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@OH/ OIEHOYHBIX CPEACTB IO IUCHUIUIMHE «JlaboparopHas reHeTHKa» pa3paboTaH B
cooTrBeTcTBUM ¢ DepepalbHBIMU TOCYIapCTBEHHBIMU TPEOOBAHUSAMH K CTPYKTYpe Mporpamm
IIOATOTOBKA HAYYHBIX M HAy4YHO-NIEJArOTMYECKUX KaJIpoB B aCIHUPAHType, YCIOBUAM HX
peanu3alyM, CpokKaM OCBOCHMsI 3THX IPOrpaMM C Y4Y€TOM pasiuyHbIX (GopM oOyuyeHus,
00pa30BaTeNbHbIX TEXHOJOIMM M OCOOEHHOCTEH OTHEIbHBIX KAaTErOpuil acIUpaHTOB,
YTBEP)KICHHBIMM NpUKa3oM MuHuctepcTBa oOpa3oBanus U Hayku Poccuiickoit denepauun ot
20 oxTs0ps 2021 1. Ne 951.

Hudopmanus o pazpaborunkax POC:

025(0) JOJDKHOCTh yd. 3BaHUE y4. CTEIICHb
bazapubiii Bnagumup I'maBHbIM HayuHbI | Ipodeccop JI.M.H.
Buxkroposuu COTPYJIHUK OTJIENa

0o0LIEN TATOJIOTUHA

IMHNJT

@DOoHJ OLEHOYHBIX CPEACTB pelEeH3UpOoBaH MpodeccopoM Kadeapbl MUKPOOHUOIOTHH,
Bupycosioruu, ummyHosiorun  ®I'bOY BO YI'MY Munszapasa Poccun, a.M.H., mpodeccopom
E.C. BopommnianHoH.

@DOH/ OLICHOUHBIX CPEJICTB 00CYX/IEH U 0JI00pEH Ha 3aceAaHnu Kadeapbl KITMHUIECKOH
nabopaTtopHoi n1uarHoctuku u 6aktepuosniorun 28.01.2022 nata (mpotokos Ne 2)

@DOH/T OLIEHOYHBIX CPEJICTB OOCYKIEH U 000PEH METOUYECKONH KOMUCCHEH ClielnanbHOCTEN
acriupanTypsl 02 despans 2022 rona (mpotokosa Ne 3)



1. Komnpuxarop no nucuuniuHe

Junaktuyeckas Kontpommpyemsie 3YH, HanpaBieHHbIe HA (HOPMUPOBAHNE KOMIIETEHITUN
eqununa (JE) 3HaHus Vmenus Haspiku
1 2 3 4
JIE 1. Beenenue B | 3ajaun MEAUIIMHCKOM Knunuko- [IpocrniekTuBHOE U
TCHETHUKY. TeHETUKH. 3HaUeHue reHearorn4ecKuit PETPOCIIEKTUBHOE
HacneacTBEHHOCTh | T€HETUKU JJIsi MEIUIIUHBIL. METO/, dTaIlbI KOHCYJIbTUPOBAHHE.
Y TIaTOJIOTHSI. Opranuzanus MeauKo- POBECHMUS, ['enetnyeckuit puck,
Cemuortuka TEHETHYECKOH CITy>KOBI B OCHOBHBIE MTOHSTHUSA: CTEIIEHU PUCKA.
HaCJIeICTBEHHOU Poccun. YpoBau pOaOCIIOBHAs, Meroauka coopa
[1aTOJIOTUH. opranusanuu MI'K. npob6aHy, JereHa IeHEAIOrM4EeCKON
Menuxko- Knaccudukanus POJIOCTIOBHOM, uH(pOpMaIiY, aHATTU3
T€HETUYECKOE HACJICICTBEHHOM MAaTOJOTUU. | YCIOBHBIE MEIHUIMHCKON
KOHCYJIbTUpOBaHUE | MyTaruu - Kak 0003HAYEHHUS. JOKYMEHTAIUH,
(MT'K) ATHOJIOTUYECKHE (PaKTOPHI. BO3MO>KHbIE OLTHMOKH.
DKoreHeTHYecKue 60JIe3HU U
00JIe3HH C HACIIECTBEHHBIM
MPEIPACTIONOKECHUEM.
HacnencrBeHHOCTD 1
naToreHe3, reHeTUYECKHA
KOHTPOJIb MaTOJOTHYECKUX
MIPOILIECCOB.
HacnencrseHHocTs 1
KIIMHUYECKasi KapTHHa,
pa3HoO0Opa3ue MposIBICHUI
HaCJIEeICTBEHHBIX
3a00JI€BaHUH.
JE 2. OO1m1as xapakTepuCcTHKa CoznaTh anroputm AHanu3 reHoMa 4enoBeKa
MoHoreHHbIE MOHOT'€HHOW MaTOJIOTHH, JTIHarHOCTHUKHA
HacCJEeICTBEHHBIE pacupoCTpaHEHHBIE U PEKUE | HACIEICTBEHHOIO
0OJIe3HH. dbopmbl. O61IIFIE BOTPOCHI 3a00JeBaHUA
Knunuueckue ATUOJIOTHH U MaTOreHe3a
aCMEeKThl U3YYCHUSI | MOHOTEHHBIX 3a00JICBaHUH,
r€HOMa Y€JIOBEKA. | THIbI FTEHHBIX MYyTalluH,
pazHO0Opa3zue ux
MPOSIBIICHUS Ha
KIIMHUYECKOM,
OMOXUMHUYECKOM,
MOJIEKYJIIPHO-TEHETUYECKOM
ypOBHAX. DPEKTHl aHTe- U
MTOCTHATAJIBHOW peain3alun
JIEMCTBUSI MyTareHHBIX T'€HOB.
JE 3. I'emeTnueckmne acIeKThI Ormenka [TpuHIMIIBI AMATHOCUUKH
Knaccudukanus, pocTa U pa3BUTHS IUIOJA. BBIPAXXEHHOCTH BPOXKJIEHHBIX
KIIMHAYECKHUE 1 Bposxnennbie mopoku XPOMOCOMHOTO XPOMOCOMHBIX OOJIE3HEH.
LUTOTC€HETUYECKUE | pa3BUTHUSA (ITHOJIOTHUS, nucbananca, ['eHonuarnocTuka B
0COOEHHOCTH MaToTeHe3, KJacCu(pUKaIus). | KOJIWYECTBEHHON OHKOT€MAaTOJIOTHH.
XPOMOCOMHBIX CUHAPOMBI MHOKECTBEHHBIX | BOBJICYEHHOCTH 3Y- U
0ose3Hel. BPOKICHHBIX IOPOKOB reTepoxpoMaTuHa

Bpoxnennsie

pa3BuTHs. BpoKeHHbIE




MTOPOKHU Pa3BUTHSL.

AHOMAJTHH (CUPUHTOMUEITHS,
CHUHJpOM ApHOJbAA -
Kuapwu). O6mas
XapaKTePUCTHKA, MECTO
XPOMOCOMHOM MaTOJIOTHH B
CTPYKTYypE HaCIIeJICTBEHHBIX
Oone3Hen. ITHOJIOrHS U
[IUTOTEHETHKA XPOMOCOMHBIX
OoJie3He, KiaccuuKarms,
MIOJIN- ¥ AaHCYIUTOUIUS,
YACTUYHBIC TPUCOMHUH U
MOHOCOMHUH, IOJIHBIE U
MO3auyHbIe (POPMBI.
[Tarorenes XpOMOCOMHBIX
0oe3HEN.

JE 4.
HacnencrBennnie
0oJie3Hn 0OMeHa,
COBpEMEHHas
KJIaCCU(UKALIUS,
XapaKTePUCTHKA,
cXema rmaToreHesa.

[Tomumopu3M KIMHHYECKUX
dbopM HaclIeICTBEHHBIX
3a00JI€BaHUI C HApYILIEHUEM
oOMeHa: yrIeBOJHOTO
(60e3HU HAKOTUICHUS
[JIMKOT€HA, TalaKTO3eMUs );
OTJICTbHBIX AMHUHOKHCIIOT
(penunnkeronypus,
JICHITUHO3,
TOMOITUCTHHYPHUS );
OpPTaHWYECKUX KUCIIOT
(amkanToHypHsl); OKUCICHHS
YKUPHBIX KHCIIOT U
MUTOXOHJIPHAIEHOTO
oOMeHa; MeTaboIM3Ma
noppupuHOB (ocTpas
nepeMesKaroascs
nophupus), CTEPOUIHBIX
TOPMOHOB
(ampeHOreHUTaIbHBIN
CUHJIPOM); SPUTPOHA
(reMOJTUTUYECKHE aHEMUH );
MeTalsoB (0ONe3Hb
Bunbcona-Konosamnoga) u nip.
JIuzoco-ManbHbIe O0JIE3HU
HakoruieHus (6one3ns [omre).
Jlununossl {cemeiinas
THIIEPXOJIECTEPOIIEMHUS,
C(UHTOIUMHII03HI,
nenkogucTpodum).

HeonaransHeIi
CKPUHHHT: 11ETIb,
MEXIyHapPOIHbIC
KPUTEPHUH, ITAITbI
MIPOBE/ICHMUS,
AITOPUTMBI
IMAarHOCTUKH

OCHOBHBIE METOIBI
HEOHATAJIbHOrO
CKPUHHHTA

HE 5.
MeTtonasl
nabopaTopHOU
TE€HETUKU

ITpsimast u kocBenHas JTHK-
muarnoctuka. ITHP u ee
Mo (UKaIIH, HEKOTOPBIS
METO/Ibl aHAJIN3a ITPOTYKTOB
[LIP. brioT-ruGpuau3arms.
CekBEHUPOBAHUE TIO

CoBpeMeHHbIE

METO/IbI UCCIIEIOBAHUS
XPOMOCOM:
(broopecrieHTHAs
rudpuIr3anms insitu
(FISH),
CpaBHUTEIbHAS

[TonTBepxnaromas
OMOXMMHUYECKast
JIMarHOCTHKA: Ta30Bast
xpomarorpadus (I'X)
BBICOKOA((DEKTUBHAS
JKHJIKOCTHASI

xpomarorpadus (BOXKX),




Cenrepy. TexHonorus T€HOMHast TaHJEMHas mMacc-

METOJIOB CEKBEHUPOBAHUS rubpuamzamus (CGH). | cniekrpomerpus (TMC),
HoBoTO TokoseHus (NGS - W3MEpPEHHE aKTUBHOCTHU
NextGenerationSequencing).

2.TecToBbIE 3a1aHUA

TEHETUYECKAS [TACIIOPTU3ALIMA — OTO (IE 1):

A. pacuugppoexa nebonvuioii yacmu 2eHOMa KOHKPEMHO20 4el06eKa

b. pacmm¢poBka Bcero reHoMa KOHKPETHOTO YEIOBEKa;

B. BHeceHUe B acoOPT YeJIOBEKA PA3IMYHBIX TCHETUYCCKUX JAHHBIX;

. BHECEHHE B MMACTIOPT YEJIOBEKA PA3JIMYHBIX (DEHOTUITHYECKUX PU3HAKOB
J. pacumdpoBka reHOMa BCETO YeJI0BEYECTBA

UTO TAKOE UHBEPCUHA (/IE 1):

A: OBOPOTHI YYacTKa XpomMocombl Ha 180 rpagycos
b: ynBoenue yuactka XpoMOCOMBI

B: nonumionansa

I': mepeHoc yacTu XpOMOCOMBI Ha JIPYTO€ IIIEUO

[P  TIOBTOPHBIX CIIOHTAHHBIX ABOPTAX HA PAHHUX CPOKAX
BEPEMEHHOCTU U B CJIVYASIX MEPTBOPOXJEHUI B AHAMHE3E
LIUTOIEHETUYECKUI AHAJIN3 HASHAYAETCS (JIE2)

A. odoum cynpyram

b. BceM poacTBeHHUKaM

B. myxy
I'. xene

VKAXUTE ITPABUJILHBIN KAPUOTHUII CUHIAPOMA ITATAY (/E 3),
A. 47,XY,+13

b. 46, XV, +15

B. 47, XV, +3

I'.46, XV, +9

OTMETb, KAKHWE W3 TIEPEUUCJIEHHBIX 3ABOJIEBAHUU CBS3AHBI C
HAPYIIEHWEM UYUCIJIA TIOJIOBBIX XPOMOCOM:

A. cungpom JlayHa

b. cunapom Kaaitngenbrepa.

B. cunnpowm Ilatay

MVYKOBUCHUAO3 HACJIEAYETCA (JE 4):
A. 10 JTOMUHAHTHOMY THITY

b. mo peneccuBHOMYy THITY

B. no ayrocomHo-penecCHBHOMY THILY

B OCHOBE AHAJIM3A C UCIOJb30BAHUEM IIOJIMMEPA3HON LEITHOM PEAKIH
NCTIOJIB3YETCHA (JE 5):

A.Konuposanue cneyuguueckux yuacmrog moJieKy/ivl HyK1euHo60u Kuciomul
b.ITonumepuzaius MoJeKy

B.Paznuynas CKOpOCTh IBUKEHHUS MOJIEKYII




I'.B3aumoeiicTBrEe MEK ]y AHTUT€HOM U aHTUTEIIOM
JI.BenuumnHa 3apsia MOJIEKYJIbI OeKa

KAKOE BEIIECTBO ITPUMEHAIOT JJIA PA3SPYILIEHMA BEPETEHA AEJIEHUA U
OCTAHOBKMU KJIETOYHOI'O AEJIEHUA HA CTAAWNA META®A3 I1PU ITPOBEJIEHUI
HUTOTEHETUYECKOI'O UCCJIEAOBAHUWA (/IE 5)?

A — ¢puTOreMarriIrOTHHUH

b- cpena Urna

B — xoJaxuuuH

I' - crpentomMuIiuu

MeToauKka ONEHHBAHHMA: KOHTPOJb IO MPOBEPKE IMOJyYaeMbIX ACHUPAHTAMH 3HAHHUU
npoBoAnTcsS B (popMme TecTOBOTO KOHTpOis. TecroBeie 3amanusi (HOPMUPYIOTCS CIIyYaliHBIM
oOpazoMm M3 OaHKa TecTOB. Bxonmsmuii Tect orneHuBaercs B Oamrax (ot 1 go 5 OammoB) B
COOTBETCTBUU C KOJUYECTBOM TPABUILHBIX OTBETOB.

IIpumepbl cUTYallHOHHBIX 32124

B criBOopoTke KpoBH OepeMEHHOW >KEHIIMHBI pe3Ko CHMKEHO conepkanue ADII, torma kax
YPOBEHb XOPUOHUYECKOI0 T'OHAIOTPONMHA NOBbIIEH. CenaiTe NpeaBapuTEIbHOE 3aKII0YEHNE
0 BO3MOYXHOMU ITaTOJIOTUH IUIOAA.

Ortser: 6011e3Hb [layHa

B MeaMko-reHeTHYecKyro KOHCYJIbTAallUI0 00paTHach CEMbs B CBSI3U C POXKJIEHHEM peOeHKa ¢
MHOXECTBEHHBIMH BPOXKJICHHBIMU MOPOKaMH pa3BuTHs. [Ipu mpoBeneHNN MUTOTEHETHYECKOTO
ucclieloBaHus peOeHKa - MallbuMka, 2-X JIeT, BO BceX KJeTKax oOHapyxeHa aumHss 13
xpomocoma. KakoBo OyneT Baiie 3akitoueHue?

OtsBer: 47,XVY 13+

B Menuko-reHeTHyeckOol KOHCYNbTallUM Ha OOCIEIOBaHMM HAXOAWTCS JieBouka, 13 7er,
MaJICHbKOTO POCTa, C KPBUIOBUAHBIMHU CKJIQJKaMHU Ha I€€, OTCYTCTBHEM BTOPUYHBIX MOJIOBBIX
npu3HakoB. [Ipy mpoBeeHUN LUTOr€HETHYECKOro uccienoBaHus B 60% KiIeTOK oOHapyX eHO
OTCYTCTBHE OIHOM M3 X XpomocoM. Bare 3akintouenue?

Ortser: kapuotun 45,X0/46,XX (60%:40%) - MoHOCOMHUS IO X XpOMOCOMe, Mo3an4Has (hopma

B Menuko-reHeTHdyecKO KOHCYNbTallUM Ha OOCIEeOBaHMM HAXOIUTCS JeBouka, 17 ner,
BBICOKOIO pOCTa, C OONBIIMMU KHUCTSAMU UM CTONaMH, OTCYTCTBHEM MEHCTpYyalluH,
IICUXOCEKCYalIbHOE TOBeAeHue - keHckoe. Ilo pesympraram VY3M - amnasus matku. Ilpum
MPOBEJICHUH [TUTOr€HETUYECKOT0 UCCIEOBAHMS - KAPUOTHUI MYKCKOM. Batie 3akntouenue?
Otser: kapuotun 46, XV - TecTukymnsapHas peMuHU3AIMS

Meroauka ouenuBaHus: CUTyallMOHHBIE 3aJa4d TNPHUMEHSIOTCA JUIA TEKYIIEro KOHTPOJIA
3HaHui. OleHKa 3a peleHne 3a/1a4u cTaBuTes B Oamiax (ot 3 1o 5 0anioB) B COOTBETCTBUH CO
CIIEYIOIUMHU KPUTEPHUSIMH. 5 OAJUIOB - OTBET HA BOIPOCHI 33/1a4u JaH MpaBuibHO. OObsICHEHNE
xoa e€ pemeHUss TOApoOHOe, MOocieloBaTeIbHOE, TIPAMOTHOE, C TEOPETHYECKHUMHU
000CHOBaHUSAMHU (B TOM YHUCIJIE€ U3 JIEKLIMOHHOIO Kypca); OTBEThl Ha JIOMOJHUTEIbHbBIE BOIPOCHI
BepHbIe, uéTkue. 4 Oayuia - OTBET Ha BOINPOCHI 33Ja4M JaH NpaBuUiIbHO. OOBsACHEHHE Xoaa e
pelieHuss MoapoOHOe, HO HEAOCTAaTOYHO JIOTMYHOE, C €IMHUYHBIMU OIIMOKaMH B JETalsX,
HEKOTOPHIMU 3aTPYJHEHUSAMU B TEOPETHMYECKOM OOOCHOBAHUH (B TOM YHCIE U3 JIEKIIMOHHOTO
MaTepuaia); OTBEThl Ha JIOMOJHUTEIbHBIE BOIPOCH] BEPHbIE, HO HEIOCTATOYHO 4Y€TKHe. 3 Oaa -
OTBETHI Ha BOMPOCHI 3aJaud JaHbl MpaBWIbHO. OOBICHEHHE XO0/a €€ PEUIeHUs HeI0CTaTOYHO



MOJTHOE, HETOCNIe0BATebHOE, ¢ OIIMOKaMH, CIa0bIM TEOPETHYECKHM OOOCHOBaHHEM (B TOM
YHUClIe JICKIIMOHHBIM MAaTepUajoM); OTBETHl Ha JIOMOJHHUTEIBHBIC BOMPOCH HEIOCTATOYHO
4yeTKue, ¢ omuOKkaMu B Aetansx. OIeHKa «HEYIOBICTBOPUTEIBHO»: OTBETHI HAa BOIPOCHI 3aa9l
JaHbl HenpaBwiIbHO. OOBSICHEHHE XoJa €€ pelleHUs JAaHO HEMOJIHOE, HEMOCNIeI0BaTeIbHOE, C
rpyObIMU OMIMOKaMH, O€3 TEOPETUIECKOT0 0OOCHOBAHMS; OTBETHI HA JOIMOIHUTEIBHBIE BOIPOCHI
HEIpaBUJIbHBIE (OTCYTCTBYIOT).

4. BOl'[pOCLI JJIA aTTeCTAlMH 110 JUCHUIIJINHE

1.3navuenue MEIUIMHCKON TeHETUKH JJIS1 METUIIMHBL.

2.0pranu3zanus MeIUKO-TeHETUUECKON CIy»KObl B Poccum.

3. Kiaccudukanus HacIeICTBEHHOW MAaTONOTUH. MyTaluu - KaK ITHOJIOTHYECKHE (DaKTOpHI.
4.HacnencTBEeHHOCTh U MATOTEHE3, TeHETUYECKHI KOHTPOJIb MATOJIOTMYECKUX MPOILIECCOB.

5. OOmiasgs xapakTepuCTUKAa MOHOI'€HHOW IATOJIOTUH, PAaCIpOCTPAHEHHbIE U peAKue (OpPMBI.
6.00mue BOMPOCHI ATHOJOTUU W TMATOT€HE3a MOHOTEHHBIX 3a00JeBaHMl, THUIBI TEHHBIX
MyTal¥id, pa3HOOOpa3ue MX MPOSBICHUS HA KIMHHUYECKOM, OMOXMMHYECKOM, MOJIEKYISPHO-
TeHETUYECKOM YPOBHSIX.

7. TI'eHermyeckue acmeKkTbl POCTa M pa3BUTHUA IJI0JA. BpOXKJAEHHbIE MOPOKH Ppa3BUTHS
(3THOJIOTHS, TATOTEeHE3, KIacCHupUKaITUs).

8. CuHApPOMBI MHOXKECTBEHHBIX BPOKICHHBIX IOPOKOB pa3BUTHS. BpoXaeHHbIE aHOMAaIHUU
(cupuHTrOMUENHUS, CUHAPOM ApHomnbaa - Kuapn).

9.00mast xapakTepUCTHKA, MECTO XPOMOCOMHOW ITaTOJIOTHH B CTPYKTYpE HACIIEICTBEHHBIX
Oose3Hell. DTHONOTUS U IUTOTEHETHKAa XPOMOCOMHBIX OoOJie3HEH, KiaccupuKalus, MOIu- U
AHEYIJIOUIUSl, YACTUYHbIE TPUCOMUU U MOHOCOMMH, TIOJIHBIE U MO3anyYHbIe (POPMBI.
10.ITaTorenes XxpoOMOCOMHBIX OOJIE3HEH.

11.TTonmumopdpu3M KIMHUYECKUX (POpPM HACIEACTBEHHBIX 3a00JI€BaHUN C HapyIIEHHEM OOMEHa:
yriIeBOAHOTro (OOJIE3HM HAKOIUIEHUS TIJIMKOTEHA, TalaKTO3eMHsl); OTAEIbHBIX aMHHOKHCIIOT
(penunKeTOHYpHS, JTCHITMHO3, TOMOLIUCTUHYPHS).

12.JIuzocomanvHpie  Oone3Hu HakoruieHus (Oone3nr [ome). Jlunmumossl  {cemeiiHas
TUIEPXOJIECTEPOSIEMUS], COUHTOIUITUI03bL, TEUKOJUCTPOPUN).

13. TIpsmas u xocBenHas JIHK-muarnoctuka. ITIP u ee momudukanmuu, HEKOTOpPbIE METOJBI
ananm3a npoayktoB [1L[P. bror-rubpuauzarms.

14. Texnonorus METO/I0B CEKBCHUPOBAHUS HOBOT'O IIOKOJICHUS (NGS -
NextGenerationSequencing).

15. IIpuHUunsl  MOJEKYISPHO-TEHETHUYECKUX  (MOJEKYISAPHO-OMOJIOTMYECKUX)  METO/I0B
uccieoBaHusl. 3Hau€HUe B IMarHOCTHUKE HACJIEICTBEHHBIX M OHKOJIOTMYECKHUX 3a00JIeBaHUI.



