.7. PegynrarsT 3a HUIIT ce ohopms crriacho T. 3.1.4.6. kaTo ce 0TOeINsA3Ba M KOTUIECTBO
Ha (etannHara ¢paxius. [Ipu ycTaHOBEH MOBUIIIEH PUCK 3aBIKUTENHO ce npenopbuBa MI'K
Y MHBA3MBHA MTOTBbPK/1aBallla IMAarHOCTUKA.

3.3.2.8. Bcsxa naGopatopust TpsiOBa na uMa pa3pabOTeH aJropuThbM IPH IMO3UTHBEH
BHCOKOPHCKOB CKPMHUHIOB PE3yJITaT, KOMTO BKJIIOUBA T€HETHYHA KOHCYITALUS U NPernopbKa/
MIPOBEX/IaHEe HAa MHBA3MBHA MOTBBPAUTEIHA JUArHOCTHKA.

3.3.2.9. CpokoBe 3a W3/IaBaHe Ha PE3yJITaTH: aHAJIU3 — JIO0 5 paOOTHU JHH - MHOTO J0Opa
ycreBaeMocT; 6-10 mau —100pa yeneBaemoct ; 10 -14 1M — 3aT0BOJTMTEITHA YCIIEBAEMOCT; HaJT
14 — He3ag0BOIUTETHA YCIIEBAEMOCT.

3.3.2.10. CpokoBe 3a CbXpaHEHHE Ha MPOOUTE: IsNia KPbB/HEHEHTpOPyrupaHu mpodu ce
cbxpansBaT ce npu 2-8°C He moBede OT 72 yaca [0 OTHAENSHE Ha IUJIa3Mara;
ia3ma/nupkynupama ¢eranna JJHK (cfDNA) npu —20°C o —80°C 3a cpok ot 1 roauna cien
W3/1aBaHe Ha pe3yJrara.

3.3.3. M3uckBaHus 3a MacoB U CEJIEKTHBEH-CKPUHUHT Ha HOBOPOJEHU 3a TeHETUYHU OOJIECTH
4pe3 MOJIEKYISIPHO-TEHETUYHU METOIM.

3.3.3.1. Anaparypa:
3.3.3.1.1. PCR-6a3upanu meToau — cbraacHo T. 3.2.1.3.1.1;



3.3.3.1.2. NGS 6a3upanu metoau — cbriacHo T. 3.2.1.3.1.2.

3.3.3.2. PabotHa u cepBu3Ha 1wionl. Jlabopatopusita TpsOBa Aa pas3mojiara ChC CICITHUTE
OCHOBHH CEKTOPH: CEKTOp 3a MpHEMaHe, PEruCTpUpaHe U paslpe/elisHe Ha MaTepUaliuTe 3a
M3CJICBAHUS; [IBA CEKTOPA 3a MOJArOTOBKA HAa MPOOUTE, SAMHUAT C XUMUIECKA KAMUHA; CEKTOP
3a W3BBPIIBAHE HA CKPUHHUPAIIM aHAIM3U; CEKTOp 3a JOKYMEHTHpAaHE W paslicyaTBaHEe Ha
pe3ysiTaTi, apXUBUPAHE U ChbXPaHCHUE.

3.3.3.3. bpoii Ha u3cnenBanute npoodu - Hax 90% ot HOBOpOACHUTE.

3.3.3.4. 3uckBanus 3a npoOUTE MpH MPOBEXKJTAHE HA MACOB HEOHATAJIEH CKPUHUHT: MOTar Ja
ce M3MOJI3Ba KalWIsIpHa KPbB, B3€Ta Upe3 yOOXKJaHe Ha MeTaTta Ha HOBOPOJICHOTO U HAaHECEHA
BBPXY QUITHpHA KapTa oA (hopmMaTa Ha CyXH Kallku KpbB, epudepHa BeHO3HaA KpbB/OyKaiHa
nuraBunia. CpokbsT 3a B3eMaHE Ha KpbBHATa mpoda € mo 96-us vac ciex paxaaHero. B
cllydyauTe, KOraro ce Hajara KpbBOIpelInBaHe, mpobaTa ce B3eMa mpeau Tosa. [Ipoburte 3a
HEOHATaJleH CKPUHHUHI C€ TPAaHCHOPTHpAT Ha CTailHa TeMmmepaTypa A0 JabopaTopusra
OCBILECTBSBAIla MACOB HEOHATAJICH CKPUHUHT B paMKHTE Ha 1—5 mHH.

3.3.3.5. [Ipu MO3WTHUBEH WJIM HESCCH pe3yiTaT JIAbOpaTopusATa HM3BHPIIBA MOTBHPIUTEICH
aHaJIM3 OT BTOpa mpooa.

3.3.3.6. Bcsaka J'Ia60paTOpI/I$I OCUT'ypsiBa TCHCTUYHA KOHCYJITAlUs ITPU HEACCH WJIN ITATOJIOTHYCH
pe3yiTar.

3.3.3.7. Ilpu anamu3 ¢ NGS ce mokmnagBaT caMo MaTOTeHHU/BEPOSTHO MATOI€HHU BapUaHTH 3a
JOMHWHAHTHU 3a00JIIBaHusl U XOMO3UT'OTHO, XCMU3SHUI'OTHO HIIM CBHYCTAHO XCTCPOZUT'OTHO
HOCHUTEJICTBO Ha BapHaHTH 3a pEICCUBHHM 3a00JsBaHUsA. BapuaHTH ¢ HESICHO KIMHHUYHO
3HAYEHHE C€ JOKJIaaBaT MPH EJIHOBPEMEHHO HAJIMYME HAa TAaTOTCHEH/BEPOSTHO MATOTCHEH
BapUaHT B CHIIHUS I'eH. XETEPO3UTOTHO HOCUTEJICTBO 32 PEIIECUBHH MYTAIlUH CE PAiopTyBa MpH
KeJTaHHe Ha POAUTEIINTE, KOETO € EKJIaphpaHo B HHPOPMHUPAHOTO ChIJIACHE.

3.3.3.8. Odopmsane Ha pe3ynrar: ume, TenedOH U EIEKTPOHEH aJpec Ha MaiikaTta;
UICHTHU(QHUKAIIMOHEH HOMEP Ha HOBOPOJEHOTO; JaTa Ha paxkJaHe U TabopaTopeH HoMep; MOl
JaTa Ha B3eMaHe Ha po0aTa; 1aTa Ha MoJy4aBaHe | 1aTa Ha W3/1aBaHe Ha Pe3yliTaTa; HacouBall|
meKkap W JiedeOHO 3aBeleHME;, BUJ Ha Tpodara; U3MOI3BaH METOMA;, W3MOJI3BaH
KHUT/peakTuB/mnaTdopMa ¢ KOMEHTap Ha OrpaHUYEHHUSATa Ha TECTa; pPe3yATaT ChHIVIACHO
aKTyaJTHaTa HOMEHKJIATypa, KaTo 3ab/DKUTEITHO BKIIFOYBA OIEHKA HA PHCKA NPH HETaTUBEH
pe3yaTar; MOJIOKUTENICH Pe3yNTaT M HEesICeH/TpaHUYeH Pe3yNTaT; JaTa W IOAINNC Ha JIeKaps
HU3BBPIINIT aHAJIN3a, IPECIIOPHKaA 3a MCAUKO-TCHECTUYHA KOHCYJITallMs,; ITIOAINC HAa HAYaJITHWUKA Ha
nabopaTopusTa; ICHO HOMEpUpaHe Ha CTPAHUIIN; B CITy4aid, ue W3CIIIBAHETO CE M3BBPIIBA B
npyra 1abopatopusi, ToBa TpsOBa 1a ObJie yIIOMEHATO B pe3yJiTara.

3.3.3.9. Pesynrarure ce cpoOIIaBaT Ha Je4eOHOTO 3aBelleHHE H3MpaTUio mpodara Io
HOPMAaTHBHO pErIaMEHTHPAHUS pel.

3.3.3.10. Cpokoge 3a n3aBaHe Ha pPE3yJITATH:

3.3.3.10.1. PCR-06a3upanu MeTOu: 0 5 JHU - MHOTO J00pa ycreBaeMocT; 6-7 JTHU —1o0pa
ycrieBaeMocT; 8 -10 &mHUM — 3aJ0BOJIMTENIHA yclieBaeMOCT, Han 10 — He3aJao0BOJUTETHA
yCIIeBaeMOCT;



3.3.3.10.2. NGS 6a3upanu MeToau: CTaHAApTHO — 10 21 ITHU OT B3eMaHETO Ha Mpobdara; mpu
YCKOpPEH AMArHOCTUYEH MPOTOKONI — A0 10-14 nHu; mpu cioydau, U3UCKBAILU JOITBIHUTEICH
OronH(pOpPMaTHYCH aHAJIU3 WIH MOTBBbPKIECHUE ¢ APYT MeTon — 10 30 qHu.

3.3.3.11. Cpoxkoge 3a cpxpanenue Ha JJHK mpobure: npu HOpMamHHU pe3ynTaTH - 5 TOIAMHU;
IIPY NaTOJIOTUYHU pe3ynTaTy - 10 roquHu.

3.3.4. IlpoBexaHe Ha TCHETHYCH CKPUHUHT 32 XETEPO3UTOTHO HOCUTEJICTBO Ha aCUMITOMHH
WHIABUIN.

3.3.4.1. Anaparypa - ceriacao T. 3.2.1.3.1.2.

3.3.4.2. PabGoTHa 1 cepBU3HA IUIOI - ChIacHo T. 3.2.1.2.2.2.

3.3.4.3. MunumMmasen Opoit Ha u3ciaeaBanute nmpoou — 100.

3.3.4.4. VI3uckBaHus 3a MPOOHUTE MPU CKPUHUHT HA aCKMIITOMHHU WHIUBU/IM 32 pa3KpUBaHE HA
XETEePO3UTOTHO HOCUTEJICTBO - ChIiacHo T. 3.2.1.3.4.

3.3.4.5. He ce u3BbpmiBa mipu Jimna moj 18 roauHu, OCBeH aKo HAMa KOHKPETHU METUITUHCKU
MOKa3aHMs, ONPEACIICHHU OT JIEKap C MpU3HaTa CIEUHAIHOCT ,,MeaUINHCKAa FEeHETHKA .

3.34.6. 3a menuTe HaA pa3MUPEHHs PENPOAYKTHBEH CKPUHHMHI C€ TpenopbhiBa
PENpPOAYKTUBHUTE MApPTHHOPH JAa ObJAT W3CIEABAHM C €OUH U ChI MYITHUTCHEH MaHell,
ompesieNieH ChIIaCHO HACOKUTE Ha BBIArapckoTo IpyXKEeCcTBO MO I'eHeTHKa U I'eHOMHKa Ha
yoBeka. [Ipu HannuHa GpeMEHHOCT ce MpenophyBa TeCTHT Aa ce nposezae A0 10 recranmonHa
ceMUIIa OT OPEeMEHHOCTTA.

3.3.4.7. CpokoBe 3a W3/aBaHe Ha pe3yJTaTH: aHAIW3 J0 25 pabOTHW JHU - MHOTO J100pa
ycneBaemocT; 26-32 mau —mobpa ycneBaemocT; 33 - 40 1HM — 33 0BOJTUTENTHA YCIIEBAEMOCT;
Hajx 40 — He3aI0BOJMTEIHA YCIIEBAEMOCT.

3.3.4.8. Cpoxose 3a cbxpanenue Ha JJHK npoOute — cprinacuo 3.2.1.2.6.9.

3.4. 3uckBanus 3a ch3naBane, nmoaabpxkane Ha JIHK Oanka u cpxpansBane Ha HHPOpMALUs
32 FEHETUYHU U3CJIECIBAHU.

3.4.1. Anaparypa: ppusep Ha - 20°C max 400 smutpa — 2 6p; dhpusep Ha - 80°C Hag 400 mutpa
- 20p ¢ He3aBHCHMO eJIEeKTpo3axpaHBaHe, 000PyABaHHU CbC CUCTEMH 32 MOHUTOPHHT U aiapMma
IIPpHU OTKJIOHCHUA.

3.4.2. PabotHa u cepBu3zHa 1o - JIHK Oankara pasnonara cbC caMOCTOSITETHO ITOMEILICHHUE
oT Haii-mamko 15 M2, TTomemeHmsaTa TpsAGBa Ja ca C OrpaHWYEH JOCTBI, C KOHTPON Ha
TeMIIepaTypa, BIAKHOCT U eJIeKTPO3aXpaHBaHe.

3.4.3. IHK 0ankara cexpansBa nzonupana JJHK, kneTku, 3amMpa3ena KpbB WM IPYTH ThKaHU
unu ononornyHu Matepuanu 3a Opaenm JJHK ananmsu.

3.4.4. JIHK Gankata cpabprka 6a3a 1aHHM B KOMIIOTBpU3MpaHa popma Ha Is1ata HHpopManus
3a CbXpaHsSBaHUTE MPOOU, JINYHU U KIMHUYHU JTaHHH.

3.4.5. YcnoBus 3a ChbXpaHEHHE HA IaHHU.

3.4.5.1. TIpobute ca NCeBAOHUMH3UPAHH, KaTO TEHETHYHUTE, KIMHUYHUTE W APYTH JTHYHU
JAHHU C€ ChbXpaHsABAT OTACIIHO.



3.4.5.2. [lceBMOHUMHU3UPAHUTE TIPOOU HE CHABPIKAT JMYHA HACHTH(UIIMpAIIa HHPOPMAIIHSL.
Konupanero Ha OHONIOTHYHUS MaTepUall U KIIFOYBT 32 KOJIa CE ChXPaHsBAT OT/IEITHO.

3.4.5.3. Nndopmupanoro creriacue 3a JJHK Oankupane cbpabpxa: mHpOpMaIys 3a BUaa Ha
BB3MOKHUTE aHAIN3H; MPOIBIDKUTEIHOCT HA ChbXPAaHEHHUETO; JOCTBHII 10 Mpobara B Kpas Ha
JIOTOBOPEHHS CPOK 32 ChXPaHEHHE MM CJIEJ] CMBPTTa Ha BIOKUTEINS; YCIOBHUS, IPU KOUTO
npo0aTa MOJKe J1a ce M3MOJI3Ba 3a 1M 110 MCKAaHEe Ha BIOYKHUTEINS; 00CHKIaHe Ha PHCKOBETE,
CBBP3aHU ChC ChXpaHeHueTo Ha npobata B JIHK Gankara, kato 3aryba Ha mpoOu; chriacyBaH
METO]I 32 MMOJIbPKaHe Ha KOHTAKT Mexkay nqoHopa u JIHK Gankara.

3.4.6. Beaka JIHK Oanka, kK0osiTO ChXpaHsBa OHMOJOTMYEH MaTepual U CBBbp3aHa C HETO
uHpopManus 3a WHAWNBUAWTE, TPsOBa Ja MMa M3rpajeHa OpraHu3alys ¢ MPOLEAypH 3a
OCUrypsiIBaHC Ha KaYCCTBOTO, BKIIOYHUTCIHO CHCTCMU 3a CBXPAHCHUC, KOAHWPAHC U
perucrpanus.

3.4.7. HOCT’LH a0 HpO6I/ITe HMAT CaMO YII'bJIHOMOIICHHU JIMIa, a U3I0JI3BAHCTO UM CC OITyCKa
CaMo 3a MpeABAPUTCIIHO OIMPCACICHUTC LCIIM.

3.4.8. CpokoBe 3a cbXpaHEeHHUE Ha MPOOUTE: CPOKBT CE YTOUHSABA B MHPOPMUPAHOTO ChIJIACHE,
MOAINKCAHO OT JIOHOPA WJIM 3aKOHHUS MPEJCTABUTEN; IPU JUATHOCTUYHU LIEIN — 0OMYaiHO 5
1o 10 roguaun; npu Hayynu win JJHK 6ankoBu npoektu — 10 30 ronuHu uik 6€3CpovyHO, aKo
npoOuTe ca NCeBIOHUMU3ZHPAHU.

4. N3uckBaHus 32 OCHILECTBSIBAHE Ha JIEHHOCT 1O ,,MeauImHcKa reHeTuKa ™ B 1abopaTopuu Ha
nedeOHU 3aBeIeHHs 3a OOJIHUYHA MTOMOII] IO HUBA HA KOMITIETEHTHOCT.

4.1. UsuckBanus 3a naboparopus no “MenuuuHCKa Te€HETUKAa  OT MbPBO HUBO Ha
KOMIIETEHTHOCT.

4.1.1. V3BbpiIBa MEIUKO-TEHETUYHN KOHCYJTAllMKM U Hali-Manko | jabopaTopHa JeHHOCT MO
“MenunuHCcKa reHeTuKa’” ot rocoueHure B T. 4.1.3.

4.1.2. bpoil Ha M3BBPIIBAHUTE KOHCYIATALMW/AaHAIU3U TOAUIIHO: Hal-manko 200 menuko-
TeHEeTUYHU KOHCYATaluu U Haii-mManko 200 mabopaTOpHU U3CIEeIBAHMS.

4.1.3. [leitHOCTH, KOMTO MOTraT Ja Ce OCBIIEeCTBABAT OT JabopaTopuu Mo ,,MeIuIuHCKa
TE€HETHKA' OT IbPBO HUBO HA KOMIIETEHTHOCT:

4.1.3.1. mocTHaTaJIeH IUTOr€HETUYEH aHaJIn3;

4.1.3.2. mocTHaTaJIeH MOJICKYJTHO-IIMTOreHeTH4eH ananu3 upe3 FISH;

4.1.3.3. noctHaranen mukpounnos JJHK ananus;

4.1.3.4. onpenensiHe Ha TEPMUHATHBHH (hapMaKOT€HETHYHHN BapHAHTH,
4.1.3.5. mocTHaTaJIHa MOJIEKYJIHO-T€HETUYHA IMarHOCTHKA HA €TUHUYHH [eHHU;

4.1.3.6. mocTHaTaTHA JUArHOCTHUKA HA WH(EKIUO3HU TNPUIMHHUTEIH Ype3 MOJCKYJISAPHO-
TEHETUYHU METO/IH;

4.1.3.7. ce3maBane u norbpkane Ha JJHK Ganka.

4.1.4. I3uckBaHus 32 MUHUMAJIHA KaJIpoBa 00€3MEeYSHOCT M0 OTHOIICHHE Ha JTaOopaTopHs OT
IBPBO HHUBO Ha KOMIIETEHTHOCT: JIEKap C TMpHU3HATA MEIUIIMHCKA CIEeNUATHOCT IO
»MenuiuHcka TeHeTuka™ — 1; cmenuamucT oT obiacT Ha Buciie obpaszoBanue ,,IlpupogHu
HayKd, MareMathka W wuHpopmaruka™“- 1; 1 oT claegHUTe MEIWIMHCKU CIEIUaTUCTH:



MEIULUHCKU Ja0OpaHT, MEIULMHCKA CecTpa, aKyllepka, (enamep, JEKapCcKU acHUCTEHT;
canurap — 1.

4.2. W3uckBanus 3a yaboparopuss mo ‘“MemuuMHCKAa TEHETHKa  OT BTOPO HHUBO Ha
KOMIIETEHTHOCT.

4.2.1. UzppmBa MI'K 1 Haii-mManko 2 mabopaTopHu IEWHOCTH MO “MeauIMHCKa TeHeTHKA ,
OT KOUTO Hal-MaJIKO €1Ha OT aeiinocture o 1. 4.2.3.1. - 4.2.3.13.

4.2.2. bpoii Ha M3BBPIIBAHUTE KOHCYIATALMW/AaHATU3W TOAUIIHO: Hak-manko 400 menuko-
TFEeHETUYHU KOHCYJITaluu U Hai-Mainko 400 1abopaTOpHU U3CIIEIBaHUS.

4.2.3. JleiHOCTHTE, KOMTO MOTaT J]a C€ OCBIIECTBSABAT OT JIADOPATOPHUH OT BTOPO HUBO HA
KOMITETEHTHOCT BKJIFOYBAT JEHHOCTUTE, KOUTO MOTAT JIa CE OCHIIECTBSIBAT OT JIA0OPATOPUU 110
»MEIHUIIMHCKA TEHETUKA  OT MbPBO HUBO Ha KOMIIETEHTHOCT, KaKTO H:

4.2.3.1. mpeHartaieH UTOTeHETUYCH aHAIN3;

4.2.3.2. npeHaraneH MOJEKyTHO-IIUTOreHeTu4YeH ananus upe3 FISH;

4.2.3.3. npenaranen mukpounnos JIHK ananms;

4.2.3.4. npeHaraiHa MOJICKYJTHO-T€HETUYHA JUArHOCTHKA Ha XPOMO30OMHUTE 0OJIECTH;
4.2.3.5. mpeHaraiHa MOJEKYTHO-TEHEeTUYHA JUArHOCTHKA HA €IMHUYHU TeHH,

4.2.3.6. mpeHaTamHa ¥ MOCTHATAIHA MOJIEKYJIHO-TEeHETHYHA TUarHOCTHKA Ha MOKECTBO T'€HU
Ype3 TapreTHO CeKBEHHpaHe OT cieaBao nokonenue NGS wim 6nonHpopMalnoHeH aHaIN3
Ha CypOBHU I€HETHYHH 0a3a JaHHH;

4.2.3.7. renernynHa quarHoctuka 3a onpenensae Ha JIHK/PHK nuarnocTnaH#, IpOTHOCTUYHA
U MIPEIMKTUBHU OMOMapKepu — TepMUHATUBHU U COMaTUYHU BapuaHTH/abepauuu;

4.2.3.8. nennBasuseH JJHK npeHaranen CKpUHUHTOB TECT 32 TEHETUYHH OOJIECTH,
4.2.3.9. CKpUHUHT Ha aCUMIITOMHHU UHJIUBU/IY 32 pa3KpUBaHE HA XE€TEPO3UTOTHO HOCUTEIICTBO;
4.2.3.10. qMarHocTyKa Ha TEHETUYHH BapUaHTH 3a MPEIPasNoIoKEHOCT KbM 3a00IsIBaHuUS;

4.2.3.11. cKpMHUHT 32 4ecTH (eTaHU aHEYIUIOMANU Ype3 U3CIIe/IBaHe Ha CEPYMHHU MapKepu
pu OpeMEHHHU KEHH;

4.2.3.12. mpenaTalHa JAMATHOCTUKA Ha WHQPEKUMO3HU MPUUHMHHUTETH UYpe3 MOJEKYJISPHO-
TeHETUYHU METOIH,

4.2.3.13. IHK npodunupane 3a uaeHTUGUKALMS HA WHIABUH.

4.2.4. MuHuMaJTHaTa KaJIpoBa 00€3MEYCHOCT 3a CTPYKTYypa OT BTOPO HUBO HA KOMITETEHTHOCT
BKJIIOYBA: JIEKapu C MpHU3HATa MEAMIIMHCKA CHEIHATHOCT MO ,,MeIuIMHCKa reHeTHKa™ — 2;
CHelHaTMCTH OT o0jacT Ha BuUcIIe oOpa3oBaHue ,IIpupogHM HAyKH, MaTeMaTtuka |
uHpopmatuka“ — 2; 2 OT CIEIHUTE MEAMIMHCKH CICHUATUCTH: MEIUIMHCKUA TabopaHT,
MEIMIIMHCKA CEeCTpa, aKyllepka, (enaiep, JeKapcku aCUCTEHT; TEXHUYECKH ChTPYAHUK — 1;
canutap — 1.

4.3. W3uckBanusi 3a jabopatopus 1o ,MeaWIMHCKa TeHETWKA“ OT TPETO HHUBO Ha
KOMIIETEHTHOCT.

4.3.1. UzppmBa MI'K 1 Haii-manko 3 mabopaTopHU NEHWHOCTH 1O ,,MeauIMHCKa TeHETHKa
OT KOUTO Hai-Manko 1 oT mocoyenure B T. 4.3.4.



4.3.2. bpoli Ha W3BBPIIBAHUTE KOHCYITAIIMU/AaHATU3U TOIUIITHO: Hak-Mainko 500 Memuko-
TEHETUYHU KOHCYATauu U Haii-manko 1000 nabopaTopHu U3ClIeIBAHMUS.

4.3.3. Jlaboparopuu 110 ,,MeIuIMHCKa TeHETUKA* OT TPETO HMBO HA KOMIIETEHTHOCT MOTaT J1a
OCBILECTBABAT JIEHHOCTUTE MPEBUICHHU J]a CE U3BBPLIBAT OT JJaOOPAaTOpUH 1O ,,MenunuHcka
TeHETHUKa" OT IbPBO U BTOPO HUBO HAa KOMIIETEHTHOCT, KAKTO U JAelHOCTUTE 110 T. 4.3.4.

4.3.4. JleiitHOCTH, KOUTO MOTaT Jla C€ OCBIIECTBSIBAT CaMO OT JIA0OpaTOPHH 10 ,,MeauImHCKa
TE€HETUKA OT TPETO HUBO HA KOMIIETEHTHOCT Ca:

4.3.4.1. nuarnoctuka upe3 NGS ananu3 wim 6nonH(GOpMaTUUCH aHAIN3 Ha CYPOBH I€HETUYHHU
JaHHU OT ISUTOCTEH T€HOMEH aHAJIU3 U ISUIOCTEH €K30MEH aHaN3,

4.3.4.2. npenMMIUIaHTAllMOHHW TEHETUYHH TECTOBE 3a MOHOTEHHHU OOJIECTH/MyTaIluH,
HeOaJTaHCUPaHU CETMEHTHU XPOMO30MHHU MPEYCTPOMCTBA M aHCYIUIOU TN,

4.3.4.3. MacoB CKpUHHMHT Ha HOBOPOJCHH.

4.3.5. MunnmanHaTa KaapoBa 00e3MeueHOCT Ha JIabopaTtopus 1o ,,MeIuIMHCKA TeHETUKA ™ OT
TPETO HUBO HA KOMIIETCHTHOCT BKJIFOYBA:

4.3.5.1. mpu u3BbpmBaHe Ha jaedHOCT mo T. 4.3.4.1. nmekapu ¢ TNpU3HATA MEIUIIMHCKA
CTMEUAIHOCT 110 ,, MeMIINHCKA TeHETHKA" — 2; CIIEHUAIIMCTH OT 00JIaCT Ha BHCIIE 00pa30BaHHE
,IIpUpOIHN HayKW, MaTeMaThka U uHpopMaThka“ — 4; 2 OT CICIHUTE MEIUIMHCKU
CTIEIUAINCTH: METUIIMHCKH Ja0OpaHT, MEIUIIMHCKA CECTPa, aKyIlepka, Genamep, JeKapcKu
ACHCTEHT; TEXHUYECKH ChTPYAHUK — 1; canuTap — 1;

4.3.5.2. mpu u3BbpmIBaHE Ha JaeiHOCTH 1O T. 4.3.4.2 : ;nekapu ¢ NMpU3HATa MEAUIUHCKA
CMELUAIHOCT 110 ,, MeNIINHCKA TeHeTHKA  — 2; CIIEUAIMCTH OT 00JIacT Ha BHCLIE 00pa3oBaHNe
LIIpHpOTHN HaykH, MaTeMaThka W WH(QOpPMATHKA - 2; 2 OT CICTHUTEC MEIUIIMHCKU
CHELUAINCTH: METUIIMHCKU Ja00OpaHT, MEIULIMHCKA CECTpa, aKyllepka, Genauep, JeKapcKku
ACHCTEHT; TeXHUYECKU ChbTPYIHUK — 1; canuTap — 1,

4.3.5.3. mpu u3BBpIIBaHEe Ha JeiHocTU 1o T. 4.3.4.3.: nekapu ¢ mpHU3HATA MEIUIIMHCKA
CHEIMAITHOCT 110 ,, MeTMIIMHCKA TeHeTHKA  — 2; CTICIHATMCTH OT 00J1aCT Ha BUCIIIE 00pa30BaHUE
LI IpUpOIHN Hayku, MaTematuka U uHPopMaTuka™“ — 4; 2 OT CIeTHUTE MEIUIIMHCKU
CHIEIUATTUCTU: MEUIIMHCKHU JT1ab0paHT, MEAUIIMHCKA CeCcTpa, aKyllepka, Qemamep, JeKapcKu
ACHCTEHT; TEXHUYECKU ChbTPYTHUK — 2; caHuTap — 1.



