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1. ITacnopT KOMILJIEKTa OLIEHOYHbIX MATEPHAJIOB

1.1. Kowmmiekr oneHouHbix MarepuanioB (nanee — KOM) npenHa3zHaueH sl OLIGHKU IUIAHUPYEMbBIX
pe3yabTaTOB OCBOCHUs paboueil mporpaMMbl TUCHUILTHHBI (MOAYIst): MoJeKyaspHO-OHOI0rHYeCKHe

N IrCHCTUYCCKUEC UCCIICA0OBAHUA

1.2,  KOM BkirovaeT 3a1aHus AJ1s IPOBEACHUS TEKYIIETO KOHTPOJIS U IPOMEKYTOUHOM aTTeCTAI|H.

OO0111ee KOIMYECTBO 3a/IaHUN U PACIIPE/ICTICHUE 3aIaHUM 110 TUTIAM U KOMIIETEHIIUSIM:

KOII U HAMMEHOBAHHE€ KOMIICTCHIIUH

KoauuecrBo 3apanmii
3aKPbITOr0 THIA

KoaunuecrBo 3aganmii
OTKPBITOr0 THIIA

I1K-15. Crioco6en opraHu30BbIBaThH KOHTPOJIb
KauecTBa KIIMHHYECKUX JIAOOPATOPHBIX
WCCIICIOBAaHMI TPEThEH KAaTErOpruu CII0)KHOCTH Ha
MIPEAHATUTHYECKOM, AaHATTUTHIECKOM U
MOCTAaHAJIMTHYECKOM JTaIlaX UCCIIETOBAHHN

T1K-16. Crioco0€eH BBINOJIHATH KIIMHUYECKUE
JabopaTOpPHBIE UCCIICIOBAHMS TPEThEH KaTerOPUH
CJIOKHOCTH

ITIK-17. Crioco6eH nmpoBOIUTH
BHYTPHIA00PATOPHYIO BATHIAIIUIO PE3YIbTATOB
KIIMHHYECKHUX JJTa00PaTOPHBIX MCCIICTOBAHUI
TPEThEN KATETOPHUH CI0KHOCTH

HTtoro




2. SaHaHm[ BCEX THIIOB, MO3BOJIAIOIIHE OCYIIECTBJ/IATH OLICHKY BCEX KOMHeTeHHHﬁ, YCTAHOBJICHHBIX paﬁoqeifl nporpaMMoi/i JAUCHUIIIMHBI (MO}Iy.]'[ﬂ) -
MOJ'ICKy.]'IprHO-6I/IOJ'IOFI/I‘16CKI/IC N I'CHCTHYCCKHEC UCCIICAOBAaHUA

Koa v HammeHoBaHue N .
3ananue ¢ HHCTPYKIMeH
KOMIIETEHIMH n/n
ITIK-15. Cniocoben 3ajganusi OTKPBITOro THNA. [IpounTaiiTe TEKCT M 3aUIINTE pa3BEPHYTHIII 00OCHOBAHHBIN OTBET.
OpraHu30BbIBATH 1 Kakne npeananutuueckue Gpakropsl npu 3a00ope BeHo3HoW KpoBu auist [I1[P-uccienoBanust Moryt
KOHTPOJIb Ka4eCcTBa MIPUBECTH K JIOXKHBIM pe3yJbTaTaM, M Kak UX CJelyeT KOHTpoauposarh cornacHo COIT?
KIIMHUYECKUX 2. Onwummre, Kak Bbl OpraHu3yeTe KOHTPOJIb KauecTBa ATara TPAaHCIIOPTUPOBKY Oromarepuania Juis
71ab0paTOPHBIX MoJteKyJsipHO-TeHeTnueckux uccnenoBanuii (JIHK/PHK) B ycioBusix kpymHoit 1abopatopum.
MCCIICIOBAHUI 3. Kakue crangapTHble onepalnroHHbIE IPOLEAYPbl HEOOXOAUMO pa3paboTath AJis 00ecneueHus
TPEThEH KaTeropuu cTaOUIILHOCTH HYKJIEMHOBBIX KMCJIOT Ha dTane XpaHeHus oopasuos 1o Beyienenus JJHK?
CJIOKHOCTH Ha 4. Kak BbI OyneTe opraHnzoBaTh BHyTPEHHHUI KOHTPOJIb KauecTBa Ha 3tane BbaeneHus JJHK u3 pazubix
NpCaHaIMTHICCKOM, TUTIOB OMOJIOTMYECKOr0 MaTepuaia (KpoBb, OYKKaIbHBIN SMUTEIHNI, BOPCUHBI XOpHUOHA)?
aHaJIMTHYECKOM U 5. Kakue nokaszarenu kayecTBa JI0KHBI KOHTPOJIMPOBATHCA B IIPEaHATUTHUKE MIPU MOJATOTOBKE
ITIOCTaHATHTHYCCKOM XPOMOCOMHBIX IPENapaToB AJisi HUTOTEHETUYECKOT0 UCCe0BaHus?
dTanax UCCIEIOBAHUH | 6, PaspabotaiiTe aaropuT™ KOHTPOJIS Ka4eCTBa pearcHTOB, UCIob3yeMbIx miist [11[P-ananuza, Ha
[IPEaHATIUTHYECKOM JTaIle.
7. Kakue Mepsbl 110 KOHTPOJII0 KOHTAMUHALIMY aMIJIMKOHAMU JTOJDKHBI ObITh npeycMoTpensl B COIT qis
[T[1P-naGoparopuu Ha Bcex Tanax paboThI?
8. Kak BbI opranusyere KOHTPOJIb MPAaBUIBHOCTH MapKUPOBKK 00PA31I0B MPH NMPOBEJCHUN HEOHATAIBHOTO
CKpUHHHTA (CyXHe NsATHA KPOBH) Ha MPEaHAIUTUYECKOM FTarne?
9. Kaxue mapameTpsl kKauecTBa OLICHUBAIOTCS HA aHAJTMTHYECKOM 3Talle IIPU NPOBEICHUH
muddepennnanbHoi okpacku XpoMocoM (GTG-03HAMHT) U Kak 4acTo JOJKEH MPOBOAUTHCS TaKON
KOHTPOJIb?
10. Onumure npoueaypy BHyTPpEHHEro KOHTpoJis kauecTBa Juist Metoaa FISH nmpu ananuze XxpoMocoOMHBIX
aHoOMaJIu# (KOHTPOJIb THOPUAN3ALINH, ITOICYET CUTHAJIOB).
11. Kaxum o6pa3om opranusyercs BHelIH:s olieHka kadecTBa (EQA) s NGS-uccrnenoBanuii, u kakue
9Tarbl Ja00paTOPHOTO MPOLIECCa OHA OXBATHIBACT?
12. Kak BbI OyieTe KOHTPOJIUPOBATh AHATUTHUYECKYIO YYBCTBUTENBHOCTh U cnieninduyunocTs [TLP-TTIPD
MIPH BBISIBIIEHUU MYTAIMil B reHaX MOHOTE€HHBIX OoJsie3Hen?
13. Pazpabotaiite COII 1o KOHTPOJIIIO TEMIIEPATYPHl B aMITU(PHUKATOPE U €ro KaTMOpOBKe I 0OecreueHus
JIOCTOBEpHOCTHU pe3ynbraroB [TIP.
14. Kakue koHTposbHbIE 00pa31bl (TO3UTHBHbIE, HETaTUBHBIE, BHYTPEHHNUE KOHTPOJIM) T0JIKHbI

HCMOJIb30BATHCS HA aHAIUTHYECKOM dTtane npu MLPA -ananuze?




15.

Kak opranu3oBaTh MOCTaHATUTUYECKUAN KOHTPOJIb Ka4eCTBa MPU (POPMUPOBAHUH 3AKIFOUCHHUS T10
pe3yabTaTaM XpOMOCOMHOTO MUKpOMaTpu4yHOro anaimsa (array-CGH)?

16.

Kakue xputepun ucnonb3yroTes Ui BaluAaluu naTepnperanuu 1aHHeix NGS (rnybuna npoyTteHus,
MOKPBITHE, KAYECTBO BhIPABHUBAHUS1) HA NOCTAHAIMTUYECKOM dTarne?

17.

Kak BbI OyieTe KOHTPOJIUPOBATH COOTBETCTBHE 3aKitoueHus o [11{P-uccnenoBanuio yrBepKaAEHHBIM
pedepeHTHBIM HHTEePBAIAM U KIMHIUYECKUM PEKOMEHIAIUSIM?

18.

Omnuinyre cucTeMy KOHTPOJISI OLIMOOK ITPU BHECEHUH PE3yJIbTATOB MOJICKYJISIPHO-TEHETHYECKUX TECTOB
B J1a00paTopHy0 nH(popMaIoHHyto cucremy (LIS).

19.

Kakwue nefictBus gomken npenycmarpuBaTh COII mpu oOHapyXeHHN HEBATUAHBIX PE3YJIbTaTOB
KOHTPOJISI KAaUeCTBa Ha MPEAHATIMTUYECKOM dTare (MOBTOPHBIN 3a00p, TOBTOPHOE BhIJIETICHUE)?

20.

Kak opraHn3oBaTh MOHUTOPUHT yJOBICTBOPEHHOCTH BPAUYCH-KIMHUIIUCTOB MOJTHOTON U MOHSITHOCTBIO
3aKJIFOUYCHUI TI0 Pe3yJbTaTaM I'eHETHYECKUX UCCIICOBAaHMMN (KaK 3JIEMEHT MOCTAHATUTHYSCKOTO
KOHTpOJIST)?

[1K-16. Criocoben
BBITTOJIHATE
KIIMHUYECKHE
nabopaTopHbIe
HCCIIEIOBAHUS
TpeThel KaTeropuu
CIOKHOCTH

HepeqnanTe OTallbl BBIITIOJIHCHUA HHP'aHaHI/I?»a B PC)KUME PCAJIbHOT'O BpEMCHU IJISI KOJIMYCCTBCHHOI'O
OIPCACIICHUA BprCHOﬁ Harpysku, v JJIs1 KaKA0ro0 oTala YKaKUTC KPUTUUYCCKYIO KOHTPOJBbHYIO TOUKY.

Kak npoBoautcs naeHTuUKaIMSI MyTalllii METOIOM MPSMOT0 aBTOMAaTHYECKOTO CEKBEHHUPOBAHUS 110
CoHrepy, 1 Kakue TpeOOBaHUS PEIBIBIISIIOTCS K KA4ECTBY AIIEKTPOPOpErpaMMbl T (HOPMYITHPOBKH
3aKJIIOYEHUA?

Onumure anroput™ BeinonHeHus MLPA 1 BeISIBI€HNS MUKPOAETIEIUH Y MallMeHTOB C MOJ03PEHUEM
Ha cuHapoM [IuJKopmKu.

Kaxkue stamnsl Britouaet mpotokoi NGS (ot Oubnmoreku 10 OMonH(POPMATHIECKOTO aHAIN3a) U KaKue
13 HUX TpeOYIOT Hanbosee CTPOroro KOHTPOJISt CO CTOPOHBI UCTIOTHUTENS?

Kak BrIToHSCTCS HCCIICAOBAHUEC KapruOTHIIAa C UCITIOJIb30BAHUEM G-OKpaIHI/IBaHI/ISI, N KaKHC KpUTCpHUU
HCIIOJIB3YIOTCS JJIS1 OITMCAHUA Ka)KHOﬁ XPpOMOCOMEI B 3aKJIIOUYCHUN?

Paspaboraiite COII nns npoBenenust FISH-ananusa ¢ ieHTpoMepHBIMU 30H1aMU IIPU [TOI03PEHUH Ha
a”eyrioniuto o xpomocomam 13, 18, 21, 21 B mpeHaranbHbIX o0pa3lax.

Kak npoBonutcs untepnperanus pesyasraToB array-CGH, u kak popmynupyercs 3akiodeHue o
NATOr€HHOCTU OOHapy»eHHOH konuitHo# Bapuarmu (CNV)?

Onumute metonuky BoiaeneHuss PHK u3 uensnoit kposu u nposenenus OT-TILP ansa ouenku
IKCIPECCUN T€HOB, CB3aHHBIX C HACJICICTBEHHBIMU 3a00JI€BAHUSIMH.

Kak npoBoaunTcs ananus noaumMopdusmoB renoB meroioM [TLP-TT/IP® ¢ ucnonb3oBaHueM pecTpUKTa3,
1 KaKle KOHTPOJIbHbIE 00pa3iibl 00g3aTeNbHBI IPU MOCTAHOBKE peakluu?

10,

B uéwm 3akmrouaercs pazHuua B BelnonHeHnu [11[P-anannsa npu HeoHaTaJIbHOM CKPUHUHTIE (CyXue
TATHA) 110 CPABHEHHUIO ¢ OOBIUHBIM KUIKUM 00pa3ioM KpoBU?




11,

CocraBbTe aAJITOpUTM J'Ia60paTOpHOFO HCCIICA0OBAHUS JJIA MOATBCPKACHUSA JUarHo3a MyYKOBUCII03a C
HCIIO0JIb30BAHHUECM MOJICKYJIIPHO-T'CHCTHYCCKUX MCTOJOB, BKJIIOYAsd HHTCPIIPCTALIUTO.

12} Kak nmpoBoAMTCS MpEeUMIUIaHTAIIMOHHOE TeHeTHYeckoe TectupoBanue (PGT-A) Ha aHeyrmonanu y
SMOPHOHOB, U KaK 0(OPMIISICTCS 3aKITFOUCHUE I PEIPOTYKTOIIOTa?
13} Onummre npotokout poseaenust RT-ITLP ¢ uconszoBanrem TagMan-30H710B 1J1s1 JETEKIIMA MyTaIldl
B reie BRCA 1, BKiIt04ast KOHTPOJIbHBIE TOUKH.
14} Kakum oOpa3om BeIoJIHAETCS TU(PEepeHITIPOBKA MEXTY HCTUHHBIM MO3aUIIU3MOM H apTe(daKToOM Mpu
aHAJIN3€ XPOMOCOMHBIX IPENapaTroB (KapMOTUIUPOBAHUE)?
15, Kak paspabateiBaetcst COII s mpoBeaeHus: HeMHBa3uBHOTO NpeHaTanbHoro tecra (HUIIT) mo
MaTEPUHCKON KPOBH, C aKIIEHTOM Ha KOHTPOJIb KayecTBa OMOIMoTeK?
16| Onummre nopsAa0K AeWCTBUIN 1a0opaHTa MPU BHIMOJTHEHUN IUTOTEHETUYECKOTO aHaN3a C
HCIIO0JIb30BaHUEM BbICOKOpaspemaroniero G-6ouaunra (6osee 500 mosoc).
17) Kak npoBoauTcs Banuaanus npaiiMepoB U 30HA0B Ui HOBOro nuarnoctudeckoro ITIP-Tecta Ha
HacyencTBeHHYI0 TpoMOodmnnio (paktop V Leiden, npotpombun)?
18] Kakue ocobennocT opopMIIeHHS Ta00PATOPHOTO 3aKIFOUSHUS 110 PE3yIbTaTaM CEKBCHHPOBAHHUS
reroMa (NGS) nipu BbIsSIBIIEHUU BapHaHTa HEM3BECTHOTO KinHu4eckoro 3HaueHus (VUS)?
19/ Pa3paboraiite COII o 3a00py 1 MOATOTOBKE MaTepHaa sl HCCISAOBAHUS XPOMOCOMHBIX TIEPECTPOCK
y poJIuTeNel Py NPUBLIYHOM HEBBIHAIIMBAHUY OEPEMEHHOCTH.
20) OnwumuTe mporenypy NpoBeICHUsI CKPUHUHTA TETEPO3UTOTHOTO HOCUTEBCTBA MyTallui (Harpumep,
CMMHAJbHAS MbIIIEYHAst aTpousi) U GOPMYIUPOBKY 3aKITFOUEHUS JUIsl FTEHETUYECKOTO
KOHCYJIbTUPOBaHUSI.
I1K-17. Cnocoben 1. | Kak BBl cooTHOCHTE pe3ynbTathl [1L[P-ananu3a ¢ pedepeHTHBIMU HHTEpBAIaMu IpU y4€Te Bo3pacTa u
MIPOBOJUTD 110J1a NAI[MEHTa TP OLIEHKE T€HETUYECKOro nojuMopduszma?
BHYTpHJIa00paTOPHYIO 2. | Kakue Henarosoruueckue Bapuanuu (Harpumep, Gu3noaoruueckue, TMeTHIecKre) MOTyT MOBIUATh Ha
BaJIMIALIMIO pe3yJIbTaThl MOJIEKYJISIPHO-OMOJIOTMUECKUX MCCIEI0BaHNM, M KaK UX YUYUTHIBATh MPHU BAJIMJAINH?
pEe3yNbTaToB 3. | Kak onieHuTh BIMsSHHUE MPEIIIECTBYIONIEH Tepanuy (HalnpuMep, aHTUKOATYJITHTOB) Ha Ka4eCTBO
KJIIMHUYECKHUX BbiesieHHoN JIHK u pesynbrarel FISH-ananu3za?
71a60paTOPHBIX 4. | KakuM 006pa3omM nMpoBOAUTCS BHYyTpUIabopaTopHas Banuaanus Meroga NGS s 1eTekiuu
UCCIIEIOBaHUI COMATHUYECKUX MYTAIMI B OHKOJIOTMYECKHX 00pa3liax, U KaKue MnapaMeTphbl CYUTAIOTCS KPUTHUECKUMU?
TpEThEH KaTeropuu 5. | OnuiuTe, Kak Bbl OyJeTe OLEHUBATh KJIMHUUYECKYI0 HH(POPMATUBHOCTD MOJIOKUTEIIBHOTO pe3ysibTaTa
CJII0KHOCTH [TLIP-TT/IP®D mpu HU3KOH BUPYCHOW Harpy3ke (OrpaHUYHbIE 3HAYEHUS).
6. | Kak BbI ncnonb3yere 6a3y manubeix ClinVar s mHTEpIpeTanuy 00HapyKEeHHOW MyTaIllH MTPH
BaJIMJAIIMM HOBOT'O IMATHOCTUYECKOT0 TecTa?
7. | Kak BbI ucnionb3yere 6a3y ganabix ClinVar aig untepnperanuy 00HapyXe€HHOW MyTalluu IpH




BajlnJgaliviy HOBOT'O JUAIrHOCTHYCCKOI'O Tecta?

Kakwue otkpeiThie 62361 1aHHBIX (KpoMe ClinVar) ucrnonb3yroTest JUIst OLIEHKH YacTOThI MOJMMOP(PH3MOB
B ITOMYJIAIMH, U KAK OHU TTOMOTaroT B Basanuu pe3ynbTaToB (1000 Genomes, gnomAD)?

Kak ouenuts BiusiHME remMoin3a oopasia Ha pe3yapTaTsl KonuuecTBeHHOU [TLP u HyxHO 11
nepecMaTpuBaTh pepepeHTHbIe HHTEPBAJIbI B TAKUX CIIydasx?

10,

Kakum o0pazom npoBoautcs Basmaanus npaiimepos s [TLP ¢ yuérom Bo3moxubIX SNPs B caiftax
CBSI3bIBAHHUS, M KAaK 9TO BIMSIET HA HHTepIpeTaluio (JIO)KHOOTPULIATEIbHbBIE PE3YIbTAThI)?

11]

Kak BBl onpeziensere KIMHUYECKYIO0 3HAYMMOCTh BBISIBJIEHHOI'O BapraHTa yucia konuit (CNV) npu
array-CGH, ecniu oH He onucan Hu B ofHoM 0a3ze nanubix (DECIPHER, OMIM)?

12]

Onumure METOJ0JOTMIO OLICHKHU HpeaHaJII/ITI/I‘{eCKOﬁ Bapuanuu Ipu XpaHCHUU OHoNnTaTOB JUIS
OUTOI'CHCTHUYCCKOI'O aHaJIn3a (BJ'H/IHHI/IG BPEMCHH 10 TIOCTAHOBKH KYJIBTYPbI KHGTOK).

13,

Kak BbI ucnonbs3zyere HHQOPMAIIMOHHBIE CUCTEMBI JJI OTCICKUBAHUS KPUTUYECKUX PA3THUUN MEXTY
pe3yJbpTaTaMu, OJY4eHHBIMU pa3HbIMU MeTofamu (Hanpumep, FISH u kapuotunupoBanue) y onHoro
nanenra?

14]

Kaxkos anroputm neiictBuil npu noiaydenuu pesysnbrata NGS ¢ riryOMHON IPpOYTEHUS HUXKE
YCTaHOBJIEHHOT'O IOPOTa, M KaK ATO BJIMSIET HA BAJIMIHOCTD 3aKIFOUYECHUsA?

15]

Kak onieHuTs, ABnsieTcs a1 oOHApyKEHHAst XpOMOCOMHAs aHOMaJIHsI cOaTaHCHPOBAHHOM WITH
HecOaaHCUPOBAHHOM, U KaK 3TO BJIUAET HA KIMHUYECKUN POTrHO3 (MCMOIb30BaHue 0a3 JaHHbIX
(¢henoTumnos)?

16,

HpI/I BaaInganuu MEroJga MLPA AL JUArHOCTUKU MUKPOACIICIIMOHHBIX CUHAPOMOB, KaAKUC
KOHTPOJIbHBIC 06pa3m,1 C U3BCCTHBIMU MYTallUAMU H€O6XOI[I/IMI>I JJI1 OLICHKHU I[H&FHOCTH‘IGCKOﬁ
IIYBCTBI/ITCJ'ILHOCTI/I?

17]

Kax BbI Ol1eHMBaeTe BIUSHNE BO3pAcTa OTIA HA YaCTOTY HOBBIX MyTallli ITPU UHTEPIPETALNN
pe3yJIbTaTOB CEKBEHUPOBAHUS 9K30Ma (HenmaToJIornyeckas Bapuaius)?

18,

Onumure, Kak NPUMEHITh MexayHapoaHble pekoMeHaann ACMG/AMP nns knaccuduxanum
MYyTali pH BHYTpHJIAO0paTOpHOU Basinaanuu pe3yapratoB NGS.

19,

Kakwne ucrounnku B cetu «MHTEpHET» BBI OyeTe HCIOIB30BATh ISl TIOMCKA HH(OPMAIUH O
(EeHOTUMHMYECKUX TPOSIBICHUSAX PEKUX XPOMOCOMHBIX aHOMAIH (HalpuMep, YHUKaIbHbIE
MUKpoaenenun)?

20,

KaK BBbI paCCqHTBIBaeTe KpI/ITI/I‘—IeCKYIO pa3HI/1uy HpI/I KOJIMYECCTBCHHOM onpeneneHI/m ypOBHSI 3Kcnpeccm/1
rera (OT-IILIP) y ogHOrO marnueHTa B TMHAMHUKE U KaK 3TO YUYUTHIBAETCA B 1a00OpaTOPHOM
3aKJTFOYECHUN?




3az[am/m 3aKPbITOI0 THIIA HA YCTAHOBJICHHE MMOCTICA0BATCILHOCTH WIH COOTBETCTBUA

[IK-15 Pacnionosxure neicTBUs IPpU OpraHU3aly KOHTPOJIS Ka4eCTBA Ha IIpeaHaIMTUIecKoM drtare juist [ILP-
UCCIJIETOBAHMUS:

A) poBepKa LEJIOCTHOCTH YIIaKOBKHU U MAPKUPOBKU 00pa3ia

1 b) onenka npuromHocTu odpasia (OTCYTCTBHE IeMOJIH3a, JIMTICMUH )

B) peructpanus Bpemenu 3a00pa u JOCTaBKU B XKypHaje

I') nenrpudyruposanue u oTo60p 1Ia3MbI/OyhPu-KoaTa

J1) nomenienue obpasna B ycsoBust xpaneHust cornacHo COIT

Pacnionosxure stamnsl pazpadotku COII mo KoHTpoITI0 TeMnepaTypbl B aMIin(ukaTope:
A) onpeneneHue A0MyCTUMBIX OTKIOHEHUH (£0,5°C) 1 mepuoOIUIHOCTH TPOBEPOK

b) BHeceHMe pe3ybTaToOB MOBEPKHU B KypHAI KaTUOPOBKU

B) uzmepenue remneparypbl B TpEX KOHTPOJIbHBIX TOUKax (55, 72, 95°C)

') cpaBHEHUE TOKa3aHUM C STAIOHHBIM TEPMOMETPOM

J1) npuHsTHE peleHns O MPUTOTHOCTH NMPHOOpa WM HANIPABICHHH HA PEMOHT

Pacnonoxxure mocienoBaTeIbHOCTh KOHTPOJISI KOHTaMUHaIuy amiuinkonamu B [11[P-naboparopun:
A) o6paboTka moBepxHocTel 1% TUIMOXJIOPUTOM HATPUS

b) nocranoBka orpunatensHbix kKoHTposei (H20) B kax10M 3KCIepuMeHTe

B) paznenenne nomemenuii Ha 30HbI (ipe-I1L[P, ammumdukanus, mocrammumdukanms)

I') ucnionezoBanue cucrembl UNG (ypaumn-N-rnuko3unasa) B peakliMOHHON cMecH

J1) exxenneBHoe Y ®-o0ayueHrne pabounx MOBEPXHOCTEHN M BO3ayXa

Pacrnionoskute 3Tanbl KOHTPOJIS TPAaBUILHOCTA MAPKUPOBKH 00Pa3IOB MTPH HEOHATATbHOM CKPUHUHTE:
A) HaHeceHue MTPUX-Koja Ha GUIBTPOBAIbHYIO Oymary

b) pyunas ny6aupyromias 3anuck @O u gaThl poskIeHUS Ha KOHBEPTE

B) cBepka ¢ HanpaBJIeHHEM U3 pOIOMa

I') mpoBepka MapKHPOBKHU BTOPHIM COTPYAHHKOM (IBOMHON KOHTPOIIb)

J1) 6pakoBka 00pa3loB ¢ HETIOJIHBIMH WM HEYUTAEMBIMH JIAHHBIMU

Pacnionosxure atanbl BHemHe# onieHkn kauectBa (EQA) nns NGS-uccnenoanmii:

A) nony4yeHue naHeian o0pasioB ¢ U3BECTHBIMU MyTallUsIMHU OT opranu3aropa EQA

b) BeinonHenue noiHoro nukia NGS (0ubnuoreka, ceKBeHHpOBaHUE, OMOMH(POPMATHKA)

B) otmpaBka pe3ynbraToB B nporpammy EQA

') cpaBHEHME TOTYUYEHHBIX PE3yIbTaTOB C TAIOHHBIMHU (BBISBISIEMOCTD, JIOKHBIE BAapUAHTHI)
J1) nonydenue oTuéra 0 KayecTBe U BHECEHUE KOPPEKTUPOBOK B 1a00paTOPHBIE MPOLIECCHI

Pacnonoxute neiicTBUs npu O6H8.py>I(CHI/II/I HCBAJIMAHOT'O PE3YyJIbTaTa KOHTPOJII KAa4YC€CTBA HA
MpCaHaJIMTUYCCKOM DTallc:




A) 6i10kupoBKa oOpasiia B 1abopaTopHON HHOOPMAITMOHHOM CHUCTEME

b) yBenomienue Bpavya-KIMHALUCTa O HEOOXOAUMOCTH TIOBTOPHOTO 3a00pa

B) dukcanus dakra 6paka B )KypHajIe HECOOTBETCTBHUI

I') anayiu3 npu4MHbI (reMOJIN3, HEIOCTATOUYHbIN 00bEM, HENIPABUIIbHAS MAPKUPOBKA)
J1) ipu BO3MOKHOCTH — MMOBTOPHOE BBIJIEJIEHUE U3 OCTaTKa MaTepuasa

Pacnonioxure nociie10BaTeIbHOCTh KOHTPOJIS KadecTBa peareHToB Ui [P Ha npeananutuyeckom
JTarne:

A) TecTrpoBaHME Ka)KJ O HOBOW NIapTUH PEAreHTOB HAa KOHTPOJIbHOM 00paslie ¢ u3BecTHbIM Ct

b) npoBepka OTCYTCTBHSI HHTUOUTOPOB C ITOMOIIBIO CHIAalK-TecTa

B) 3aHecenue pe3ynbTaToB B )KypHAJ BAIUJALUU TAPTUU

') 6pakoBKa nmapTuu Npu HECOOTBETCTBUU JIOITYCKaM

J1) cpaBHeHme 3 (HEeKTUBHOCTH aMIUTM(UKALINY C TPEBIAYIICH TapTHen

Pacnionoskure aTanbl KOHTpoJs kKadecTBa ripH Boeiaesnenun JIHK u3 pa3Hbix TUIIOB Ouomarepuana:
A) onenka konnentpanuu JJHK meronom ¢uryopumerpun

b) n3amepenue uncrorer (A260/280) Ha cnekTpodoTOMETpE

B) npoBenenne koutponabHoii [P ¢ BHyTpeHHrM renom (B-rinobux)

') napasmienpHas SKCTpaKIKs KOHTPOIBHOTO 00pa3iia ¢ U3BECTHOW KOHIEHTpaIuei

J1) BHECEHUE Pe3yIbTaTOB B KOHTPOJIbHYIO KapTy [llyxapTa

Pacnonoxure 3Tanbl opraHu3aiy NOCTaHATUTUYECKOT0 KOHTPOJIsS KauecTsa s array-CGH:
A) IOBTOPHBIN aHANU3 CHIPBIX JAHHBIX (JIOr-OTHOLIEHUs], B-aieabHble 4acTOThl) HE3aBUCUMBIM
AKCIEPTOM

b) conocrasnenne nomyuennoro CNV ¢ 6azamu ganusix (DGV, ClinGen)

B) nposepka kauecTBa JaHHBIX (Wave-apTedakTsl, SD)

I') bopmupoBanue 3axntoueHus: U BHeceHue B LIS

J1) aBTOMaTHUECKas MpOBepKa 00s13aTeNIbHBIX MMOJIEH 3aKII0UEHHsI ITepe]] MOAMUCHI0
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Pacnionoxure nocien0BaTebHOCTh MOHUTOPUHTA YI0BIETBOPEHHOCTH Bpaueil KaueCTBOM 3aKJIIOUEHUN
(TocTaHAMUTUYECKUI KOHTPOJIb):

A) aHOHMMHO€ aHKETUPOBAHHUE KIMHUIUCTOB Yyepe3 LIS

b) c6op u ananu3 xanob 1 3arpocoB Ha IOTOJIHUTENbHBIE PA3bsICHEHUS

B) exxekBapTaibHbINA pacuéT cpeaHel OLEHKU 0 KpUTEPUSIM (TOHSITHOCTb, ITOJIHOTA)

') o6cyxeHne pe3ynbTaToB Ha MPOU3BOJCTBEHHOM COBELIAHUN

J1) BHeceHue n3MeHeHul B popMmaT 3aKII0YEHHs] IPU HEOOXOAUMOCTH
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Pacnonoxure 3Tanbl KOHTpOIIs KayecTBa AuddepernnanbHoil okpacku xpomocoM (GTG-0sHaMHT):
A) KOHTPOJIbHBIH caiil U3 3TaJIOHHOTO KapyUOTHIIa OKPAIIMBAETCS MapajieIbHO




b) onenka 4€TKOCTH U KOHTPACTHOCTH MOJIOC I1OJ MUKPOCKOIIOM

B) npoBepka ypoBHS OHA M OTCYTCTBUS 3arpsi3HEHHMA

I') TecTupoBaHKe HOBOH MapTUU TPUIICHHA HA KOHTPOJIBHOM IIpernapare
J1) bukcanys pe3yabpTara B )KypHaJle KaueCTBa OKPACKH
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Pacnonioxkure nociie1oBaTeIbHOCTh, BHYTPEHHETO KOHTPOoJIs kayecTBa s FISH:

A) UCTI0JIb30BaHUE KOHTPOJIBHBIX MPEMApaTOB C U3BECTHBIM YUCIOM KOIHI XpPOMOCOM

b) rubpunuzamus ¢ TeMH ke 30HIaMH, YTO U UCCIIeayeMble 00pa3ibl

B) nmoacuér curnanoB IByMs HE3aBUCUMBIMU OIlEpaTOpaMu

I') cpaBHEHHE pacXOKIECHUI MEXIY orepaTopamu (IomycTumMo <5%)

J1) onieHKa SIPKOCTH U CICU(PUIHOCTH CUTHAJIA, IPU HEYAOBIECTBOPUTEIILHOM PE3yJIbTaTe — IIOBTOP
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Pacnonoxure 3Tanbl KOHTPOJIS KauecTBa Ha 3Tare TPaHCIOPTUPOBKHU OMoMaTepuaa:
A) pa3merieHre 00pas3IoB B TEPMOKOHTEHHEPE C XJI1a10I€MEHTaMU

b) peructparus reMnepaTypsl B IyTH ¢ IOMOILIbIO [IU(PPOBOro 1aTUUKA

B) npoBepka 11eI0CTHOCTH YIAaKOBKHU IIPH MOIY4eHUH JabopaTtopueit

I') cpaBHEHHE BpeMEHH JIOCTAaBKHU C IOMYCTUMBIM JTUMUTOM (coriacHo COIT)

J1) MapkupoBka 00pasiia Kak «yCJIOBHO PUTOAHOIO» MPU OTKJIOHEHUSIX
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Pacniosioxxure mocie1oBaTesbHOCTb KOHTPOJISA aHAIMTUYECKON yyBcTBUTENBHOCTH [TTIP-TT/[PD:!
A) ucnonb3zoBanue nanenan KoHTpoabHbIX JJHK (romo3urora, rereposurora, AuKuii Tui)

b) noctanoBka peakiuu ¢ cepuei S-KpaTHbIX pa3Be/leHH KOHTPOJIbHBIX 00pa31oB

B) onpenenenue npeaena odHapyxenust (LOD) o nocnenneMy 1nojioKUTEIbHOMY Pa3BEIECHUIO
') pacuér uyBCTBUTEIBHOCTH (J10J151 MPABUJIBHO BBISIBIIEHHBIX MYTaI[Hil)

J1) cpaBHEHME cO cieUPUUHOCTHIO (OTCYTCTBHE JIOKHBIX (DPAarMEHTOB B IMKOM THIIE)
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Pacnionoskure atansl KOHTpoJs kKadecTBa npu MLPA-ananuse:

A) nocranoBka no3utuBHoro koutposs (JIHK ¢ usBectHoil nenenueit)

b) nocranoBka HeraruHoro koutpois (JJHK 310poBoro nonopa)

B) nocranoska konTposst 6e3 JIHK (HyneBoit) 171 BeISIBIEHNS KOHTaAMUHALIUU

') ucrionb30BaHNE BHYTPEHHET0 KOHTPOJISI — MaHeNu peepeHCHBIX TeHOB

J1) pacuér HopMaIM30BaHHBIX OTHOUIEHHI MMKOB U UX CPABHEHHE C TOPOTOBBIMU 3HAYCHUSIMU
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Pacnonoxure nmocieaoBaTebHOCTh KOHTPOJIS OIIMOOK IPpU BHECEHUH pe3yabTaToB B LIS:
A) niepBbIii oniepaTop BHOCHUT unciioBbie 3HaueHus (Ct, KOHIIEHTpaIHs)

b) BTOpOIi OnepaTop He3aBUCUMO MEepenpoBePsIET 10 OyMa)XHOMY IPOTOKOITY

B) aBToMaTHueckoe cpaBHEHUE JIBYX BBOJOB cucTteMoit LIS

') 610KMpOBKa 3aMucH MpH pacxokAeHUU >5%

J1) norupoBaHue BceX W3MEHEHU ¢ BPEMEHHON METKOW 1 MIEHTU(HUKATOPOM MOJIb30BaTENs
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Pacrionoxwure 3Tanbl KOHTPOJIS CTAOMIBHOCTH HYKJICMHOBBIX KUCIIOT IIPH XPaHEHUH 00pa3IoB:
A) perucTpanys 1aTbl 1 BpeMEHHU 3a00pa

b) pasmemienue kposu ripu +4°C (ae 6osiee 24 )

B) cymika nsiTeH KpoBH IpU KOMHATHOW TEMIIEPAaType B TOPH3OHTAIBHOM MOJIOKEHUU

') XxpaHeHne CyxXHX MATEH B KOHBEPTaX C CHIIMKaresem (10 3 mec)

J1) KOHTPOJIb KPATHOCTH 3aMOPaKMBAHUS-OTTauBaHMsl (He Oosee | nukiia)
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Pacrnionokure 3Tanbl KOHTPOJIS Ka4yecTBa XpPOMOCOMHBIX MIPENapaToB Ha MpeaHaIUTHKE:
A) OIleHKa MUTOTHYECKOTO MHJEKCA B KYJIbType TUM(POLUTOB

b) noacuér konuuecTBa MeTadazHbIX IUIACTUHOK Ha Mpenapare

B) onenka kauectBa «pazdpocay XpoMOCOM (OTCYTCTBUE TIEPEKPBITHIA)

I') mpoBepka oTCyTCTBHSI pa3phIBOB U apTe(haKTOB B XpOMOCOMaX

J1) OpakoBka nmpenapara rnpu MeHee 4em 15-Tu anaim3upyeMbix Metadaszax
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Pacnonoxure nmocien0BaTeIbHOCTh JACHCTBHIA TTPU BAIMAANNU peepeHTHBIX nHTepBaIoB s [1L[P-
TecTa:

A) BeIOOp pedepenTHOl momysiuu (He MeHee 120 310pOBBIX TOHOPOB)

b) mpoBenenne TecTHpoBaHUs BCEX 00pPaA3IOB B OIMHAKOBBIX YCIOBUAX

B) craructuyeckas o0paboTka ¢ yaaneHueM BRIOpocoB (MeToa ThIOKH)

I') pacuér 95% uenTuneil Kak HUKHEW U BepXHEH rpaHul] UHTepBaJia

J1) yTBepkaeHre nHTepBalia Ha 3ace/laHuu JJa00paTOPHOTO COBETA
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Pacrnionoskure 3Tanbsl KOHTPOJIS KayecTBa MpU paboTe C CyXUMHU MATHAMU KPOBH (HEOHATaJIbHBIN
CKPHHUHT):

A) BU3yalIbHBIIl KOHTPOJIb Pa3MePOB MATHA (AUAMETP =8 MM)

b) BeIpe3anue aucka ¢ momouibo nepdoparopa

B) skcrpakmus JIHK u3 nucka B 50 M1 aroninonHoT0 Oydhepa

I') nocranoBka mynbTuruiekcHoi [1L[P ¢ BHyTpeHHUM KOHTpOJIEM aMILTU(UKAIIIH

J1) onienka Ct BHyTpEeHHET0 KOHTPOJISI — IPH CBUTE >2 IIUKIJIOB 00pasel] Opakyercs

[1K-16

Pacnonoxwure 3tans! BeinonHeHus [11P-ananusa B peaabHOM BpeMeHH Ui KOJIMYECTBEHHOTO
ONpeIEeTCHUs] BUPYCHOW HATPY3KH:

A) nocranoBka peakunu (no6asnenue JJHK/PHK B cMmech ¢ mpaiiMmepamu 1 30H1aM1)

b) BrIeIeHHE HYKIIEMHOBBIX KUCIIOT U3 00pasia

B) ammuduxanus B npudope ¢ peructparueil (iayopecieHIny Ha KX/ IOM [TUKIIe

I') noctpoeHune cTaHIapTHON KPUBOM O pa3Be/IeHUsIM KOHTPOJILHOTO 00pasia

J1) pacuér KoHIeHTpaluK BUpyca 1o Ct-3HaueHHIO U BblJlaya pe3ysbTaTa

Pacnonoxxure 3Tamsl IIPsAMOT0 aBTOMATHYCCKOI'0 CCKBECHUPOBAHUA 110 CaHrepy:




A) INLP-ammmdukanms meaeBoro yqactka ¢ GJIaHKHPYIOIUMHU TpaiiMepamMu
b) cekBenupytomias peakius ¢ meueHsIMH dANTP

B) xanuispHslii anekTpodopes u noiydyeHue 3J1eKTpodoperpaMmmbl

') ananu3 xauecTBa anekTpodoperpammel (Q-score, MUKH, IIyM)

J1) onpenenenre HyKJICOTHAHOM MOCIEI0OBATEIbHOCTH U BBISIBJICHUE MYyTallUU

Pacnionosxure stansl BeinogHeHuss MLPA 11t BBISIBJICHUSI MUKPOJIEIICIIHIA:

A) nenarypanus JJHK u ruGpuau3zanus ¢ Habopom 30H70B (110 2 Ha 9K30H)

b) nurupoBanue ruOpUIN30BaHHBIX 30HI0B

B) ammnduxarus TMrupoBaHHBIX MPOJAYKTOB C YHUBEPCAIbHBIMU MpaiiMepamMu
') paznenenue MpoAYKTOB KaMJUIIPHBIM 3J1eKTpodope3om

J1) cpaBHEeHMeE mIomael MUKOB ¢ KOHTPOJIBHBIM 00pa3IioM U pacdEéT OTHOUICHHM

Pacnionosxure stamnsl npotokosia NGS (0T 6MOIMOTEKH 10 BBIpAaBHUBAHUS):
A) dparmenTanus JJHK mo 200-300 .1.

b) nurupoBanue ajantepoB U UHACKCOB K )parMeHTaM

B) ammndukanus 6ubinmoTeku u KOHTPOIIb KadectBa (Bioanalyzer)

I') cekBennpoBanue Ha miatdopme (Illumina) ¢ momyuenuem FASTQ

J1) BoipaBHMBaHME yTeHUH Ha pedepeHcHblii reHoM (BWA)

Pacnonoxkure sTansl ucciaenoBanus KapuoTumna ¢ G-OKpalimBaHuEeM:

A) KyJIbTUBUPOBAaHUE TUM(POIUTOB C PUTOreMarritOTHHUHOM (72 1)

b) nobGaBrienne KoIXuIMHA JJIsI OCTAHOBKH MUTO3a B MeTadaze

B) runoronnyeckast 00paboTka u GpuKcanus KJIeTok

') HaHeceHUe CyCTIeH3UH Ha CTeKI0, 00padoTKa TPUIICMHOM U OKpatnBaHue ['umsa
J1) ananu3 meradas 1o MUKpPOCKOIIOM U onucanue kapuotuna no ISCN

Pacnionoxure stans! BeinonHenus FISH-ananmsa ¢ neHTpoMepHbIMH 30H1aMU:

A) moaroroBka cyxux MeTada3HbIX/UHTEp(a3HBIX MPEnapaToB Ha CTEKIIE

b) nenarypanus npenapata npu 75°C

B) ruGpunuzanus ¢ 305AamMu B TeueHue Houu mpu 37°C

I') noctrubpuauszanonssie OTMbIBKH B SSC-0ydepe 11 yaaieHus HeCBsA3aHHbIX 30H/0B
J1) noacuér curuanoB B MUHUMYM S50 uHTEp(a3HbIX sJIpax

Pacnionoxure stanel nuHTEpIIpeTaniuu pe3yapratoB array-CGH u hopMynupoBKy 3aKTIOUEHUS:

A) 00paboTKa NaHHBIX JIOT-OTHOIICHHUS JIJIS BBISBICHUS yYacTKOB ¢ moTepet (<-0,3) win ayriukanueit
(>0,3)

b) cpaBaenne CNV ¢ 6azamu (ClinGen, ClinVar, DECIPHER)

B) onenka pasmepa, conepxaHus THOB M YaCTOTHI B monyJisiiuu (gnomAD)




I') kmaccudukanus Bapuanta mo ACMG (matorennas, VUS, noOpokauecTBEHHAs )
J1) bopmynrpoBKka 3aKIFOUEHUs C YKa3aHUEM JIOKAIIUH, TUTIA U KIIMHUYECKON 3HAYUMOCTH

Pacnonoxwure sransl Beiesnennss PHK u nmocranoBku OT-TILP a1t olieHKH 3KCIIpeccHu TE€HOB:
A) nTU3UC KJIETOK B ryaHuIuH-THOoIManaTHOM Oydepe (TriReagent)

b) ouncrka PHK Ha xoyioHKax M OIleHKa 1IeJTIOCTHOCTH Ha arapo3HOM rejie

B) oOpartHas TpaHCKPUIILIKS CO CITyYailHBIMU TpaiiMepamu U onuro-dT

I') mposeaenue real-time [P ¢ TagMan-30H1aMu Ha TeH-MUIIIEHD U pehepPEHCHBIN T'eH

J1) pacuér AACt n HoOpManu3aIys SKCIPECCUU K KOHTPOJIIO

Pacnionokure stanel ananuza noaumMopduzmoB metogom [TLP-TTPD:

A) ammumdukanus uaTepecyromero yyactka JJHK ¢ npaiimepamu

b) unky6anus [MIP-npoaykra co cnennduueckoil pecTpukTazoi

B) pa3nenenue pparMeHTOB B arapo3HOM Iejie ¥ BU3yallu3alus

I') mocTanoBKa KOHTPOJISI 0€3 peCTPUKTA3bI (sl OLIEHKH MOJTHOTHI aMITIU (PUKAITIN )

J1) uaTepnpeTanys reHoTUIA 1Mo pa3Mepy GpparMeHTOB (IMKUAN THII, TETEPO/TOMO3UTOTA)
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Pacrnionoskure 3Tanbl NpoBeICHNS HEOHATATILHOTO CKPUHUHTA (CyXHe MATHA KPOBH):

A) 3a00p KanWJUISIPHON KPOBU U3 MATKH HOBOPOKIEHHOTO

b) nanecenue karesiab KpoBH Ha GUIBTPOBAIBHYIO OyMary M BBICYIIMBAHUE

B) Beipe3zanue auckoB u sxkcrpakuus JHK

I') mynpTunnexcuas [P ¢ ManbiM 006EMOM peakIIMOHHOM cMecH (17151 9KOHOMUU 00pasia)
J1) aHanm3 ¢ MCMOJIb30BaHMEM BHYTPEHHETO KOHTPOJISI aMIUTU(UKAITIY JJIs1 KaXI0ro oopasia
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Pacnonoxure 3Tanbl HOATBEPKICHHS JUarHo3a MyKOBUCIM/103a (CKPUHUHT — CEKBEHHPOBAHUE):
A) ckpunusr Ha 30—40 gacteix myTtanuii B rene CFTR merogom TTLP-IT/IPD

b) npu oTpunatenbHOM pe3ynbTare — cekBeHupoBaHue Beex 3k30H0B CFTR meronom NGS

B) anHOTa1us BBISIBICHHBIX BAPUAHTOB € UCHOJb30BaHueM 0a3 naHHbIx CFTR

') BeIsIBIIEHHE IBYX MATOI'€HHBIX ajUlesiel B TPAHC-TI0JIOKEHUH — ITOATBEPKACHNE IarHo3a

J1) npu o6HapyxeHuu oHOro naroreHHoro + VUS — HanpaBiieHne Ha MOTOBBIN TeCT (XJIOpUJ 110Ta)
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Pacronosxure 3Tarsl NIPEeUMILTAHTAIIMOHHOTO reHeTuueckoro TectupoBanus (PGT-A):

A) 6uornicust 5—10 kIeTOK TPOPIKTOAEPMBI U3 OJIACTOIMCTHI

b) ammnduxanms Bcero renoma (WGA) U3 e IMHUYHBIX KIETOK

B) npoenennie aCGH nunu NGS ¢ HU3KUM NOKpPBITHEM TSI TOACUETA YMCIIa KON

I') pacu€T COOTHOIIEHNS CUTHATIOB JJIS1 KX /10H XPOMOCOMBI

J1) BbIIaua 3akiItoueHus: SYIUION, aHEYIUION I, Mo3auKa (C yKa3aHHeM IPOIEHTa aHOMAJIbHBIX KJIETOK)
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Pacnonoxwure stansl nocranoBku RT-IILP ¢ TagMan-3081amu [u1st AETEKIIMU MyTallUd B TE€HE
BRCAL:




A) Beigenenne PHK u3 o6pasia

b) cunte3 xk/IHK ¢ ucronp3oBanueM crieliu(uIecKux mpaiimMepon

B) mpuroroBnenue peaknmonnoit cmecu (kJIHK, mpaitmepst, 3010 FAM/BHQ1, monumepasa)
I') ammudukanus B pexume peanbHoro Bpemenu (95°C — 10 muH, 3aTtem 45 1IUKIOB)

J1) ananu3 kpuBbIX HapacTaHus u cpaBHeHre Ct ¢ KOHTPOJIBHBIMH 00pa3liaMu
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Pacrnionokure stanbl audPepeHInpoBKH HCTUHHOTO MO3anII3Ma OT apTedaKkTa npu
KapHOTHITMPOBAHUU:

A) obHapykeHHe aHOMaJIbHOTO KJIOHA B 2—3 MeTada3zax

b) aHanu3 BTOpoil HE3aBUCUMOM KYJIbTYpPBI U3 TOTO ke 00pasia

B) npu noBTopennn anomanuu — nposenenrne FISH na uarepdaszupix sapax (200-300 kiaeTox)
I') pacuét nporenTa aHOMaIbHBIX KIETOK (>10% — 3HAUMMBIIl MO3aHIIU3M)

J1) hopmynrpoBKa 3aKIIOYEHHS C YKa3aHUEM JIOJIM MO3auIM3Ma
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Pacnionosxure stamnsl pazpadotku COII qnst HUIIT (HemHBa3WBHOTO MpeHATANIbHOTO TECTA):
A) m1a3aMupoBaHUe KPOBU U LEHTPUPYTUPOBAHUE JJIsl IOJYyUEHUS TU1a3Mbl

b) Beinenenne BHeknerounor JIHK (cfDNA) u3 mma3msl

B) noaroroBka OMOIMOTEKH ¢ aanTepamMu, HHICKCAMU M aMITTU(UKAIIAS

I') koHTpOJIb KayecTBa OMOMIMOTEKH Ha OnoaHam3aTope (muk 150-200 m.H.)

J1) cexBeHnpoBanue u pacu€r Z-kod¢pduimento st xpomocom 13, 18, 21
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Pacnonoxure 3Tansl BBINOJHEHHS BbIcOKOpaspematomiero G-6suaunra (=500 nosoc):
A) CHHXpOHHU3aLUs KYJIbTYPbl METOTPEKCATOM JJI OCTAHOBKH B S-(paze

b) no6asnenune BrdU s ycunenust paspenienus

B) xynbTuBHpoBaHue ¢ puTOreMarriroTHHUHOM (72 1) 1 OCTaHOBKA KOJIXUIIMHOM

') Gonee nuTenbHOE TPUIICUHU3UPOBAHKE /TS TTOJTyYEHHsI TOHKHMX T0JIOC

J1) onucanue kapuoTHIa ¢ ykasaHHeM ypoBHs paspeuieHus (Harnpumep, 550 bphs)
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Pacnonoxwure stans! Banuganuu npaitmepos uis [TLIP-tecta Ha Tpombopunmio (dpakrop V Leiden,
MPOTPOMOUH):

A) in silico-ananu3 cneuuduunoctu npaitmepon (BLAST)

b) TectupoBanue Ha nanenu u3 20 nonoxkurtenbHbIX U 20 orpunarensHbix JJHK-06pasios

B) ouenka s pexTrBHOCTH amiundukanuu (zomyctumo 90—110%)

I') pacuér npenena o6napyxenus (LOD) Ha cepun pa3zsenenuii 1o 1:10

J1) npoBepka OTCYTCTBUS HECTIEIM(PHUECKUX MPOITYKTOB Ha arapo3HOM reie
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Pacnionosxxute stansr opopmitenns 3axmoueHus o NGS npu BeissBiennn VUS (BapuanTa
HEU3BECTHOT'O 3HAYEHU):
A) yKka3zaHue CUMBOJIa FeHa, TPAHCKPUITA, HYKJICOTHIHOM 1 aMUHOKHUCIIOTHON 3aMEHBI




b) omucanue kayecTBa cCeKBeHUPOBaHUsI (TIIyOHHa, TIOKpBITHE, Q-SCOre)

B) npucsoenue knaccupukanuu no ACMG (VUS)

') mosicnenue, 4TO KIMHUYECKOE 3HAUCHHUE B HACTOSIIEE BPEMsl HE YCTAHOBIICHO
J1) pekoMeH1a1ysi KOHCYJIbTAlluU TeHETHKA U CEMEHHON cerperanun
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Pacrnionoskure 3Tansl HccaeA0BaHUs XPOMOCOMHBIX MIEPECTPOEK y POIUTENICH TPU IPUBBIYHOM
HEBBIHAIIMBAHUU:

A) 3a00p BEHO3HOI KPOBH (5 MJI B T€ITapUHOBOM IPOOUPKE)

b) xynpTHBHpOBaHUE TUM(POLUTOB C PUTOTEMATTIIIOTUHUHOM (72 1)

B) nobGaBrieHne KoIXuIMHa, TUIIOTOHUYECKass 00padoTKa U UKcarus

I') npuroroBieHre XpOMOCOMHBIX MpenaparoB U G-0HAMHT

J1) ananu3 30 meradas y Kaxa0ro poauTens ¢ MOMCKOM cOaJaHCUPOBAHHBIX TPAHCIOKAIIUT
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Pacrniosioskure 3Tanbl CKpUHUHTA T€TEPO3UTOTHOTO HOocuTeNbeTBa MyTauuii SMN1 (crimHanbHas
MBIIICYHAass aTpous):

A) nocranoska mynbTuIuiekcHoH 1P ¢ npaiimepamu Ha 3x30H 7 SMN1 1 koHTposbHbINA reH SMN2
b) dbparmenTHBIN aHANKU3 POILYKTOB JUIs pacuéra cooTHOMEHUs muKoB SMN1/SMN2

B) unteprnperanus: otHouenue <0,7 — HOCUTEIBCTBO

I') nonTBepxkaenue nenennu s5k3oHa 7 SMN1 B ciyuae comuutenbHoro pesynbrata (MLPA)

/1) Bbaua 3aKIIF0OYEHUS C YKa3aHUEM pHUCKa J1J1s HoToMcTBa (25% Ipu IByX HOCUTENSX) U
pekoMeHaluei obcaenoBath napTHEpa

[K-17

Pacnionoxure atansl BHyTpriiabopaTopHoi Banuaanuu metoga NGS 11 coMaTHUeCKUX MyTallui:
A) tectupoBanue Ha 10 oOpa3nax ¢ u3BeCTHbIMU MyTanusMu (paznoil VAF ot 5 1o 50%)

b) onenka npenena AeTeKIUU Ha CEpUU pa3BEICHUN

B) pacuér uwyBctBUTeNnbHOCTH (>95% nipu VAF 5%) u cnenuduunoctu (>99%)

I') ouenka nosropsiemoctu (CV <5% npu 5-KpaTHOM IMOBTOPEHUN )

J1) yTBepiKJieHHe POTOKOJIAa U BHECEHHE B IepeUeHb BAJIMINPOBAHHBIX METOIOB

Pacnionokure nociaen0BaTeNbHOCTh AIEUCTBUN IPU OLIEHKE KIIMHUYECKON HH(POPMATUBHOCTH
norpaHuyHoro pesyasrara IIP:

A) IOBTOPHBIN aHANIU3 U3 TOTO ke o0pa3ia

b) cpaBaenue Ct-3HaueHuil ¢ IMHAMHUKOM CUMIITOMOB IAllMEHTA

B) mpoBeneHmne NOMOHUTENBHOTO TecTa (HampuMep, ¢ APYyror Mmapou mpaiMepoB)

I') Ha3Ha4YeHME MOBTOPHOIO UCCIIEN0BAaHUS Yepe3 2—4 Helenu

) bopmynrpoBka B 3aKIIOUEHUH «IIOTPAHUYHBIN pe3ysbTaT, peKOMEHAYETCS KIMHUYECKast
KOPPETSLUS»

Pacnonioxkure atansl ucnonb3zoBaHus 0a3bl faHHbIX ClinVar npu nHTEpIpeTanuu MyTaum:




A) mouck Bapuanrta 1o rs-Homepy wim HGVS-o603nauennro

b) onenka cratyca («maToreHHbIN, «100pOKaueCTBEHHBIN, «KOH(DIUKTYIOLTHI)

B) mpoBepka, ecth in momeTka «reviewed by expert panel»

') cpaBHeHHE 3asBJICHHOTO (DEHOTHUIIA C KITMHUYECKOW KapTUHOW NalrueHTa

J1) ucnionib3oBanMe 4acToTh! ayens u3 gnomAD 11 noaTBepskaeHus Kiaccuukanuu

Pacnionoxure atansl Basnganuu npaiimepos s I[P ¢ ya€érom SNPs B caliTax cBsi3pIBaHMS:

A) in silico-nouck u3BecTHbiXx SNPs B paiione npaiimepa (NCBI primer-BLAST, dbSNP)

b) npu nanuuuu SNP Ha 3'-KoHIIE — IPOEKTUPOBAHUE ANBTEPHATUBHOTO MpaiMepa Uiu
JIEreHepUPOBAHHON CMECH

B) tectupoBanue Ha 0Opa3iax reTepo3uroTHeIX Hocuteneir SNP

I') ouenka cumxkenus 3pdexruBHoctu amruinduranuu (casur Ct)

J1) ykazaHue B 3aKJIIOYEHUH BO3MOXKHOTO PHCKA JIOKHOOTPHUIIATEIBHOTO Pe3yiibTaTa Yy MalueHTOB C
STUM MOTUMOPPUZMOM

Pacnosnoxure mocienoBaTeaIbHOCTh ONPEASICHHs KIMHUYeCKo# 3HauuMocT CNV, He OmucaHHOTO B
0a3ax JaHHBIX:

A) aHanu3 pa3Mepa, KOJIMYECTBA T€HOB M HAJIMUMSI T€HOB-JIpaiiBEpOB

b) ouenka yactotsl B nonyssituu (gnomAD-Sv)

B) nouck ony0nMKoBaHHBIX aHAJOTUYHBIX caydaeB uepe3 PubMed

I') ucnione3oBanue 6nonHpopmarnueckux npenackasareneit (Exomiser, CADD)

J1) npucBoenue craryca «VUS ¢ HEOCTaTKOM JAHHBIX» U peKOMEHJAIMs 00C/IeJOBaHNs pOIUTENEH

Pacnonoxure 3Tansl OLIEHKU MpeaHaTUTUYeCKON Bapualiy pyU XpaHEeHUH OMONTAaTOB IS
LIUTOTEHETUKHU:

A) KyJIbTHBHPOBAaHHUE OIHOTO 00pasa ¢ 3a7epxkoit 2, 6, 12, 24, 48 4 nocie 3abopa

b) u3mepenne MUTOTUYECKOTO MHIEKCA JIJISI KKI0M BPEMEHHOM TOUKU

B) noacuér uncna npuroHsIx Merada3 1 4aCTOThl XPOMOCOMHBIX Pa3phIBOB

I') ycraHoBII€HHE AOMYCTUMOrO JIMMHUTA XpaHEHUs (Harpumep, He 6osee 12 1)

J1) BHecenue nmumuta B COIT u 6pakoBka 00pa3lioB ¢ NPEBbILIEHHEM BpeMEHU

Pacnonokure nmocnen0BaTeNbHOCTh AEUCTBUN NTpU NosTyueHuu pe3yiabTata NGS ¢ HU3KoU TiryOuHOM
HPOYTEHHUS:

A) 6710KUpPOBKa aHaIM3a U OTMETKA «HEA0CTaTOYHOE MOKpbITHE» B LIS

b) npoBenenne noBTopHOro odorameHus: ONOIMOTEKH HITH IOCEKBEHUPOBAaHHE

B) npoBepka nocTikeHns moporoBoit riryouns! (=30 ams sx30Ma)

') npu HEBO3MOKHOCTH — O(hOPMIIEHUE pe3yIbTaTa C IOMETKON «OrpaHUUYEHHOE TOKPBITHEY

J1) ucxiroueHmne BapuaHTOB B PETHOHAX C HU3KOW JIOCTOBEPHOCTHIO U3 3aKitoueHus (Tpedyercst CoHrep-




MTOATBEPIK/ICHUE)

Pacrionoskure 3Tarbl OleHKH COATaHCUPOBAHHOCTH XPOMOCOMHOM aHOMAJIUU C UCIIOJIb30BaHUEM 0a3
JTAHHBIX:

A) ompenienieHHe THTIA aHOMAJIMH 110 KaPHOTUNTY (TPAHCIIOKAILNS, UHBEPCHUS, ACTCIUs, TYTUTAKAIIHS )
b) mpoBepka uncna konuii (cOaTaHCHpOBaHHASI — 0€3 U3MEHEHUS JT03bI TEHOB)

B) nouck 8 DECIPHER/ClinGen aHajioru4HBIX ciy4aeB ¢ (QeHOTHIIAMH

') onieHKa KIIMHUYECKOTO MPOTHO3a (HecOaJIaHCHPOBAaHHbBIE — BBICOKUI PUCK IIOPOKOB)

J1) ykazanue Tumna v mporHo3a B 3aKII0YCHUH

Pacnonoxwure nocienoBaTesibHOCTh Basinaaunu Meroga MLPA 111 MUKpOJ€IEIUOHHBIX CHHAPOMOB:
A) TecTHpoBaHME MUHUMYM 5 00pa3IoB ¢ U3BECTHOM Jieennel ieJIeBoro CuHapoma

b) rectupoBanue 5 310poBbIX 00pa3LIoB

B) npoBenenne 3 HE3aBUCHMBIX SKCIIEPUMEHTOB JUIS KaXKI0T0 00pasia

I') pacuér cpeiHero OTHOIIEHUS TMKOB U CTaHAAPTHOTO OTKIOHEHHUS

J1) onpezenenne MUHUMAJIBLHOTO pa3Mepa AeIeluH, JeTeKTHPYEMOro ¢ HaaéKHOCThI0 >95%
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Pacmonoxure 3Tanbl OLIEHKU BIMSHUS BO3pAcTa OTIA HA YaCTOTY HOBBIX MYTAIMi IIPH WHTEPIPETAILINN
IK30Ma:

A) pacuét koimuecTBa de NOVO BApUAHTOB (HE MEPEIaHHBIX OT POIUTEIICH)

B) cpaBHeHue ¢ okumacMbiM (POHOBBIM YpOBHEM 15 Bo3pacTa otiia (<40 net — ~70 de novo, >40 —
~100)

B) npu nipeBBIICHUH CPETHETO — OTMETKA B 3aKJIFOUSHUH «ITOBBINICHHOE YHCIIO de nOVO BapuaHTOBY
I') yrouHeHue, 4TO 9TO HE 3aMEHSET OLIEHKY MAaTOT€HHOCTH Ka)KIO0r0 BapHaHTa

J1) coxpaHeHue TaHHBIX B CTATUCTUKE JJA00PATOPUH JIJIST PETPOCIIEKTHBHOTO aHAIH3a
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Pacnonoxkure stansl npumeHeHus pekomenaaunii ACMG/AMP s knaccudukanuyu MyTanui npu
Banuaaunu NGS:

A) ompeneneHue Trra BapuaHTa (MUCCEHC, HOHCEHC, CIUIAaCUHTOBBIN U T.J.)

b) npumenenue cootBeTcTByromux kpurepues (PVS1, PS1, PM2, PP3, BA1, BS1, BP4 u ap.)

B) npucBoenue kateropun (IaToreHHbIH, BEposTHO naToreHHsli, VUS, 1oOpokauecTBEHHBIN)

I') cozpanue nanenu u3 10 MmyTanuii ¢ U3BECTHOM KaTeropuei JUist MpOBEPKH alropuT™Ma

J1) o6cyxieHne HeoJHO3HAUHBIX CIIy4aeB Ha MOJIEKYJISIPHOM KOHCUIIMYyMe ¢ ucnoib3oBanueM ClinGen
VCEP

12

Pacrnionokure 3Tansl noucka (eHOTUNMUYECKON HHPOPMALIMK O PEAKON XPOMOCOMHOM aHOMAaJIUU B
UHTEPHET-UCTOYHUKAX:

A) BBOJ ITUTOTEHETUUECKOM JToKanuu uin HazBanus rena B DECIPHER

b) nouck ananornyHsix ciaydaeB ¢ penorunamu B ClinVar u OMIM




B) ucnonszoBanne UCSC Genome Browser i BU3yanu3aluyu reHHOTO COCTaBa peruoHa
I') mouck mybnukanuii B PubMed mo k1t04eBbIM T€HaM B PETHOHE
J1) c6op naHHbIX U HOpMUPOBAHKE PE3IOME IJIs 3aKIIOUEHUS
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Pacrnionosxure 1ocienoBaTeabHOCTh pacu€Ta KpUTUYECKON pa3HULBL 11 KosnyecTBeHHOM [TIP
(BUpyCHas Harpy3Ka):

A) cOop naHHBIX OBTOPHBIX U3MEPEHUI oHOro oOpa3ua (MuHUMYM 10 pa3) B TeueHue mecsia
b) pacuér koapdunuenrta Bapuauu (CV) merona

B) Bbrunciienue kpuTuieckout pasuuiipl = 2,77 x CV

I') cpaBHEeHHE U3MEHEHUH B AMHAMUKE Y MAIIMEHTa C 3TUM 3HaYCHHEM

J1) npy peBBIICHUH — MHTEPIPETAHs Kak JOCTOBEPHOE U3MEHEHHE, IPU MEHBIIEM — KaK
AHAIUTUYECKUH IIyM
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Pacnionosxxure sTansl Bauaanuu HOBOro quardoctudeckoro [TIP-Tecta (moaHbIi MUK):
A) npoBeaenue ananutuyeckort Banuaanuu (LOD, nuHeitHOCTh, TOYHOCTB)

b) xnmuHnyeckas Banuaanys Ha NaHEeJIU NAUEHTOB C U3BECTHBIM JUarH030M

B) pacuér nuarnoctTuueckoi 4yBCTBUTEIHHOCTHU U ClIeUU(PUIHOCTH

I') cpaBHenue ¢ pedeperHcabM MeTo1oM (kappa-koaddurment)

J1) yTBepkaeHue TecTa il pyTHHHOTO MCIOJIb30BAaHUSl U BHECEHHE B MIPEHCKYpPaHT
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Pacnionosxure sTansl OLEHKHU BIMSHUA remMoiin3a Ha pe3ynbraTsl [TILP:

A) u3MepeHue UHIeKca reMoJIn3a Ha ClIeKTpodoToMeTpe

b) nocranoska I[P ¢ BHyTpeHHHUM KOHTPOJIBHBIM I'€HOM (Harpumep, B-rio0uH)

B) cpaBHenue Ct KOHTPOJIBHOIO reHa ¢ 00pasioM 6e3 reMosn3a

I') npu casure Ct >2 nukioB — OpakoBka oOpasia

J1) npu ucnonb3oBaHUM 00pasiia ¢ TeMOJIM30M — YKa3aHUE OTPaHMUYCHHS B 3aKIIOYEHUU
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Pacnonokure nocienoBaTeNbHOCTh UCTIOIb30BaHUSI HH(POPMALIMOHHBIX CUCTEM IS OTCIEKUBAHUS
KpuTndeckux pasnnuuii Mexay FISH u kapuotunuposanuem:

A) oObenvHeHne pe3ynbTaToB M0 €AUHOMY MJIeHTU(UKaTOpy nanuenTta B LIS

b) aBromarnyeckoe cpaBHeHHE pe3ynbTaToB (Hanpumep, FISH — tpucomus 21, kapuoTun — Mo3anka)
B) renepanus npeaynpekaeHus 0 pacxXokKJI€HUH B CUCTEME

') pyuHOl peTPOCIEKTUBHBIN aHAIN3 3aBEAYIOIINM J1abopaTopueit

J1) Ipu cHUCTEMHBIX PACXOXKICHHIX — KOPPEKTUPOBKA JUArHOCTUYECKUX aJITOPUTMOB

17

Pacnonoxxure 3Tanbl OLIEHKH OMOIOTHYECKOM BapHalluy JUIsl MOJIEKYJIIPHO-TEHETUYECKOT 0 TeCTa:

A) B3siTHE 00pa3IOB Y OJTHOTO 3JI0POBOTO T0OPOBOJIBIIA B pa3Hbie 1HU (MUHUMYM 10 pa3)

b) aHanu3 pe3ynpTaToB B OJMHAKOBBIX JJAOOPATOPHBIX YCIOBUAX

B) pacuér BuyrpunsuBuayanbHoi (CV<sub>w</sub>) u mexxunnusunyanproii (CV<sub>g</sub>)




BapUalUU
I') cpaBHEHUE ¢ aHATUTUYECKON Bapualuen MeToa

J1) pacuér uHaeKca UHIUBUIYATbHOCTH U YCTAaHOBIIEHUE pe(epPEHTHBIX HHTEPBAJIOB C YUETOM
BapHaluu
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Pacrionoxute Tansl BaIMIalMA aBTOMAaTHIeCKON Kitaccudukanuu mytanuid mo ACMG:
A) 3arpy3ka B mporpaMmy TeCTOBOM manenu u3 30 MmyTanuii ¢ U3BECTHOM KaTeropuen

b) aBromarnueckoe npumenenue 28 kpurepueB ACMG Kk KaXJI0My BapHaHTy

B) cpaBHeHHE aBTOMATUUYECKON KaTETOPUH C ATAJIOHHOW (BpyYHYIO Bepu(pUIIHPOBAHHON)
I') mpu pacxoxnenuu >5% — HacCTpoiiKa BECOB KPUTEPHUEB U MOBTOPHAS BAIM AU

J1) yTBepx)AeHNE aIrOpUTMA JIJIsl PYTHHHOTO MCIIOJIb30BAHUS
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Pacrnionoskure 3Tamnsl pacyéTa KpUTHUECKON pasHUILIBI AJisi ypoBHs skcrpeccuu rena (OT-ITLP):
A) nposenenue 10 moBTopHbIX H3MepeHuit AACt ogHoro odpasima B pa3sHble THH

b) pacuér crangaptHoro otkiaonenus (SD) mist 5TuX usmMepeHuit

B) Beruncnenne ko3 dunmenra Bapuamun CV = (SD / cpennee) x 100%

I') pacuét kputnyeckoit pazuuisl = 2,77 x CV

J1) cpaBHEHME U3MEHEHHH SKCIIPECCHH B IMHAMUKE NAIIMEHTAa C OJYyYEHHBIM IOPOTrOM
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Pacrnionosxure 3Tansl BHyTpHIIa0OpaTOPHO BaIUAAlMU TECTa HA HOCUTENbCTBO MyTanuii SMN1:
A) tectupoBanue 20 00pa3IoB ¢ U3BECTHBIM CTaTycoM HOcHTEIbCTBA (10 momokuTenpHbIX, 10
OTPHIIATEJIBHBIX )

b) pacuér uwyBcTBUTENBHOCTH U cnierpuuHOCcTH (0kuaaercst 100%)

B) onienka nmoBTopsieMocTH (5-KpaTHOE MOBTOpeHHE 3 00pas3ioB) — nomyctumslii CV <5%

I') onpenenenune nmoporooro orHomeHuss SMN1/SMN2 st pa3abix konuentparuit JJTHK

J1) yTBepikJieHHe POTOKOJIa U BHECEHHE B MIEpeUeHb BAJTUAMPOBAHHBIX UCCIIEIOBAHUII




