i v HOYY [INO «YYEGHBLIU LIEHTP MO HENPEPbIBHOMY
‘ MEOWLUMAHCKOMY U ®PAPMALEEBTUYECKOMY OBPA30BAHUIO»
[ Y L VIHH 7726485414, KNM 772601001, OTPH 1127799027212
nononnnTENEHore 17218, Mocksa, yn. KpxuxaHosckoro, .17, kopr.2 N
npooeccuoHanbHoro Ten./dakc: +7(499)124-45-49, +7(916) 859-77-22, E-mail: info@nmfo.ru

OBPA3OBAHWUA» www.nmfo.ru Nuensua N2036136 ot 27 anpena 2015 1.

JomoaHuTebHasA NpogeccuoHaIbHAsA
INPOI'PAMMA

noevlUleHUA K66UZM(ﬁMKClZ/;Mu

«/HTEepNpeTanusa pe3yJbTaTOB reHETHYeCKUX
HCCJIeT0BAHUM Y 00JIbHBIX C HACTEACTBEHHBIMH
3200JJ¢BAHUSIMHU)

Ilpoepamma npedycmampusaem nosvluieHue YpPOB8HI NOOSOMOBKU 6pavell Nno
uHmepnpemayuu 2eHemuyeckKux 3aKuoueHutl OONbHbIX ¢ HACAeOCMBEHHbIMU
OOe3HAMU.

Karteropus caymareJein: Bpauu 1o crnenuaibHocTIM «Hespomorus»,
«I'eHeTnkay.

IIpoxo/xuTe IbHOCTH 00yUeHusi: 36 4acoB.
®opma o0y4yeHHsI: OYHAS.

Ilo umoeam obyuenus vioaemcs yoocmosepenue nosbleHUU K8AIUpUKayuu.

COJEPKAHUE YUYEBHOU MTPOI'PAMMBbBI
Teopus

1. BBeneHue B CHHAPOMOJIOTHIO.
Mecto CHHIOPOMOJIOTMM B KIMHUYECKOM MeauuuHe. byner naHo
ompe/ielieHue TMOHSATUN CHUHIPOM, CEKBEHIMS, Ae(EKT TOoJid pa3BUTHUA,
HEOOXOAMMOCTb pa3lieJieHUus] UX MpU IOCTAaHOBKE auarHoza. Kareropuu
BPOX/JICHHBIX AHOMAJMW PA3BUTHUA U MX KIMHUYECKOE 3HaueHue. Maibie
AHOMAJIMM PA3BUTHS: TEPMUHOJIOTHS, KIMHUYECKOE 3HAUEHHUE.

2. HopMmanpHas cTpykTypa reHoma uesnoBeka. KoinuecTBo M pa3smepbl FE€HOB.
CocTaB MEXI€HHBIX YYaCTKOB U UX BO3MOKHbIE PyHKIMU. CTpyKTypa reHa
U ee pazHooOpasue. DKCIpeccus, aJbTePHATUBHBIN CIUIAMCHHT, MOHSTHE
TpaHckpunTa. DyHKIIMOHANbHAA 3HAYMMOCTh PA3JUYHBIX YYAaCTKOB IEHA.
IIepBuyHas U BTOpUYHAS TLIEUOTPOIIUS
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10.

Knaccuduxanus HacneacTBeHHbIX u3MeHennit Ha ypoBHe JIHK. 'enomurie,
XpOMOCOMHBIE M  TEHHble MyTauuu. Macmrabbl  €CTeCTBEHHOTO
MOMYJISILIMOHHOTO TeHETUYECKOTo pa3zHooOpasus. [laToreHHsie myTtanuu.
HocurenbcTBO MaTOreHHBIX MyTallMil U T€HETUYECKUU Ipy3. Hematorennsie
U PYHKIIMOHAIBHO 3HAYMMbIE TTOTUMOP(DU3MBI.

Mytanun de novo, TOHaAHBIM M COMATUYECKUU Mo3aulu3M. MaciraObl
comatnyeckux wu3MeHeHnit [HK B HopmMe H T1IpU OHKOJOTMYECKUX
3a0oneBaHusAx. YacToTa BOZHUKHOBEHUSI MyTaluii de novo. Ctatyc de novo
KaK OJINH U3 KPUTEPUEB MOATBEPKACHUS Kay3aTUBHOCTH MYyTallAM.
Knaccudukarnus myranuii mo xapaxkTepy BJIHUSHHS Ha CHHTE3, CTPYKTYDY,
¢ynkmuio PHK u OenkoBbIX mnpoaykToB. MyTamnuu, NOpUBOASIINE K
HApyIICHUIO CHUHTE3a IMOJIHOpa3MepHoro Oeika. MmucceHc-MyTaluu.
CuHOHMMUYHBIE 3aMeHbl. MyTaluu B palilOHE CAlTOB CIUIANCHUHIA.
[IposiBiieHHE MyTalUn: MEXaHHU3MBbI JTOMUHHUPOBAHMSL.
["annoHe10cTaTOYHOCTh U JOMUHAHTHO-HETATUBHBIN MEXaHHU3M
nomuHupoBanus. [{o30Bbiit 3¢ dekr. JJoMHUHAHTHOE MPOSBIEHUE MYTalUH,
IPUBOSIIMX K 3aMEHAM aMUHOKHUCIIOT U K HAPYLIEHUIO CUHTE3a OerKa.
Knaccudukanus metonoB BeisiBieHus myTtauuii Ha ypoBHe JIHK. Metobl
NGS: cekBeHHpOBaHME TI€HOMA, 5K30Ma, TapreTHbIX IaHEJIed TEeHOB.
XpOMOCOMHBIN MUKpOMaTpuyHblil aHain3. CexkBeHupoBaHue o CaHrepy.
Meton MLPA pgnis aHanu3a BHYTPUTEHHBIX JEJENUA W AYIUIMKALUH.
Meroapl aHanu3a JUIMHBI TPUHYKIECOTUAHBIX MOBTOPOB. [lonreepxaaronme
Y UCKJIIOYAIOIIHNE METO/IBI.

[IpeumyiecTBa U orpanudeHusi MetojIoB Ha ocHoBe NGS. CoBpemeHHbIE
OPUHLUIBI CeKBeHUpoBaHusA. OmmOKkM Merona: apTe(akThl CHUKBEHCA H
apredaktel cOopku. @DyHIaMEHTANbHBIE U YCJIOBHBIE OTrpaHUYEHUSA
METOJOB.

HNHrepniperaniisi  pe3yiabTaTOB  MOJIEKYJISIPHO-TEHETUYECKOTrO  aHaln3a.
Knaccudukanms wmyraumii no mnaroreHHoctd. [lomynsiumoHHbIE U
KIINHUYECKHE 0a3bl JAHHBIX. DBOJIFOMOHHBIN KOHCEpPBAaTU3M
AMUHOKHCJIOTHBIX ~ TIO3UIIMH  OCNKOB W  alITOPUTMBI  MPEACKa3aHUs
IIaTOIr€HHOCTH 3aMEH.

BapuanTtel ¢ HEONpEeaeNCHHOW KIMHUYECKOM 3HAYMMOCTBIO. [IpruunHbI
NPUCBOEHUS BapuaHTaM Takoro ctaryca. (CrnocoObl manbHenien
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11.

12.
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YCTAHOBJIEHUS ~ MATOT€HHOCTM M KAay3aTMBHOCTM  BAapUaHTOB  C
HEOIIPEAECIEHHON 3HAYNMOCTBIO.

XpOMOCOMHBIE aHOMAJWHU: KJIacCU(UKAIUS, PaCIpPOCTPAHEHHOCTh W
KJIMHUYECKOE 3HAUYCHUE.

Yucnoseie u CTPYKTYpHBIE XPOMOCOMHBIE IIEPECTPONKH.
COanaHcupoBaHHbIE W HecOAJTaHCHPOBAHHBIE XPOMOCOMHBIE AaHOMAJIHH.
Mukponenenun W MUKpoaymuMkanud.  [loaumMopdHble  BapUaHTHI.
HuddepennpanbHoe  OKpallliBaHUE  XpPOMOCOM W HOMEHKIJATypa.
Knuanueckoe 3HaueHune cOaTaHCHUPOBAHHBIX M HECOATAHCHPOBAHHBIX
XPOMOCOMHBIX aHOMAJIUH.

[IpenmyniecTBa U OrpaHUYCHUSI XPOMOCOMHOTO MUKPOMATPUYHOTO aHAIU3a
(XMA).

byner npaHa cpaBHUTENbHAs XapaKTEPUCTHKA METOJOB OMNPEACICHUS
XpOMOCOMHBIX aHoMayinii. [Ipunuun wmeroga XMA. Otiauuue oOT
CPAaBHUTEIIBHOM T€HOMHOM TUOpUIU3ALINH. Jlmarnoctuyeckas
3¢ (GEKTUBHOCTh U OTPAHUYEHHUS METO/IA.

Murepnperanuss  pesynpratoB XMA. Knaccuduxammss CNV - mo

naTOTeHHOCTH. [lomynsanuoHHbIe U KIMHUYECKHE 0a3bl MaHHBIX. Bapuaruun
YHCJIa KOITAW C HEOTPEICICHHON KIIMHUYECKON 3HAYMMOCTBIO.

14.0Onucanne ¢deHoTuna Kak o00si3aTeIbHOE YCIOBUE [UIsl YCTAHOBIICHUS

15

npuuuHbl 3a0oneBaHusi. OHTosorus (eHoTUNa 4YeloBeka. PexomeHmanuu
npodeccuoHanbHbIX coodiiecTB. DopMalii30BaHHbIE  KJIACCUPUKATOPHI
(EeHOTUNMYECKUX MPU3HAKOB.

.OCOOEHHOCTH TE€HETHYECKOr0 KOHCYJIbTHPOBaHUS MO pe3yibraraMm NGS u

XMA. T'eHeTHyecKOoe KOHCYJbTUPOBAHUE IPU BBIABICHUH BEPOSITHO
IIATOIEHHBIX M BapUMaHTaXx C HEWU3BECTHOW KIMHUYECKOM 3HAYUMOCTBIO.
Omnpenenenue Npor1o3a ¥ TOHAHBIM MO3AULIU3M.

IIpakTuka

Pabota c knaccudpukaropamu GEHOTUITUYECKUX MPU3HAKOB.

Breibop Tecta mepBoil JIMHMM, WM Kak CAeNaTh MEPBBIA IIar Ha MyTH K
JNarHo3y.

Pa6ora ¢ nmabopaTopubiMu 3akimoueHussMu: NGS.

Pabora ¢ naboparopHbIiMU 3akitoueHUIMUA: XMA.
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5. NHureprnperaiusi OTpUIIATENIbHBIX PE3YJIbTaTOB MOJEKYISPHO-T€HETHUECKUX

VICCIICIOBAHUM.
6. IloaTrBepkmarome METOAbI
JMar’Hosa.

O6CJ'ICI[OBEIHH$I Hn TII0CTaHOBKa HTOI'OBOI'O



