MunncrepeTBo 31paBooxpaneHus XabapoBCKOTo Kpas
KpaeBoe rocymapctBenHoe 6ro/pKeTHOE 00pa3oBaTenbHOe YIpekaeHHe JOMOIHUTEIBHOTO
poecCHOHAIBEHOr0 00pa3oBaHUs
«MHCTUTVYT MOBBIIIEHUA KBAJIMOUKAILIUHN CITEITUAJIMCTOB 3JIPABOOXPAHEHMI»
(KTBOY JIITO WIIKC3)
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JONOJHHUTEJBHASA ITPOPECCUOHAJIBHAS ITPOI'PAMMA
MMOBBIINEHUS KBAJIM®OUKAIIUA MOAYJIS

KIIMHUKO-JJABOPATOPHASI JTUATHOCTHUKA ITATOJIOT'UUA 'EHOB

CriermanbHOCTh OCHOBHAs — «JlabopaTopHas reHeTHKa»
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1. OBLIAS XAPAKTEPUCTHUKA IMTPOT'PAMMBI
JlonmomHuTenbHAsT TpodecCHoHallbHAs MporpaMMa pa3padoTaHa COIJIACHO TpeOOBaHU
npoeCCHOHATIBHBIX CTAHAAPTOB U COOTBETCTBYIOLIETO (heAepajbHOrO roCyIapcTBEHHOTO 0Opa-
3oBarenbHOro cranjgapra (OI'OC) Beiciiero obpa3zoBaHus K pe3yibTaTaM OCBOCHHs 0Opa3oBa-
TENBHBIX MPOTPaMM, TPOBOIUTCS C YYETOM YPOBHS MOJIYYE€HHOTO paHee oOpa3oBaHUs U TpeOo-
BaHUH 3aKka3uynka — MUHHUCTEpCTBA 3/IpaBoOXpaHeHus: Xa0apoBCKOTo Kpasi.
ConepxaHue IporpaMMbl COOTBETCTBYET TPEOOBAHUAM CIIEIYIOIUX JOKYMEHTOB:

1. ®enepanphbiii 3ak0H oT 29.12.2012 1. Ne 273-D3 «O06 obpazoBanuu B Poccuiickoit dDe-
JepaLum».

2. @enepanbhblil 3ak0oH 0T 21.11.2011 Ne 323-03 «O06 ocHOBaX OXpaHbI 3JI0POBbs TPaKIaH
PDy.

3. Ilpuka3z Munobpuayku Poccuu ot 01.07.2013 Ne 499 (pen. ot 15.11.2013) «O06 yTtBep-
KACHUU NOpSAJKAa OpraHU3alMM U OCYIIECTBIEHUS 00pa30BaTEIbHOW JEATEIBHOCTH 110
JOTIOTHUTEIbHBIM MPO(ECCHOHATIBHBIM ITPOTPAMMAaM).

4. Tlpuka3 Munzapasa ot 08.10.2015 Ne 7071 «O6 yrBepxnennu KpamudukamoHHBIX Tpe-
0OBaHMI K MEIUIIMHCKUM U (apMalleBTUYECKHUM PaOOTHUKAM C BBICIIUM 00pa30BaHUEM
10 HAIIPABJICHUIO MOATOTOBKH «3/IpaBOOXPAHEHUE M METUITUTHCKUE HAYKH.

5. Ilpodeccuonanpubiii crangapt «CHenuanucT B 00JaCTH KIMHUYECKOW J1abopaTOpHOM
JMATHOCTHKW», YTBEPIKICHHBIN MPUKa30M MHUHHCTEPCTBA TPy/Aa U COMUATBHON 3aIUTHI
P® Ne 1451 ot 14 mapta 2018 1.

6. Ilpodeccronanbublii cranmapT «Bpau-reHeTHk», yTBEpXKICHHBIA MpHUKa3oM MuHHCTEp-
cTBa TpyAaa u couuanbHOM 3amuThl Poccuiickoit ®enepaumn Ne 142 H ot
11.03.11.03.2019.

7. Tlpuka3z Muno6pnayku Poccum ot 25.08.2014 N 1050 "O6 ytBepxaeHuu QeneparbHOTO
roCy/1apCTBEHHOr0 00pa30BaTENbHOIO CTAaHAApPTa BBICILIErO OOpa30BaHUS IO CHELHalb-
Hoctu 31.08.06 «JlaboparopHas reHetuka (ypoBeHb MOATOTOBKH KaJpPOB BBICIICH KBa-
audukanun)".

8. Meroanueckue peKOMEeHIAIMK M0 pa3paboTKe OCHOBHBIX MPOGEeCCHOHATBHBIX 00pa3oBa-
TENBHBIX MPOrPaMM U JIOTOJTHUTENBHBIX MPOGECCHOHATBHBIX MPOrPaMM C YYETOM COOT-
BETCTBYIONIMX MPodecCcuoHanbHbIX cTanaapToB oT 22 suBaps 2015 r. Ne JIJI-1/058H.

9. TImucemo MunobOpHayku Poccun ot 21.04.2015 Ne BK-1015/06 «O HampaBieHUU METOIH-
YeCKMX PEKOMEHJAIMil MO pealu3aluy JOMOJHUTENBHBIX NPOQPECCHOHATBHBIX IPO-
rpamMmm».

10. IMucemo Muno6pHayku Poccun ot 22.04.2015 Ne BK-1030/06 «Metoandeckue peKOMeH-
JAlMH-Pa3bICHEHNS 110 Pa3pabOTKe JOMOIHUTENbHBIX MPO(ECCHOHAIBHBIX MPOrpaMM Ha
OCHOBE MPO(HECCHOHAIBHBIX CTAaHAAPTOBY.

AKTYaJIbHOCTD JONOJHUTEIbHON NPO¢ecCHOHATBHOI MPOrpaMMbl

I'ennrnle MyTalluu BCAYT K PAa3BUTHUIO MMATOJIOTMYCCKHUX W3MCHECHUH B opraHax M CUCTC-
Max, BBICOKOH cTereHH 3a00J1eBaeMOCTH, MHBAJIUIN3A1IUY, JIeTallbHOCTH. Bepudukanus 3aboe-
BaHHfI, BO3HHKAIOMIUX B PE3YJIBTATC IIATOJIOTHU I'€CHOB, UCIIOJIB3YA COBPEMCHHLIC JUATrHOCTHUYC-
CKHE BO3MOXHOCTH, HE00X0AUMA JJIsl PELICHHUs BOIPOCa O TAKTHKE TeparneBTUYECKOro BEACHNU,
MPOBEACHUA MEANKO-TCHECTUYCCKOI0O KOHCYJIBTHPOBAHUA CEMbHU, TMPECAYNPCKIACHUSA POKIACHUA
crOCOB B 3aBUCHMOCTH OT THIIA HAacJel0BaHUs FeHHOTo nedekra. LlenecooOpa3Ho cucremaTusu-
poBaTh JaHHLIC B o0JacTu JUArHOCTUKH, KIMHUYCCKUX HpOS[BJ'IeHI/II\/II 3360J’IeBaHI/If/'I, CBs3aHHBIX C
neeKTaMu TeHOB.

YyeOHbIH mI1aH IporpaMmbl BKITFOYACT COBPEMEHHBLIC CBEACHHA O KIIMHUYCCKUX ITPOSB-
JICHUAX, IPUUMHAX (POPMUPOBAHUS, TUATHOCTUYECKUX KPUTEPHSIX, METOax JabopaTopHOil aua-
THOCTHUKH I1aTOJIOI'U I'€HOB.

[To oxoOHUaHMM OCBOEHHUS MPOrpamMMbl OOYUAIOIIMKCS MOydaeT He0OXOAUMbIe 3HAHMS,
YMCHUSA U TPYAOBEIC }IefICTBHﬂ, COOTBCTCTBYIOIIIUEC HpO(i)eCCI/IOHaIII)HBIM CTaHdapTaM Bpayda re-
HETHK, Bpaya JJabopaTOPHOIO TeHETHKA.



CTpyKTypa mporpaMMBbl BKJIIOYAET 11€JIb, TNIAHUPYEMBbIEC Pe3yIbTaThl 00ydeHUs, YUeOHBIH
1aH, pabouyro IporpaMMy MOAYJIsSl, OpraHU3alMOHHO-TIEJarOTHYeCcCKue yciaoBus, (popmbl aTTe-
CTalliu, OIICHOYHBIC MaTepuanbl, y4eOHO-METOJMYECKOoe M WH(POpPMALHMOHHOE OOecreueHHE.
VY4eOHBbIi IaH OMpeeNiseT COCTaB U3Y4aeMbIX TE€M MOIYJS C YKa3aHHEM UX TPYIOEMKOCTH,
o0beMa, MoCIIeA0BaTeNbHOCTH, (POPMBI OpraHU3aluu Y4eOHOTo mpoiecca U (OpMbl aTTECTALINH.

Copep:xanue peann3yeMoil MporpaMMbl HalpaBiIeHO HA TOCTHXKEHUE IeJIe MporpaMMBbl,
IUIAHUPYEMBIX PE3YyJIbTaTOB €€ 0CBOeHHUs. [IporpaMMa nmocTpoeHa 1o MOAyJbHOMY MPUHIUIY U
coueTaeT TpaJuLIMOHHbIE 1 HMHHOBAIMOHHBIE METOAbI O0yUEHUSI.

Kaxnplii cioymarens obecriedeH JOCTYNOM K HH()OPMAIMOHHBIM pecypcaM Hay4HOM
OMOJIMOTEKH UHCTUTYTA U KaeIphl.

KouTpob 3a 3 PpeKTHBHOCTHIO 00YUYCHHSI BKITIOYAET B Ce0sI TECTUPOBAHUE.

1.1.lleab peaau3anuy NporpaMmbl — COBEPIICHCTBOBAHUE KOMIIETEHLIMI 110 BOIIPOCaM
JMAarHOCTUKU M NMpo(duiIakTUKe 3a00JIeBaHMiA, CBI3aHHBIX C MATOJOTHEH TEHOB B paMKax HMe-
IoLeics KBaNU(pUKAIUU 110 J1a00paTOPHOM reHEeTHKE, TeHETHKE.

O0ocHoBaHMe 1e/IeBOM ayauTOpUM - B MOBCEIHEBHON MPaKTUYECKON NEATEIbHOCTH
Bpaua JJabopaTOpHOro TeHEeTHKa, Bpaya reHeTHKa UMEIOTCS  OOpalleHus MalMeHToB, ceMel ma-
LUEHTOB C KJIMHUYECKUMHU HPOSBICHUSMHU MATOJIOTUH, TO3BOJISIOLIEH MPEANONIOKUTh HacIea-
CTBEHHOM Je(eKT reHOB. AHaIN3 MOJYYCHHBIX JaHHBIX, KOMOMHAIIMA U3MEHEHUN B OpraHax u
cucTeMax, OCOOCHHOCTH (PEHOTHIIA TO3BOJIAIOT CIECHUAIHUCTY 3al0J03PUTh TCHHYIO MPUPOIY
UMEIONICHCS TTATOJIOT MU, BBIOPATh ONTHMAIbHBIN (T€HETHYECKHUIT) METO/I MTOATBEPIKIAFOIICH -
arHOCTUKU. YCTAHOBJIEHHE NPUYHHBI (OPMHUPOBAHUS TEHETHYECKOTO Je(eKTa MO3BOJSIET
HA3HAYUTh TEPAIUIO (€CIU TaKoBas pa3pabdoTaHa), MIPOBECTU MEIUKO-TEHETUYECKOE KOHCYIbTH-
poBaHue, pa3paboTaTh WHAWBUIYAIBHBIA MOAXOM JUIS MPOQHIAKTHKH TTOBTOPHOTO POXKICHUS
[MALIMEHTOB C MOAOOHON NaTOJIOTUEN.

Kareropusi o0yuarommxcsi: Bpauu reHETUKH, Bpauu J1a00paTOPHbIE FEHETUKH.

YpoBeHb KBAJIU(UKAIUM B COOTBETCTBHH € MPO(HECCHOHATFHBIM CTaHAAPTOM — 8.

Tpynoemkocth odoyyenusi: 36 akana. yaco (0,25 mec)/36,0 3ET (1 akax. wac = 1 3ET).
Cpok ocBoeHHUsI TPOrpaMMbl 0OeCTIeunBaeT BOZMOXKHOCTh JOCTH)KEHHUS LN M PeUIeHHs 3a7ad
IIPOrpaMMBbl, a TaKKe BHIOPAHHBIM KOMIIETEHLIMSAM, 3asBJICHHBIM B IIpOrpaMMe.

dopma o0yueHusi: OyHas

HroroBasi arrecTanus: 3a4eT MpOBOAUTCS B (hopMe TeCTUPOBAHMUS.

1.2. INTAHUPYEMBIE PE3YJIbTATDBI

Peanusauus nporpaMMbl HANPaBJI€HA HA COBEPLICHCTBOBAHME CJIeAyIOIHUX npodec-
CHOHAJIbHBIX KOMIIETEHLIMH, BKJIIOYAIOIIMX I'0TOBHOCTb:

[IK - 1 nmpoBOauTh AMAarHOCTUKY BPOXKAEHHOTO (MJIM) HACJIEICTBEHHOTO 3a00JeBaHUS B
COOTBETCTBUM ¢ MeXayHapoIHOW CTaTUCTHUECKON KiIaccupuKaiuei 6one3Hen;

[IK - 2 nHa3HauaTh MaTOr€HETHYECKOE JICYCHHE M KOHTPOJIb €ro 3P(HEKTUBHOCTH U 0€3-
OIAaCHOCTH Y MallMEHTOB C BPOXK/IEHHBIMHU U (WJIN) HACJIECTBEHHBIMU 3a00JIEBaHUSIMY;

[TK — 3 nmpoBOIUTE MEANKO-TEHETUUECKOW KOHCYJIbTUPOBAHHE.



1.3. CooTBeTcTBHE KOMIIETEHIHUI 10 CENUATBHOCTH TPYAOBbIM (PYHKIMAM
Npo(ecCHOHAIBLHOIO CTAHAAPTA

HaumenoBanue
0000111eHHO TPYI0BOM

byHKIHH

Kon u HaumeHoBaHue Tpy10BOM
byHKIUHA

Kon
1 HauMEHOBaHUE KOMIIETEHIINU

Bpau j1a60paTOpHBIii reHEeTHK

A. JlnarHoctuka B HEIIX
YCTaHOBJICHUS U (WJIN)
YTOUHEHHUSI TUarHo3a
BPOXKJIEHHOTO (MJIN)
HACJIEACTBEHHOTO
3a00J1eBaHUs

A/01.8 [IpoBeneHue
HCCIIENOBAHUS U OLICHKA
MOJTy4EHHOTO Pe3yJIbTara

IIK - 1 npogodums Ouacnocmux)
BPONCOEHHO20 (UNU) HACAEOCMBEH
H020 3a00/1e8aHUsL 8 COOMBEMCMEUL
¢ Meoicoynapoonoii cmamucmuue:
cKotl Knaccughuxayueti 6onesmetl,
1IK — 3 nposooums meduxo-
2eHEeMUYECKOU KOHCYTbMUPOBAHUe

Bpau reneruk

A. Oxazanune
MEIULMHCKOMN ITOMOIIH
ManyeHTaMm 1o npoduiito
"MeauIHCKas
reHeruka'

A/01.8 JlnarnocTuka B LEIAX
YCTaHOBJICHUS U (WJIH)
YTOYHCHHSI TMArHO3a
BPOXKJICHHOTO (MJIH)
HACJICJICTBEHHOTO 3a00JIeBaHUS

A/02.8 Haznauenue
HaTOr€HEeTHYECKOTro JCUCHMS,
KOHTPOJIb €ro 3 (HEKTUBHOCTU U
0€30IacHOCTH y NAllUEHTOB C
BPOKJCHHBIMU U (WJIH)
HACJIe/ICTBEHHBIMU
3a00JIeBaHUAMU

AJ03.8 IIpoBeneHne MEAMKO-
FEHETUYECKOTO
KOHCYJbTUPOBAHUS TAI[IEHTOB C
BPOKJICHHBIMU U (WJIIH)
HAacJeACTBEHHBIMU
3a00JIEBaHUSIMH, UX
POJICTBEHHUKOB 1 TAIIMEHTOB U3
TPYIIT PUCKA, BBISIBIICHHBIX TIPU
CKpUHHHTE

IIK - 1 npogodums Ouacnocmux)
BPOJHCOCHHO20 (UNlU) HACAEOCMBEH
H020 3a0071e8aHUs 8 COOMBEMCMEUL
¢ Meoicoynapoonoii cmamucmuue;
cKoll Kiaccugpuxayueti 6onesHel,

IIK - 2 nazunauams namoeenemuues
cKoe JieueHue u KOHMpOib €20 3
Gexmusnocmu u bOezonachocmu )
NAYUEeHMO8 ¢ BPOACOCHHLIMU U (UTU
HACAe0CmMEeHHbIMU 3a001e8aAHUAMU,

1IK — 3 nposooume meduxo-
2EHEeMUYECKOl KOHCYTbMUPO8aHue




1.4. HpO(l)eCCI/IOHa.TIbHLIe KOMIIETEHIIMU, COBEPIICHCTBYEMBIC B PE3yJIbTaTC OCBOCHUSN I[HH B COOTBETCTBHHU C leO(l)eCCI/IOHaJ'[bHLIM CTaHAApPTOM

Buns! Tpynosoit
byHKIHH

[Mpodeccuonans-
HBIE KOMITCTCHIHH

TpynoBbie nelcTBUA
(IpaKTUYECKUNA OTBIT)

Heo0xonumele
YMEHUS

Heo0Oxoaumbie
3HAHUSA

A/01.8 Iuarnoctuka | I1K-1 1. Coop reneanoruueckoro | 1.OUEHHUTH MOTyUICHHBIC 1. TTopsmoK OKa3aHUs MEIULIMHCKOM OMOIIU
B TEJISX aHaMHe3a JAaHHBIE OCMOTpa, aHamHe3a, J1a0o- MAIUeHTaM C BPOXKIICHHBIMU ¥ (WJIHM) HACIIE/I-
yCTaHOBIICHHS ¥ (IIH) 2. OnpeneneHue  KIMHAYE- | PATOPHBIX WHCTPYMCHTAIBHBIX JIaH- CTBEHHBIMU 3a60J'IeBaHI/£$IMI/I }
YTOYHEHHS AMarHo3a CKUX, MHCTPYMEHTAJIbHBIX, | HBIX, ONWCHIBATH MX, HCHonb3ys | 2. CTaHIapThl NEpBATHOI CHIeLATH3HPOBAHHOM
BPOSKIEHHOTO (ITH) 1abopPaTOPHBIX MIPU3HAKOB, TEPMHHOIOTHIO OMHCAHNS BPOKICH- MEMKO-CaHUTAPHOH IOMOLLH, CIIEHANH3HPO-
[IATOTHOMOHHWYHBIX ~ HACIEJ- | HbIX aHOMAJIUH U IIOPOKOB Pa3BUTHUS BaHHOM, B TOM YHUCJI€ BHICOKOTEXHOJIOTUYHOMH,
HACIICACTBEHHOTO CTBEHHOH NaTOJIOTUU 2.Mcnonp30BaTh METOABI JMArHO- MEAUIMHCKOM MOMOILY HACEJICHUIO B cepe
3aboneBanns 3. OT0op manueHToB ¢ y4e- CTUKH C YYETOM IMPEATOoIaraeMoro OKa3aHUsl MEAULIMHCKOMN MOMOILN MalUEHTaM C
TOM KJIIMHUYECKUX, aHAM- CHUHJIpOMa BPOKJICHHBIMU U (UJTN) HACTIEACTBEHHBIMHU 3a-
HECTHUYCCKUX, HHCTPYMECH- 3.Ilonp30BaThcs ANTOPUTMOM yCTa- OoeBaHUSAMHU
TaJIbHBIX JaHHBIX IJIA IPOBE- HOBJICHHUS IIpEeABApUTECIIBHOTO JHa- 3. DTHosorus u NaTOr€HE3, MOJICKYJISIPHBIE OC-
ACHUS CIICHUATIM3UPOBAHHBIX THO3a, KJIMHHUYECKOIroO auar”Ho3a Hu HOBBI, HaTOMOp(bOJIOFI/IH, KIIMHUYECKas KapTH-
METOJIOB T€HETUYECKOU [Ha- 3aKJIIOYATEIBHOIO JUarHo3a Ha, KJIaccu(uKalus, TMarnocTuka u audde-
THOCTHKH, 4. BBIIBIATH KIMHUYECKUE CUMITTO- peHIMaTbHAs TUATHOCTHKA, OCOOCHHOCTH Te-
4. OneHka NOJYYEHHBIX JaH- | MbI M CHHIPOMBI Y ITAIIMEHTOB B IiE- YEHUS U UCXOJbl, TPUHIIUIBI JICUCHHUS
HbIX, pPCKOMCHAAIINU TTalluCH- JISIX YCTAHOBJICHUS U (I/IJ‘[I/I) YTOYHE- 4, OeHOTUITNYECKHE OCOOEHHOCTH HaCJICACTBCH-
Ty, MEJMKO-TEHETUIECKOe HUS IMarHo3a BPOXKACHHOTO U (WJIN) HOH NaTojoruu
KOHCYJTBTHPOBaHHE HACJIEJICTBEHHOTO 3a00JIeBaHNUs 5. IIpuHIMITBI TMATHOCTHKY HACIIEICTBEHHBIX
5. Okazanue KOHCYyNbTaTHB- | 5. JlaGopaTOpHbIE METOMBI HATHO- 3aboneBanuii
HOW MOMOIIA CTMKM [aTOJIOTMM TIeHOB, reHHbIX | 6. KnmHuueckue pekomeHaanmu (IpoOTOKOIBI
oJIMMOP(HU3MOB JIEYEHUS1) 110 BOTIPOCAM OKa3aHHS MEIUIIMHCKOH|
MTOMOIIIH TTAITUEHTaM C BPOXKJICHHBIMH U (WIIN)
HaCJIEACTBCHHBIMU 3a00JICBAaHUSIMU
7. MeToibl TUarHOCTUKY T€HHOU MaTOJIOTHU
AJ02.8 Haznauenwue IIK - 2 1.Ha3nauenne  nexapctBeH- | 1.Pa3pabaTeiBaTh 1oiaH maroreHeTH- | 1.MeToIbl MEAMKaAMEHTO3HOTO U HEMeIMKaMeH-
MaTOTEHETHYECKOTO HBIX TIPETapaToB, B TOM YUCJE | YECKOTO JICUESHUS TO3HOTO JIEUEHUS, METUIIMHCKHE TTOKa3aHUs H

JIEUEHHSI U KOHTPOITb €T
3 PEeKTUBHOCTH U
0€30I1acCHOCTH Y
MAIMEHTOB C
BPOKICHHBIMHU 1 (WITH)
HaCJIeICTBEHHBIMU
3200JIeBaHUSIMH

ophaHHBIX, MEITUIIMHCKAX W3-
Jennid W J1e4eOHOTO MUTaHHA
HalKueHTaM ¢ BPOXKICHHBIMHU U
(unu) HaclIeACTBEHHBIMH 3a-
OoeBaHUSIMH

2.0nenka 3¢QQeKTuBHOCTH H
0e30macHOCTH  MeIUKaMeH-

2.0Oprann3oBbIBaTh HaOII0IeHIE
MAIUEHTOB C BPOXKACHHBIMH U (WJIH)
HACJIEICTBEHHBIMU  3200JI€BaHMUSIMH,
MOJTYYaIOIINX MaTOreHETHYECKOe
JIeYeHue

3.0uenuBath 3P PeKTUBHOCTD U Oe3-
OMACHOCTh ~MEAMKaMEHTO3HOTO H

MEIUIIMHCKUE IPOTUBONOKA3aHUS K IPUMEHE-
HHUIO JIEKAPCTBEHHBIX MPENapaToB, MEIUIINH-
CKHMX W3JICTUH, Te4eOHOr0 MUTaHUS

2.MeTop! TPOPUIAKTUKY WA YCTPAHESHUS
OCJIOXKHEHHH JIeYeH U, TOOOYHBIX JEHCTBUM,
HEXeNaTeNbHbIX PeaklUuid, B TOM YUCIIE Cephe3-
HBIX ¥ HEIIPEIBUICHHBIX, BOSHUKIIIUX IPHU 00-




TO3HOTO M HEMEJUKaMEHTO3-
HOTO JIEYCHUS NALHCHTOB C
BPOKJACHHBIMU u (vm)
HaCJIeICTBEHHBIMU 3a00JeBa-
HUSAMH

HEMCIAUMKAMCHTO3HOI'O JICUHCHUS

CJICIOBaHHMH WM JICUCHUH MAIUCHTOB C BPOXK-
TIEHHBIMU ¥ (WJIM) HAaCJeACTBCHHBIMU 3a00I1e-
BaHUSIMU

3. MeToauKu MOArOTOBKH K 1a00paTOPHBIM U

WHCTPYMEHTAIBHBIM UCCIICIOBAHUSM JIJIsl Ha3HA-

YEeHHUS1 1 MOHUTOPHUHTA TATOTEHETUIECKOTO Jiede-

HUS NAIIMEHTOB ¢ BPOXKIACHHBIMHU U (WJTU) HACIICI-

CTBEHHBIMU 3a00JICBAaHUSIMU

A/03.8 ITposenenue
MEIUKO-T€HETUIECKOTO
KOHCYJIbTUPOBAHUS T1a-
IIUCHTOB C BPOXKJICH-
HBIMU U (WJIN) HACJEI-
CTBCHHBIMHU 3a00JIeBa-
HUSMHU U UX POJCTBCH-
HUKOB U TIAIIUEHTOB U3
TPYIII PUCKA, BBISIBICH-
HBIX MIPH CKPUHHUHTC

IIK 3

IIpoBencHue MEJIUKO-
TE€HETUYECKOTO KOHCYJIbTH-
pOBaHUs  MAIlUEHTOB U3
TPYIIl pUCKA, BBISBIECHHBIX
MIpU CKPUHUHTE, B TOM YHC-
Jie CKpUHUHTE OepeMEHHBIX
Ha BpPOXICHHBIE TOPOKU
pa3BUTUSL U XPOMOCOMHBIE
aHOMAJIMU y II0AA, Macco-
BOM 0O0CJeI0BaHUU HOBO-
POXIEHHBIX  JETEd  Ha
HaCJeJCTBEHHbIE  3aboiie-
BaHUS, MPEUMILIAHTAI[MOH-
HOM CKpUHHUHIE€ B TMpO-
rpaMmax BCIIOMOTaTeIbHBIX
PENpPOYKTUBHBIX TEXHOJIO-
T, a TaKXKE YJICHOB CEMbH
MalUEeHTOB C YCTaHOBJIECH-
HBIM JUAarHO30M BPOXKICH-
HOTO ¥ (MJIM) HACJIEICTBEH-
HOTO 3a00JICBaHUs, a TAKXKeE
3I0pPOBBIX JHI] C MOJ03pe-
HHUEM Ha HOCHUTEIHCTBO Ta-
TOT€HHBIX MYyTAallMil B T€HAX

[Tonp30BaTbCss METONAMU OLICHKH
MIPOrHO3a BO3MOXHBIX BPOXKICH-
HbIX M (WIM) HaClIEJICTBEHHbIX
3a00yieBaHUN y TOTOMCTBA B Ce-
MBSIX TIAIIMCHTOB C BPOXKJICHHOHN H
(W) HaCJIEICTBEHHOW TaTOJIO-
THCH, a TAKXKE Y 3JJOPOBBIX HOCH-
TeJIe MAaTOreHHBIX MYyTalMil B
reHax IyTeM pacdera pUcKa Io-
BTOPCHUSI BPOXKICHHOTO M (WJIH)
HaCJIEICTBEHHOT0 3a00JIeBaHUs B
CeMbe

Tlonp30BaThCd MeTOHMAMH OKasa-
HUS TICUXOJIOTUYECKOW MOMOIIIH
MAlUeHTy C BPOXKICHHBIMH H
(unu) HacienCcTBEHHBIMH 3a0ole-
BaHUSAMHU U (WJIM) YIEHAM €ro ce-
MbH, a TaKXe 3JI0POBBIM HOCHTE-
JIIM TIATOTEHHBIX MYTalluid B Te-
Hax B MpoOIecce MPUHATHUS pelle-
HUS OTHOCHTEIIBHO HCIIOJIh30Ba-
HUS METOJOB JIUarHOCTUKHU W
MpOQHUIAKTUKA BPOXICHHBIX W
(unu) HaACIIENCTBEHHBIX 3a0ole-
BaHWM, BKJIIOYAs IMPEHATAILHYIO
U (UIM) TPEUMILIAaHTAIIHOHHYIO
JTMArHOCTHKY, (hopMupoOBaHHS
PENPOAYKTUBHOTO TOBEICHUS

[IpuHIMIIBI pacyeTa prCcKa MOBTOPEHUS
BPOKJICHHOTO U (WJIM) HAaCIEACTBEHHOTO
3200JIeBaHUS B CEMBE C YICTOM THITA
HacJeJOBaHHUs

MerTo/1bl TpeHaTAbHOM U MPEUMILJIAHTALIU-
OHHOM TMarHOCTHKHU BPOXKJIECHHBIX U (WJIH)
HAacJeICTBEHHBIX 3a00J1€BaHUM, MEIUIIMH-
CKHE MOKAa3aHUs U MEJIUIIUHCKHUE TPOTUBO-
MOKAa3aHMs K UX IPUMEHEHUIO
Oco0eHHOCTH MEIUKO-TEHETHYECKOT0 KOH-
CYJIbTUPOBAHUS TAIMEHTOB U3 TPYII PHUCKa,
BBISIBJICHHBIX ITPU CKPUHUHTE, B TOM YHCIIC
CKpUHUHTE OEpEMEHHBIX, MACCOBOM 00CIe10-
BaHWU HOBOPOXKICHHBIX JICTCH HA HACTIE/-
CTBEHHBIE 3200JIeBaHUS, MPEUMILIAHTAIIMOH-
HOM CKPUHUHTE B MPOTpaMMax BCIIOMOTa-
TEIbHBIX PENPOYKTUBHBIX TEXHOJOTHIA, a
TaK)Ke YJICHOB CEMbH MAIMEHTOB C YCTaHOB-
JICHHBIM JIMarHO30M BPOXICHHOTO U (WJIN)
HACJIEACTBEHHOTO 3a00JIEBAHUS, 4 TAKIKE 3]10-
POBBIX JIHII C TTOI03PEHUEM Ha HOCUTEIIBCTBO
MaTOTCHHBIX MyTaIllUi B TEHAX

ITpuHIMIIBI METUIIMHCKOW ATUKHU U AEOHTOJIO-
T




IlepeyeHb 3HAHMII, yMEHUIl 1 HABBIKOB, HEOOXOAUMBIX [IJIfI
npodeccuoHAIbLHOM 1eATeTbHOCTH

IHocjie okoHYaHUS 00y4YeHHsI BPAUY-CIIENHAJNCT T0JI7KEeH 3HATh:

- KJIMHAYECKHE PEKOMEHJAIMU (IMPOTOKOJIbI JICUCHHs) MO BOIPOCAM OKa3aHUs MEIMIIMHCKON
MIOMOIIIY NPH BBISBIEHUU HACIEACTBEHHOTO 3a00JIeBaHUs;

- TMPUHIUNBI JTA0OPATOPHBIX METOJOB, MPUMEHSEMBIX [UISl JUArHOCTUKU: MOJICKYJISPHO-
OMOJIOTUYECKHX, TeHETUYECKUX UCCIIEIOBAHMIA;

- mpaBwia paboThl B MH(POPMAMOHHBIX cCHUCTEMaX U WH()OPMAIMOHHO-TEICKOMMYHHKAITMOHHON
cetu "Nutepuer";

- aHaTOMMUIO, (PU3HOJIOTHIO B3POCIIBIX U JIETEH B HOpME, IPHU BPOXKICHHBIX U (WJIM) HACIECTBEH-
HBIX 3200JI€BaHUSX, OCHOBBI SMOPUOJIOTHH U TEPATOJIOTUH;

- MpaBWJIa M CIIOCOOBI MOYYCHUS OMOJIOTUYECKOTO MaTepraia sl KIMHHYECKUX JTaA00paTOPHBIX
HCCIICIOBAaHUIM;

- OCHOBBI T'€HETHUKHU YEJIOBEKA: TUIIbl HACIEAOBaHUSI BPOXKJICHHBIX M (UJIM) HACJIEICTBEHHBIX 3a-
0oJieBaHMil; TUIIBI MYTAIlMOHHBIX U3MEHEHUH TeHOMa, UX KiaccuuKarus;

- TEPMUHOJIOTHIO OMTUCAHUS aHOMAIUI M BPOXKICHHBIX e(DEKTOB pa3BUTHA Y UETIOBEKA;

- IpaBuiIa 0OPMIICHHSI METUITTHCKOM TOKYMEHTAIlMU, B TOM YHCIIE B JIEKTPOHHOM BHJIE;

- ATHOJIOTUYECKUE (PAKTOPBI, TPUBOIAIINE K PA3BUTHIO MTATOJIOTHH I'€HOB;

- OMOJIOTUYECKHUE ACTIEKThl TaMETOTeHEe3a;

- IPUHIIMIIBI aHAJIM3a TeHEAIOTMYECKOT0 JIepeBa, ONPECIICHHS TUTIA HACIICIOBAHUS BPOKICHHO-
ro u (WIn) HACIIeICTBEHHOTO 3a00JICBaHNS,

- MEJUIIMHCKHE MOKAa3aHUs K MCIOIb30BAaHUIO0 COBPEMEHHBIX METOO0B J1a00paTOPHON U MHCTPY-
MEHTAJIbHOM TMAarHOCTUKHU IIPU BBISBJICHUH KIIMHUYECKUX MTPU3HAKOB MATOJIOTUU I'€HOB,

- 1abopaTopHbIE UCCIEAOBAHUS IJIsl JUATHOCTUKH BPOXKICHHBIX U (MJIM) HACIIEJICTBEHHBIX 3200-
JIeBaHMi, BKJIIOYAs MOJIEKYJISIPHO-TeHEeTUYECKHuEe, OMOXUMUYECKUE METO/bl MCCIeIOBAaHUM, Me-
JTUIMHCKHUE TIOKA3aHMsI K UX Ha3HAYCHUIO;

- IPUHIUIIBI MHTEPIIPETALIUU PE3YIBTATOB TA0OPATOPHBIX MCCIEAOBAHUHN B LENSIX YCTaHOBICHUS
U (UJIM) YTOYHEHUS! IMarHo3a BPOKAEHHOTO U (MJIM) HACJIEICTBEHHOTO 3a00JIeBaHMS;

JA0JI2KEH YMeTh:

- TIPOBECTH JMATHOCTUKY B IEJIIX YCTAHOBJICHUS U (WJIM) YTOYHEHHUsS AMArHO3a BPOXKICHHOTO
(unu) HacIEeICTBEHHOTO 3a00IeBaHUS;

- HAa3HAYUTh MATOTEHETUYECKOE JIeUeHUE, KOHTPOJIb I((PEKTUBHOCTH M OE30MACHOCTH TAaIlUEH-
TaM C BPOXKJIEHHBIMHU U (MJIN) HACIIEACTBEHHBIMU 3a00JIeBaHHUSIMU;

- TMPOBECTU MEJIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE IMAIMEHTOB C BPOXKICHHBIMU W (WJTH)
HACJIEICTBEHHBIMHU 3a00JIEBaHUSMH, UX POJCTBEHHUKOB;

- TIPOBECTH KOHTPOJIb 3PPEKTUBHOCTH MEPONPUATUN MO MPOPUIAKTUKE BPOXKACHHBIX U (W)
HACJIEJICTBEHHBIX 3a00JICBaHMUIA;

- IPOBECTH aHAJIN3 T'€HEAJTOTUUECKOr0 aHaMHe3a B IEJIIX YCTAaHOBJICHUS U (WJIM) YTOUHEHHS JU-
arHo3a BPOXKIEHHOTO U (UJTM) HACJIeICTBEHHOTO 3a00IeBaHMUS;

- COCTaBUTH IUJIAH JIAOOPATOPHBIX M HHCTPYMEHTAIBHBIX HCCIEAOBAHHUMN MAIIMEHTOB B IIEJAX
YCTaHOBJICHHS U (WJIHM) YTOYHEHHsI AUAarHO3a BPOXKACHHOTO U (MJIHM) HACJIEeICTBEHHOTO 3a00eBa-
HUS;

- KOHCYJIbTUPOBATh Bpada-KIMHUIIUCTA MO MOJATOTOBKE MAIIMEHTa K UCCICTOBAHHUIO M BIHUSHUIO
MIPOBOJIMMOTO JISYCHHS Ha PE3YyIbTaThl KITMHUYECKUX JIA0OPAaTOPHBIX UCCIICTOBAHMIA;



2. VUEBHBIA IJIAH

HaunmenoBanue
pa3ienoB MOJY-
nen

O6mras Tpy-
JIOEMKOCTb,
qac.

B TOM 4HCJIC, YacC

Bce-
ro

Jlek-
105071

oC | II3,C
K 3,J13

Craxu-
pOBKa

dopma KOHTPOJIS

2

5

[Taronorus
TEHOB B CTPYK-
Type 3aboJe-
BaEMOCTH U
CMEPTHOCTH

Tekymmit
KOHTPOJIb

MoHoresHo
HacJeayeMble
CHHJIPOMBI C
ayTOCOMHO-
JOMHHAHTHBIM
TUIIOM HacJje-
JIOBaHUS

Tekymmit
KOHTPOJIb

MoOHOI'eHHO
HacJeayeMble
CHUHJIPOMBI C
ayTOCOMHO-
PELECCUBHBIM
THIIPM HacCleno-
Banus MBIIP

Texymmi
KOHTPOJIb

X-CIleTIJICHHBIE
MOHOT'€HHO
HacJeayeMble
CHUHJPOMEI

Texymmi
KOHTPOJIb

Metonp! qua-
THOCTHKH I1aTO-
JIOTUU TCHOB

Texymmi
KOHTpPOJIb

[Tpodunaktu-
Ka MOHOTEHHO
HacjaeayeMoun
MaTOJIOTUN

Texymmi
KOHTpPOJIb

Hrorosas at-
TeCcTAlMA -
3a4ger

TecTtupoBanue

Hroro:

36

36

12

16

3. KAJEHJAPHBIN YYEBHBIN T'PA®UK

YueOHbIE 3aHATHUS OpOBOAATCA B TCUCHUC HCIACIIN: IICCTh JHEH B HEACSIIO O 6 aKaJCMH-
YCCKHUX 4YacCoOB B JICHb.




4. PABOUME TPOT'PAMMBI YYEBHBIX MOJYJIEH

Mopnyas 1

MOHOreHHO HacjJdeaAyeMbI€ CHHIAPOMBI ¢ aYyTOCOMHO-AOMHUHAHTHBIM THIIOM

HacJ1eA0BaHUuA

Kon

HaumenoBanue teM (IIOATEM, DJIIEMEHTOB, I1OAJIEMEHTOB)

[TaTonorust reHOB B CTPYKTYpe 3a00JI€BAEMOCTH U CMEPTHOCTH

MoHOTreHHO HaCJICAYCMbIC CUHAPOMEBI C ayTOCOMHO-AOMHWHAHTHBIM TUIIOM HACJICIOBAHUA

Ha npakTrndeckux 3aHSATHSIX OTPa0aThIBAIOTCS HABBIKH:

- TOMYJISIIHOHHAS YaCTOTa MATOJIOTHH, CBS3aHHOW ¢ MYTAalUsAMH JOMHHAHTHBIX TCHOB,
BKJIJl JaHHOM IIaTOJOTHM B JIETCKYKO 3a00J1€BaeMOCTh, MIIAJCHYECKYI0 M JIETCKYIO
CMEPTHOCTH

- TEPMUHOJIOTHSI, HCTIOJIb3yeMasi IIPU BBISIBJICHUH T€HHOM ITaTOJIOTHH

- OCMOTp TalMEeHTa C MCIOIb30BAHUEM OMUCAHUs (PeHOTHITAa (TEPMHHOIOTHS MAJIBIX aHO-
MaJIiii pa3BUTHS)

- BBISIBJICHHE BO3MOXKHBIX TIPHYMH T'€HHBIX TOJIOMOK

- cOOp reHeaornyeckoro aHaMHe3a

- KJIMHHYECKHE CUMIITOMBI HanOOJIee YacThIX CHHIPOMOB IIPH MATOJOTMH T'€HOB C ayTo-
COMHO-IOMUHAHTHBIM THIIOM HACJICIOBAHUS

- BBIOOp MeTOo/1a J1TabOpaTOPHON JHArHOCTHKH B 3aBHCUMOCTH OT KIIMHHYECKOM KapTHHBI

- OIICHKA TTOJIyYE€HHOTO pe3ybTara

- OIIpeJICNICHNE AITOPUTMA PaOOTHI MO BBISIBICHHO pobieMe

- OCBOEHHE HABBIKOB MPO(PECCHOHAILHOTO M MEKIMYHOCTHOTO OOIIECHHUS, HEOOXOIMMBIX
JUISL TIOJUIEPKKH TTAIMEHTA, CEMBH ITPH BBISIBJIEHUH F€HHOTO 3a00JICBAHMUS

Y4eOHO-MeTOAHYECKOE OOecTieYeHHe:
bapanoBa A.A.; Hama3zoBa - bapanosa JI.C. Atnac peakux 6ome3neil. — Mocksa «llenu-
aTpm»., - 2013, - 302 c.
baiinakosa I'.B.; 3axaposa E.1O.; Kanusen 1.B.; Konoanos ®.A.; CtpensankoB B.B.;
Kyme C.W. JIluarnocTuka BpoKI€HHBIX M HACIIEICTBEHHBIX O0JI€3HEN Y IeTel: TOCTH-
KEHUS U MepCIeKTUBbI pa3BuTHs. BectHuk Poc3apaBHanzopa Ne3, 2016 ¢.27-33
Hproccbaym P.JI.; Mak-Unnec P.P.; Bumnapn X.®@. Meaunuuckast reHeTuka: yuyeOHOe
nocobue; nep. ¢ anri. A.Ill. Jlaremosa; nox pen. H.I1. boukoBa. — M.: I'eotap — Menua,
2010. 608 c.
COopHUK Hay4dHBIX TPYAOB «COBpEMEHHBIEC MOIXOAbl U TIEPCIEKTUBBI B OKa3aHUU M-
[IMHCKOW MOMOIIHM OOJBHBIM C BPOKICHHBIMU U (MJIM) HACIEICTBEHHBIMU 3a00JICBaHU SI-
mu». — Cankr-IlerepOypr. — 2019. — 343c.

Monayas 2

MoOHOreHHO HaCJeaAyeMbI€¢ CHHAPOMBI ¢ aYTOCOMHO-PEHE€CCUBHBIM TUIIOM HAaC/JI€10BaHUS

Kon

HaunmenoBanue Tem (1oaTem, JIEMEHTOB, MTOIJIEMEHTOB)

3

MOHOTr€HHO HaCJICAYCMBbIC CHUHIPOMBI C ayTOCOMHO-PCLCCCUBHBIM THUIIOM HACJICOOBAHUA

Ha mpakTiaeckux 3aHATHSIX 0TpaOaTHIBAIOTCS HABBIKH:

- OCMOTp MalMEeHTa ¢ UCMOJIb30BaHUEM ONMUCAHUS (PEHOTHNA (TEPMUHOJIOTHS MaJIBIX aHO-
MaJIiii pa3BUTHSA)

- cOOp reHeanornyeckoro aHaMHes3a

- KIMHUYECKHE CHMITOMBI Hamboyiee 4acThIX MOHOTEHHBIX CHHJIIPOMOB, HACIIEIyeMbBIX
ayTOCOMHO-PEIIECCUBHO

- BBIOOp MeTO/Ia JIA00PATOPHON THAarHOCTHKHU




- OIICHKA TIOJyYEHHOTO pe3ysbTaTa

- OmpeJeNieHNe TAKTUKH U HEOOXOIMMOCTH 00CIICIOBaHHUS B OTHOIIEHHH POJICTBEHHUKOM
BBISIBJICHHOT'O TIAITUEHTA

- OTIpeJieICHNE alropuT™Ma paboThI 10 BBISBJICHHOM MpoOIieMe

- OCBOCHHE HABBIKOB MPOPECCHOHATHLHOTO U MEKIMIHOCTHOTO OOIIEHUS, HEOOXOAMMBIX
JUTsL TIOJJICPKKH TAIIMEHTA, CEMbH TTPH BBISIBIICHUH HACJICACTBEHHOTO 3a00JICBaHNUs

YyedHo - Meroanueckoe odoecrneyeHmne:

1. bapanoBa A.A.; HamasoBa- bapanosa JI.C. Atnac peakux 6one3neil. — Mocksa «lleguarpsy., -
2013, - 302 c.

2. Koznosa C.U.; JlemukoBa H.C. HacnenctBeHHbIE CHHAPOMBI U MEIHKO-TEHETHUECKOE KOHCYIb-
TUpOBaHUE: ATJAac — CIIPaBOYHUK. 3-€ u3nanue, nepepad. u gononH. M.: ToBapuiiecTBo Hayd-
HbIx n3ganuit KMK; ABropckas akagemus. 2007. 448 c.

3. Muxaiinosa C.B.; 3axapoa E.1O.; [lerpyxun A.C. Helipomerabonudeckue 3a00eBaHus y Jie-
Tel u moapocTkoB. — M.: Tutteppa. — 2017. — 368 c.

4. Heroccbaym P.JI.; Mak-Uunec P.P.; Buapa X.®. MenunuHckas reHeTUKa: yaeOHOe rmocobue;
nep. ¢ auri. AL Jlateimosa; nox pex. H.IL. boukoBa. — M.: I'eotap — Menua, 2010. 608 c.

5. COopHUK Hay4YHbIX TPY10B «COBpEMEHHBIE MOAXOAbI U MEPCIEKTUBBI B OKa3aHUH MEIULUHCKON
MOMOIIU OOJBHBIM C BPOXKIEHHBIMU U (WJIM) HACIEACTBEHHBIMU 3a0o0sieBaHUSMUY». — CaHKT-

[TerepOypr. — 2019. — 343c.

Moayas 3
X-cuenyieHHbIe MOHOTE€HHO HacJieAyeMble CHHIPOMbI
Kox HaumenoBanue Tem (IoaTeM, 3JIEMEHTOB, ITOIJIEMEHTOB)
4 X-ClETMJICHHbIE MOHOTC€HHO HACJIEyeMbl€ CUHIPOMBI

Ha npakTrueckux 3aHATHSAX 0TpaOaThIBAIOTCS HABBIKU:

- OCMOTp HAIMEHTA C UCHOJIb30BAHUEM ONHMCAHMS (PEHOTUNA (TEPMHHOJIOTHS MaJIbIX aHO-
MaJuii pa3BUTHS)

- cOOp reHeaNTornYecKoro aHaMHe3a

- KIIMHUYECKUE CUMITOMBI Han0oJiee YacThIX CHHPOMOB, HACIEYEMbIX X-CLEIUIEHHO

- BBIOOpP KOHKPETHOTO METOja J1abopaTOpHOM JAMArHOCTUKHM C YYETOM IpPEANoiIaraeMoro
CHUHApOMa

- OIICHKA IOJy4YE€HHOTO pe3yJibTaTa

- OCBOEHHE HaBBIKOB IPOPECCHOHATBHOIO U MEKIMYHOCTHOTO OOIIEHNUS, HEOOXOIMMBIX
JUISL TO/JIEPKKH MAallMEeHTa, CEMbU IIPU BBISIBJICHUH HACJIEJICTBEHHOTO 3a00JI€BaHMSL.

Y4yeOHO-MeTOAUYECKOE 0OOecTieYeHue:

1. bapanoBa A.A.; Hama3oBa- bapanosa JI.C. Atnac penkux Oonesneil. — Mocksa «llenquatpsby.,
- 2013, -302 c.

2. bapamneB l0.U.; baxapes B.A.; HoBukoB B.Il. J/luarHoctuka u jeueHHe BPOKIACHHBIX U
HACJICJICTBEHHBIX 3a00seBanuii y nereit / M. «Tpuamay. — 2004. — c. 343-371

3. Kosznosa C.U.; llemukoBa H.C. HacnencrBeHHble CUHAPOMBI U MEIUKO-T€HETUYECKOE KOH-
CyJIbTHUpOBaHUE: ATiac — COPaBOYHUK. 3-€ U3JaHue, nepepad. u nomnoiad. M.: ToBapuiiectso
HayuHbIX n3gannii KMK; ABropckas akagemus. 2007. 448 c.

4. leno N.N.; CemuueBa T.B.; IlerepkoBa B.A. [lonoBoe pa3BuTue nereii: HOpMa U MaTOJIO-
rust. M.: «Konop UT Cryauo». 2002. 232 c.

5. Heroccbaym P.JI.; Mak-Unnec P.P.; Bumapa X.®@. MeaunuHckast reHeTHKA: yaeOHOEe TT0CO-
6ue; nep. ¢ anrn. A.IIl. Jlaremosa; nox pea. H.II. boukoBa. — M.: I'eorap — Menua, 2010.
608 c.



Monayas 4
MeToabl AMArHOCTHUKHU MATOJOTHH I¢HOB

Kon

HammenoBanue tem (HOI[TGM, 9JICMCHTOB, HO,I[BJ'ICMGHTOB)

MGTOI[BI JAUArdHOCTHUKH ITIaTOJIOTUH I'CHOB

Ha npakTtrueckux 3aHATUSAX OTPaOaThIBAIOTCS HABBIKU:

- BBIOOP ONTHMAJIbHOTO METO/AA Ja00paTOPHOI AMArHOCTUKH C Y4€TOM KOMIUIEKca (he-
HOTUITMYECKUX MPOSIBICHUN, aHAMHE3a, TAHHBIX MapaKIMHUYECKUX HUCCIIEIOBAHUMA

- METOJIMKA MPOBEJCHNUS BEIOPAHHOTO METOa 00CIeI0BaHUS

- OIICHKA MOJyYEHHOT0 pe3yJibTaTa JIabopaTOpHOro 0OcIe10BaHus

- KOHCYJIbTHPOBAHUE CIEIMAIICTOB 110 PE3yJIbTaTy MOJy4EHHOTO 00CIIE0BAHUS

MeTognueckoe odecnedeHmne:
bapanosa A.A.; HamazoBa- bapanosa JI.C. Atnac penkux 6ose3neit. — Mocksa «lleau-
aTpb»., - 2013, - 302 c.
Heroccbaym P.J1.; Mak-Muanec P.P.; Bumnapn X.®. MeaunuHckas reHeTHKA: ydeOHOE
nocobue; nep. ¢ anra. A.I. Jlatemosa; nox pen. H.IT. BoukoBa. — M.: I'eotap — Menaua,
2010. 608 c.
Uypromosa 0.A.; Basunosa T.B. [luarnoctuueckas s¢dexkruBHocTs npuMeHeHus: NGS-
CEKBEHHPOBAHMUS B AJITOPUTME HEOHATAIBHOTO CKpUHHHTA // MeTUITMHCKIA andaBuT.
2018. T.2. -Ne19 (356) — c. 15-16.
Uypromona 0.A.; Basunosa T.B.; Boxmsauuna H.B. CoBepuieHcTBOBaHHE alropurma
HEOHATAJILHOTO CKPUHUHTA Ha HACIIEJICTBEHHbBIE 00JIE3HN OOMEHA C MTOMOIIIBIO TEXHOJIO-
T CEKBEHUPOBAHUS CIICAYIOINIEro mokoieHus // JlaboparopHas cimyxo6a. 2017. T. 6- 3. —
¢.190-197

Moayas 5
IIpopniakTuka MOHOTeHHO HaCJIeyeMOil ATOJIOTHHU

Kon

HaunmenoBanue tem (1moarem, 3JIEMEHTOB, TTOIJIEMEHTOB)

[MpodunakTrka MOHOTEHHO HACJICyeMOM MaTOJIOTHH.

ITporpamma nepBUYHOMN NPOYUIAKTUKH BPOXKIEHHON M HACJIEACTBEHHON MaTOJIOTUU
- BTOpHYHas Npo(uIakTHKa MOHOT€HHO HacleAyeMOM MaToyoruu (peHaTalbHbII
CKPUHUHT)

- TpeTUYHas NpouIaKTHKa MOHOT€HHO HacleayeMOM 1aTooruu (MaccoBblii HEOHa-
TaJIbHBIM CKPUHUHT)

- OMOXMMUYECKHI TPEeHATaIbHBIN CKPUHUHT: CPOKH ITPOBECHHUS, TATOJIOTHUECKUE OT-
KJIOHEHUs, OLIEHKA JJAaHHBIX

- HeMHBa3UBHbBIN npeHatanbHbli ckpuHuHT (HUIIT): cpoku mpoBeneHus, olieHka pe-
3yJIbTaTOB

- MEPONPUATHS IEPUKOHIETIIIMOHHON MPOPUITAKTUKN

- CEJICKTUBHBIN CKPUHUHT C UCIIOJIb30BAHMEM ONTUMAJIBLHOTO METO/IA IMTOATBEPKIA0-
EH IUarHOCTUKH

-MeJIMKO-TE€HETUYECKOE KOHCYJIbTUPOBAaHUE NPY BBISIBJICHUH [TATOJIOTUHU Ha JIIOO0M
JTaIe BBISBICHUS MTaTOJIOTUU

Y4eOHO-MeTOAHYECKOE O0ecIedeHHe:
AtinamassH O.K., bapanos B.C. [IpenaranbpHast 1MarHoCTUKA HACJIEICTBEHHBIX U BPOXK-
JeHHBbIX Oosie3net. — M.: Men npecc-undopm, 2006.- 410 c.
Hosukosa I1.B.; Xogynosa A.A. [lepBble HTOTH PacCIIMPEHHOTO HEOHATAIIBHOTIO CKPU-
HUHTa Ha HACJIeJICTBEHHHBIC 00JIe3HN 0OMeHa BemecTB B Poccuiickoit denepanuu // poc-
CHICKHI BECTHUK MepUHATONOrMU U nneguarpun. — 2012, — T.57. - Ne5.



3. COopHUK Hay4HBIX TpynoB «COBpEeMEHHBIE MMOAXO/bI U MEPCIICKTUBLI B OKa3aHUH MEIH-
[IMHCKOW MTOMOIIHM OOJBHBIM C BPOXKICHHBIMU U (WJIM) HACIEICTBEHHBIMU 3a00JICBaHUS-
mu». — Cankr-IlerepOypr. — 2019. — 343c.

4. Yypromona H0.A.; BaBunosa T.B.; Boxmsauna H.B. CoBepiieHcTBOBaHME aJIrOpUTMa
HEOHATAJIbHOT'O CKPUHUHTA HA HACIIEICTBEHHBIE 00JIe3HN OOMEHA C MMOMOIIBIO TEXHOJIO-
TUU CEKBEHUPOBAHMS ClIeyrolero nokonenus // Jlaboparopuas cinyxo6a. 2017. T. 6- 3. —
¢c.190-197

5. Uypromona 0.A.; BaBunosa T.B. Jluarnoctuueckas s3ppexruBHOCTh MpuMeHeHust NGS-
CEKBEHHPOBAHHUS B AJITOPUTME HEOHATAIBHOTO CKpUHHHTA // MeIUIMHCKIHA andaBuT.
2018. T.2. -Ne19 (356) — c. 15-16.

IMPOI'PAMMA CTAKUPOBKU
Tpynoemkocthb: 8 uac.

Henp craxupoBku: CTaKUPOBKA OCYIIECTBISIETCS B LEIAX HM3YyYEHHUS IEPENOBOrO
OIbITa, B TOM UHUCIIE 3apyO0EKHOI0, a TAKKE 3aKPEIJICHUS] TEOPETUUECKUX 3HAHUH, [TOJIyYEHHBIX
IIPU OCBOCHUU IIPOrpaMMBbl MOBBILICHUs KBanupukanun «KimHuko-nabopaTopHas AMarHOCTHKA
NaTOJIOTUU T€HOBY», IMPHOOPETCHUS MPAKTHUYECKUX HABBIKOB M YMEHHU UL UX 3(PPEKTHBHOTO
UCIOJIb30BaHUS PU UCIIOJHEHUU CBOUX JODKHOCTHBIX 00sI3aHHOCTEH.

Onucanme. CraXupoBKa HOCUT HWHAMBUIYAJIbHBI WM TpPYNIOBOM XapakTep U
peaycMaTpuBaeT BUJbI JESATEIbHOCTH: CaMOCTOATENIbHYIO PaboTy ¢ Y4eOHBIMH H3JIAHUSIMU;
npuobpereHue mpoheCcCHOHATBHBIX U OPTaHU3aTOPCKUX HABBIKOB,;

Pe3ysabTaThl CTAXKMPOBKHM: H3yYeHHMs IEpPEOBOIO ONbITa, a TaKXKe 3aKpervIeHus
TEOPETUYECKUX 3HAHUM, TIOTyYEHHBIX ITPH OCBOSHUH MTPOTPAMMBI ITOBBIIICHUS KBaTH(DHUKALINK:

— ¢c0Op reHealornyeckoro aHaMHe3a, ero OLEHKa;

— OIpeJeNeHNEe TUIIAa HACIEI0BaHUs 10 JaHHBIM I'€HEaJOrH4eCKOro aHaMHEe3a;

— METO/Ibl TEHETUYECKON JMAarHOCTUKH B IIEJIIX YCTAHOBJIEHUS U (WJIM) YTOUHEHUS AMAarHos3a
BPOXKICHHOTO U (MJTM) HACJICICTBEHHOTO 3a00JICBaHUS,

— BbISIBJIEHHE (DAKTOPOB MHIMBUAYAJIHOTO U CEMEMHOro pucka Ais (OpMHpPOBAHUS MaToO-
JIOTMH T'€HOB,;

— BBIOOpP METO/AAa JUArHOCTHKU C YYETOM KJIMHUYECKHUX IPOSBICHUM, HHCTPYMEHTAJBHBIX,
71a00paTOPHBIX JaHHBIX, FEHEAIOTHYECKOTO0 aHaMHE3a;

— aHAJU3MPOBATh IMOJIyYCHHBIE JTAHHBIE O BO3MOXKHBIX NPUYMHAX (POPMUPOBAHUS T'€HHOTO
nedekra;

— pa3paboTaTh IJIaH HAOIIOJEHUS C YYETOM YCTAHOBJICHHOTO M /WJTH MPEAINOIaraeMoro amua-
THO3a;

— TMPOBECTU MEAMKO-TEHETHUYECKOE KOHCYJIbTUPOBAHUE CEMEH C yUeTOM BBISIBIEHHOI'O T'€H-
HOTO Jie(heKTa, JAaHHBIX T€HEaJOTHYEeCKOr0 aHaMHe3a, TUIIA HACJIeI0OBaHUS;

— COCTaBUTh MHIUBUIYaJbHBIH IUIAH MEPONPUATHHA aHTEHATAIbHOM, MEePUKOHIETIMOHHON
IpOoGMIAKTUKU C LETbI0 TMPeAYNpPEexICHUs POXKACHUS CIEAYIONIMX AeTeil ¢ BBIIBIEHHBIM
TeHHBIM J€(PEeKTOM.

Knunnueckas 6a3a: KI'bY3 «llepunaranbusiii nentp um. I'.C. ITocTomna»
PykoBoauTenb/KypaTop/cTa)kMPOBKH: Bpay — FEHETHK

5. KOHTPOJIb 1 OLHEHKA KAYECTBA PE3YJbBTATOB OCBOEHMUSA TPOI'PAMMBbI

OneHka KauecTBa OCBOEHHUS IPOrPaMMBbl OCYLIECTBIISIETCS HAa OCHOBE CPAaBHUTEIBHOIO
aHaJIM3a UCXOJHOI0 YPOBHS 3HAHMH OOydYaroIIMXCsl, MOCTYNAIUX HAa 00y4eHHE, U TOCIE ero
OKOHYaHUs. BeTynuTensHOe HCIIBITaHUE C OLIEHKOM 0a3MCHBIX 3HaHUI B Havaje o0y4eHHs Mpo-



BOJIUTCS B (hOpMe TECTHPOBAaHUS MO TECTaM, pa3pabdOTaHHBIM MPENOJaBaTEIbCKHUM COCTaBOM
kadenpsl. [To okoHUaHUM U3yYEHUS KaXKIOTO MOYJISl IPOBOAUTCS MPOMEKYTOUHASI aTTecTalus,
orpeneneHHas yueOHbIM m1anoM. [Ipu 3ToM ucnons3yercs (popma KOHTPOJISL: TECTUPOBAHUE.

5.1 OueHoyHbIe CpeACTBA KOHTPOJISI 3HAHUIT 00yUYaIOIIUXCSI

Co3nan (OHJ OLICHOYHBIX CPEICTB, MO3BOJIAIONINX OLIEHUTh YMEHUS, 3HAHUS, IPAKTHY e-
CKHUH OIBIT U1 OCBOEHHBIE KOMITETCHIINU:

- OLICHOYHBIE CPEJICTBA JJISl TEKYILEr0 KOHTPOJIS (COIIacHO y4eOHOMY IIIaHy);

- OLICHOYHBIE CPECTBA JJIs1 UTOrOBOM aTTECTALUU - 3a4eTa (TECTUPOBAHUE).

B cocraB OLIEHOYHBIX CPEACTB Uil UTOTOBOM aTTECTAIlMHM BXOJSAT KOMIUIEKTHI TECTOBBIX
3aJaHUN.

Kputepun u mkajbl OlleHUBAHUSA

OneHka KayecTBa OCBOCHHS MIPOrpaMMbl IPOBOAUTCS B OTHOILIEHUH COOTBETCTBUS pe-
3yJbTAaTOB OCBOCHHUS 3asBJICHHBIM IIEJISIM H INIAHUPYEMBIM Pe3yJibTaTaM 00y4YeHUsI.

Texymuii KOHTPOJIb 3HAHUNM IpenycMaTPUBAET KOHTPOJIbHBIE BOIPOCHI, OL[EHUBAIO-
M€ TEOPETUYECKYIO MOATOTOBKY, BBIIIOJTHEHHUE 3a1aHUM, BBISBIISIONINX MPAKTUYECKYIO 110 -
TOTOBKY.

6. TPEBOBAHMS K UTOI'OBOM ATTECTAIINHN

1. UroroBas arrecranus 1Mo JOMOJHUTEILHON MPOPECCHOHATIBHON MPOrpaMMe MOBHBIIIIE-
HUS KBATH(PHUKAIMH CO CPOKOM OCBOCHHS 30 aKaJeMHYECKUX 4YacOB MPOBOAUTCSA B (hopme Te-
CTUPOBAHMUS.

2. K uroroBoii arrecranuu J0MyCcKaeTcsl 00yJarONIUiics, B TIOJTHOM O00beMe BBITIOJNHUB-
Ui yueOHBIN T1aH, MPEeyCMOTPEHHBIN TOMOTHUTENBHOM MpodeccrnoHalbHOM MpOorpaMMoHn.

3. Jluma, OCBOMBIIKE JOIMOJHUTEIBHYI MPO(ECCHOHATBHYIO MPOTPaMMYy IOBBIMICHUS
KBaJIM(UKAIMK U YCIICITHO MPOIIEIIINEe UTOTOBYIO aTTECTAIUIO, MOIY4al0T JOKYMEHT YCTaHOB-
JIeHHOTO 00pa3lia — yI0CTOBEPEHHUE O TOBBIIICHUH KBATH(PHUKAIIH.

KpuTtepuu u mkaJibl oleHMBaHUS

OHGHKa KaueCTBa OCBOCHHA NpOTrpaMMbl INPOBOAUTCA B OTHOHICHUW COOTBETCTBUA PC-
3YJIBTAaTOB OCBOCHMS 3asABJICHHBIM LECIAM U ITNIAHUPYCEMBIM PE3YyJIbTaTaM O6y‘l€HI/I$I.

JTanbl NpoBeAeHUsI UTOTOBOI aTTecTAlUN

Bun arrectanimoHHOTO HaumenoBaHue 31eMeHTOB Kpurepuu onenku
UCTIBITAHUS OLIEHOYHOT'O CPEe/ICTBA

Hrorosas arrecranus — | KoMeroTepHOE HTOTOBOE 91-100 % — oTnmuHO

3a4er TECTUPOBAaHUE 81— 90 % — xopomo

Komriekt TecroBeix 3amanmii Ne 30. | 71-80 % — ymoBieTBOpHT.
Menspuie 70 % — He ynoBIeT

6.1 OHEHOYHBIE MATEPHUAJIbBI

IIpuMepsI TeCTOBBIX 32/1aHUA IJI1 MTOTOBO aTTeCTALINH
Buibepume ooun unu Heckonvko npasuibHbIX OMEemos

1. AYTOCOMHO-PEHECCUBHO HACJIEAYETCA
A. BpO/ICHHBIE TIOPOKH CepALa
b. snunencun
B. nmunopoctenos
I'. cemeiinast sMmQu3ema JIerkux
\ J1. bermnkeToHypust




2. AYTOCOMHO-IOMNWHAHTHO HACJIEAYETCSA
A. mm3odpenus
b. snunencus
B. runocnanus
I'. arene3us nouek
VL axOHAPOILIa3Us
3. PELIECCUBHO CLIEIIJIEHHO C X — XPOMOCOM HACJIEAYETCS
A. remodmns;
b. mporpeccuBHast Mblmeunas auctpodus JromieHHa;
B. HEeA0CTAaTOYHOCTH ITIOK030-6-hocharaeruaporenassl (I'-6-DJ1);
T". cunnpom Xanrtepa
A.Aub
b.buB
B.Bul
Ib,Bul
VI.A,B,Burl
4. BTEHETUYECKVYIO KOHCYJIbTALIMIO OFPATUJIACH XEHIIIMHA, MY KOTOPOI1 BO-
JIEH TEMO®UJIMEN. KAKOW PUCK TS IETEM OXUJIAETCS B DTOM BPAKE, ECJIU U3-
BECTHO, UTO POAOCJIOBHAA XXEHIIWHBI ITO TEMO®UJINW HE OTAT'OLIIEHA
A. Bce MaTb4HKH Oy TyT OOJIHHBI
b. momoBrHA ManbuNKOB OyIyT OOTBHBIMU
\ B. Bce et GyIyT 310POBBI HE3aBHCHMO OT II0JIA, ACBOYKH OYIYT HOCUTEIBHHLAMH IeHa reMo(u-
hi0ze7t
I'. Bce meBouku OymyT OOIHHBI
J1. moyioBMHa JIeBOYEK OYAyT HOCUTEILHUIIAMHY MTaTOJIOTHYECKOTO TeHa
5. AYTOCOMHO-JOMNHAHTHO HACJIEJJYIOTC BCE IIEPEUMCJIEHHLBIE 3ABOJIEBAHN A,
3A UCKIIIOUEHUEM
A. XOHApOIUCTPODUH
\ B. heHHIKeTOHypHH
B. mefipodubpomarosza
I'. xopeu I'eHTHHTTOHA
. cuanpoma Dnepca-Jlanmoca
6. MYXXUMHA, TOMO3WI'OTHBIN 10 TEHY TAJTACCEMUU, JKEHWJICSI HA HOCUTEJIbHU-
IIE TOI'O XE IMATOJIOTMYECKOI'O TEHA. BEPOSTHOCTbD POX/IEHMS 3/IOPOBBIX JIETEHN
B OTOM BPAKE COCTABJISIET
A. okono 0
b. 100%
VB. 50%
I'. 33%
. 25%
7. TUIT HACJIIEJOBAHWS BOJIE3HU BUJIbLCOHA-KOHOBAJIOBA
A. perieCCUBHBIN, CLICTDICHHBIN ¢ X-XpOMOCOMO
b. noMuHaHTHBIN, CUEIUIEHHBIN ¢ X-XpOMOCOMOM
VB. ayTOCOMHO-PELIECCUBHBIN
I'. ayTocOMHO-1OMUHAHTHBIH
JI. monureHHbIN
8. TUIEMOTPOITHOE JIEMCTBUE I'EHA IIPOSBJISIETCS ITPU HACJIECTBEHHBIBIX 3ABO-
JIEBAHUAX
A. peHnnkeToHypHH
b. ramakrosemuu;
B. cungpome Mapdana
A.Aub
B.AuB
B.buB
I.B
V. A,B,B
9. BOJIBIIIMHCTBO HACJIEJICTBEHHBIX HAPYIIIEHMI METABOJIM3MA OBYCJIOBJIEHO
A. IOMUHAHTHBIMY T€HAMU



VB. pPELIECCUBHBIMU [€HAMH

B. nuToriazmaTiuecKoi HaCIeICTBEHHOCTHIO

I'. XpOMOCOMHBIMHU TPUCOMUSIMHU
10. JIA TOT'O, YTOBHBI B IOTOMCTBE ITPOABUJIOCH PACIIEIUUIEHUE IMTPU3HAKOB, T1O/1-
UMHAKINXCA 3AKOHAM MEHEJIS, HEOBXOAWMbI YCIIOBUA
1) rerepo3urora J0KHA OOPA30BBIBATH J[BA TUIIA TAMET C PABHON BEPOSTHOCTHIO;
2) moipKHA OBITH PAaBHOBEPOSTHAS BCTPEUa JTIOOBIX TaMET IPH OILIOAOTBOPECHHH;
3) paBHas KHU3HECTIOCOOHOCTH 3UTOT C Pa3HBIMH T€HOTHITAMH

Al

B.2

B.3

I1lu2
VI.1,2u3

11. TEHHAA MYTALUMA NMPEACTABJ/IAET COBOW
1) 3aMeHa 0JJHOTO MJIM HECKOIBbKHX HyKieoTuaoB JJHK;
2) peneuust OAHOTO WIIM HECKOJIBKUX HYKIICOTHIIOB:
3) BcTaBKa (MHCEPIHSI) OTHOTO WM HECKOJIBKUX HYKIEOTHIOB;
4)epecTaHOBKa HYKJICOTHAOB BHYTPH IreHa
Al
b.2
B3
r.4
VI.L,23u4
12. TIPUYUHOM BOSHUKHOBEHU S HACJIEJICTBEHHBIX JIEGEKTOB OBMEHA SBJISIFOTCS
1) u3MeHeHne Yucia XpoMoCcoM
2) TeHHbIC MyTallAN
3) cbanaHcHpOBaHHBIE TPAHCIOKAIINN
Al
VB.2
B.3
I'1u3
O.1,2u3
13. PEAJIM3ALIS HACJIEJCTBEHHOU MH®OPMAIIMN B KJIETKE DYKAPHOT ITPOUCXO-
JUT B HAIIPABJIEHMU
A. 6emox ->JIHK-> PHK
b. PHK->JIHK-> Genoxk
v B. IHK->PHK->6erox
I'. 6emox->PHK->/ITHK
14. PEI'YJIALWA CUHTE3A BEJIKA BO3MOXXHA HA OTAIIE
1) Tpanckpunuuu JJHK
2) co3peBanus npo-PHK
3) tpancnopra PHK u3 sinpa B iuroruiazmy
4) tpancnsaun MPHK
Al

b.2
B.3
I.4
VI.12,3u4
15. CEKBEHUPOBAHUE JHK ITPEJICTBAJISIET COBOI
A. ompeneneHne mociaeI0BaTeIbHOCTH AMUHOKHUCIIOT B MTPOAYKTE CTPYKTYPHOTO TeHa
VB. olpezeneHre nocuenoBaTeapHocT Hykineotuaos JJHK
B. MeTon <COpTHPOBKK> XpOMOCOM
I'. uccnenoranue B3anmoneiicTeus JIHK ¢ 6emxammu
16. OCHOBHOM OCOBEHHOCTbBIO TEHETUYECKONM CTPYKTYPbI M30JISATOB SBJISIETCS
A. YyBEIWYCHHUE JOJIM I'€TEPO3UTOT

b. YBCIMYCHUE OT0JIU JOMUHAHTHBIX TOMO3UTOT
\/B YBCJINYCHUC NOJIH PEHECCCUBHBIX TOMO3UT'OT



17. IMATHOCTUYECKUM JIABOPATOPHBIM KPUTEPUEM ®OEHUWJIKETOHYPUU SABJISAETCA:
A. mogpeM ypoBHS (PEHUITUIPA3HHA
VB. runepdeHnIanaHuHeMus
B. nefikouuTo3
I'. moBbIlIICHUE YPOBHS TUPO3UHA
J1. mobeM ypOBHSI TOMOTEHTH3MHOBOU KHCIIOTHI
18. U1 IMATHOCTUKHU JIM30COMHBIX BOJIESHEN MCIIOJIb3YETCS BCE INEPEUMCJIEH-
HOE,KPOME:
A. uccne0BaHusl aKTUBHOCTH JIM30COMHBIX (JEPMEHTOB
b. BBIsIBIIEHUS TIPOAYKTOB Ae(eKTHOTO KaTaboIm3Ma COAEPKUMOTO JTU30COM
B. MeTosia <meTaboIM4IeCKOT0 KOOIIEPHPOBAHUS>
\T. ompe/eeH s KOHIEHTPALHH EKTPOITHTOB B OHOIOTHYECKHX KHIIKOCTSX
19. T'EH CFTR JIOKAJIM3OBAH B XPOMOCOME
A. 12
b.

2

7
B. X
r.4
.5
MYTAILS JF508 IIPEJICTABJISIET COBOI

A. nenenus pennnananunaa B 508 MMOII0KEHUH TTOCIIEIOBATEIHPHOCTH TeHA

\B. nenerust (enunananuya B 508 moaoXeHNH aMUHOKUCIIOTHOM LeTH

B. 3ameHa ennnananuna Ha TpunTogan
I'. ammndukanus Tpex HyKISOTHIOB, KOTUPYIOINX (eHUIaTaHnH
21. OCHOBHbIMH METOAAMU, ITPUMEHAEMBIMU IJI1 MACCOBOI'O ITPOCEMBAHU S HA
BPOXXIEHHBIN TMIIOTUPEO3, SIBJISIOTCS
1) uMMyHO(EPMEHTHBIN aHAIN3,
2) n3031eKTpo(hOKyCHPOBaHUE,
3) PH3UMOIUArHOCTHKA,
4) panvoOMMMYHHBIN aHATU3,
5) xpomaTorpaduaeckiue METOIbI

A.1,2u3

b.2,3u4

VB. 1 u4

I3us

O.1us
22. UMMYHO®EPMEHTHbBIA AHAJIU3 SBJISETCS OCHOBHBIM METOJOM MACCOBOI'O
IMTPOCEMBAHMA
VA. Ha BPOXACHHBIN TUIIOTUPEO3

b. Ha dpenunkeTonypuio

B. Ha rajakTo3emuto

I'. oprannueckue auuaypuu
23. MEJIMKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE C COLIMAJILHOM TOYKM 3PEHMSA
BBITTOJIHAET CJIEAYIOUME ®YHKINU
1) oObscHEHHE B OCTYITHON (JOpME CMbICTIa MEANKO-TeHETHUECKOI0 IIPOrHO3a
2) moMoMIb B IPUHITUH NMPABUIBHOTO PELICHUS 10 TIOBOY AaJIbHEHILET0 JETOPOKIACHUS
3) oMok B peann3aiy NpaBUILHOTO PEHICHUS
Al
b.2
B.3
VI.1,2u3
24. YPOBEHb ITIOHUMAHMS MEJVUKO-T'EHETUYECKOM MHOOPMALIUU
1) oT 00pa3oBaTELHOTO YPOBHS KOHCYIbTUPYIOIINXCST;

2) OT MOTHBAaIIMU OOPAIICHNUS;

3) ot popmel naronoruu y npodanaa
Al

b.2

B.3

VI.1,2u3

20.



25. JIOYb TEMO®MJIMKA UMEET JBYX 3[JOPOBBIX CHIHOBEW U OJIHY 3JIOPOBVIO JIOYb.
PUCK POXJIEHHNS BOJIBHOI'O ChIHA Y KOHCVYJIbTUPYIOIENCS COCTABJISIET

A. pUCK [yl ChIHA OTCYTCTBYET

VB. 50%

B. 25%

I'. 12.5%

. 100%

26. BEPOATHOCTD POXJEHIMA ELIE OAHOI'O BOJIBHOI'O PEBEHKA ¥V 3JI0POBbIX POJIU-
TEJIEM, KOTOPBIE UMEIOT TPEX BOJIbHBIX MYKOBUCLIMIO30M JETEN, COCTABJISIET
A. Bce ety OymyT OOIBHBI

b. 50%

VB.25%

I'. puck anst ManbuukoB 50%, neBoUKH OyIyT 340POBBI

. Bce netn OyayT 3A0pPOBEI

27. IPEHATAJIBHAS IUATHOCTHUKA C [NOCJIEAYIOIIUM BUOXUMHWYECKUM MCCIIEJO-
BAHUEM AHUOTHUYECKUX KJIETOK MOXET BbITb PEKOMEHJOBAHA IIPU 3ABOJIEBA-
HUAX

1) 6one3nn Tes-Caxca

2) 6one3nu [Tomne

3) curnpome ['yprepa

4) MyKOBHUCIIHI03€

5) uenuakuu

A.1,2u4

VB.I,2u3

B.2,3u4

I''3,4us

a.1,4,5

28. IIOHATUE KAPTUPOBAHUE 'EHOMA YEJIOBEKA BKIITOYAET

1) uzydeHue TOHKOI CTPYKTyphI reHa

2) ompezneneHye rpymIl CLEIICHUs

3) mocTpoeHue IETATFHBIX XPOMOCOMHBIX KapT

4) BBISICHEHHE TTOJTHOTO T€HETUYECKOI'0 COCTaBa BCEX XPOMOCOM HeJIOBEKa

Al

b.2

B.3

r.4

VI.1,2,3u4

29. TIPO®UJIAKTUKA HACJIEJICTBEHHBIX BOJIE3HEN OCYIIECTBJISIETCS HA YPOBHE
1) nperameTrnyeckoM

2) Mpe3UroTHYECKOM

3) npeHaTaIEHOM

4) mocTHaTaIbHOM

Al

S mH
RN\

VI.1,2,3u4

30. HA TEHETUYECKVYIO CTPYKTVYPY IOIIVJIALIMN OKA3BIBAIOT BJIMAHUA CIELVYIO-
HIUE ®AKTOPHI

1) uaOpuauHr;

2) Murparus;

3) npeti¢ reHoB;

4) myTanus u oTo0p

Al



8.

9.

7. YYEBHO-METOANYECKOE U UTHO®OPMAIIMOHHOE OBECIIEYEHUE
7.1. PexomMeHayemasi iuTeparypa

Ocnosnas

bapanoBa A.A.; HamazoBa - bapanosa JI.C. Atnac penkux Oonesneir. — MockBa «llenu-
aTpb»., - 2013, - 302 c.

bapamnes FHO.U.; baxapes B.A.; HoBukos B.II. Jluarnoctuka u jeueHue BPOKICHHBIX U
HacJeACTBEHHBIX 3a00eBanuii y nereri / M. «Tpuaga». — 2004. — c. 343-371

Koznosa C.HU., JlemukoBa H.C. HacnenctBeHHbIE CHHAPOMBI M1 MEIMKO-T€HETHYECKOE KOH-
cyabTHUpoBaHue. Atnac-cripaBouHuk. M.: ToBapuiectBo Hayunsix unanuii KMK, 2007.
Heroccbaym P.JI.; Mak-Unnec P.P.; Bumtapny X.®d. MeaunuHckas reHeTdka: ydeOHOe 1o-
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7.2. HopMaTHMBHbIEe U HHCTPYKTHBHO-MeTOAHYeCKHE JOKYMEHThI

1. Crareu 13 u 71 ®depepanpHoro 3akoHa oT 21 HOsiOpst 2011 r. N 323-®3 "O06 ocHoOBax

OXpaHbl 3710poBbs TrpaxaaH B Poccuiickoit @eneparun" (CobOpaHue 3aKOHOJATEILCTBA
Poccuiickoit @enepannn, 2011, N 48, c1.6724; 2013, N 27, c1.3477 N 30, c¢1.4038; N 48,
ct.6165; 2014, N 23, c1.2930; 2015, N 14, cr.2018; N 29, cr1.4356).
2. Korcturynus P®. Ct. 54 npunsateix OcHOB 3akoHOmarenbcTBa PO 00 oxpaHe 310pOBbs
rpakJIaH.



3. Ilpuka3 M3 Poccuiickoii peneparu Ne 316 ot 30.12.93 r. «O nanpHeimemM coBepIIeH-
CTBOBAaHUH MEIMKO-TEHETHUECKON Ciry:kOb1 MuH3ipaBa POy.

7.3.91eKTpOoHHBIe MH(POPMALMOHHBIE Pecypchl

6. http://www.ped-perinatology.ru/jour/article/viewFile/410/433
7. http://redkie-bolezni.com/umstvennaya-otstalost-tip-shashi/
8. https://www.genotek.ru/diagnostic/panels/50473/

9. https://www.genotek.ru/diagnostic/ekzom/
10.http://www.dnalab.ru

8. OPTAHU3AIIMOHHO-IEJATOT'MYECKHUE YCJIOBUS PEAJIU3ALIUU ITPOTPAMMBI

8.1. MaTepHaJ’ILHO-TeXHI/I‘ICCKI/Ie yYciaoBus IJid peajindaliuu nNporpaMmal

Jljis opraHu3aiuy caMoCTOSITEIbHON paboThl 00yUaIOUXCsl UMEIOTCS yueOHbIE ayAuTO-
pHUH, OCHAIIICHHBIC KOMITBIOTEPHOW TEXHUKOM ¢ MOAKIIOYECHUEM K ceTH Internet, u obecricueHreM
JOCTYTA B 3JIEKTPOHHYIO HH(POPMAIIMOHHO-00pa30BaTENbHYIO CPEy MHCTUTYTA.

OOyuvaromuecss W3 4YHClIa C OTPAHWYCHHBIMH BO3MOXKHOCTSIMU 3JIOPOBBSI 00€CIICYCHBI
ANIEKTPOHHBIMU 00pa30BaTeIbHBIMU pecypcaMu B (hopMmax, aJanTHPOBAHHBIX K OTPaHUYCHUSIM
WX 3I0POBBSL.

Hayunas OuOimoTeka HWHCTUTyTa paboTaeT B aBTOMATU3WPOBAHHOW OHMOIMOTEYHO-
uHpopmanmonnoi cucreme MPBUC 64, Ha 6a3e kKoTopoii chOpMHPOBaH AJICKTPOHHBINA KaTajaor
Ha Bechb ()OHJ JIOKYMEHTOB OMOJIMOTEKH, 4TO MO3BOJISAET paboTaTh ¢ MH(pOpMalueld Kak B Ono-
JUOTEKE, TaK U B PSXKUME yIAICHHOTO JocTymna. YnuTalbHbIe 3a1b6l OMOIMOTEKH 00eCIIeYeHBI J0-
cTynamu K online pecypcam, npejuiararoTcsi 2JIeKTPOHHbIE 0a3bl IaHHBIX U3 HHTEPHET-PECYPCOB.

8.2. Opranu3zanusi 00pa3oBaTeILHOIO NMpolecca

B nporpamme HCIoNb3yIOTCS ClEAYIOIINE BBl YU€OHBIX 3aHATUH: JIEKLUs, IPaKTHYe-
CKO€ 3aHATHE, KOHCYJBTALMM, UTOIOBasl aTTECTAllMsl B BUJIE TECTUPOBAHUS U OLICHKU IPAKTHYE-
CKMX HaBBIKOB.

8.2.1. Jlexumu npe0CcTaBIIeHBI B BII€ KOMITBIOTEPHBIX pe3eHTanui. [1pu npoBenennn
JeKIMHA MpeJyIaraeTcs BKIIOUEHHe CirylaTeneil B 00CyX1eHre mpooIeMbl.

8.2.2. [IpakTyeckue 3aHATHs MMPOBOMSATCS B BUIE OTPAOOTKH HABBIKOB M YMEHUU B BBI-
MOJTHEHUU OTpeNIeNEHHBIX NMPUEMOB, METOJIUK, MPUMEHSIOTCS pa30opbl METOAWYECKHX CHTYya-
UM, TUCKYCCHOHHBIE METO/Ibl KOHCYJIBTALUU IO HanOOoJIee CI0KHBIM KIIMHUYECKUM CITydasiM;

8.2.3. CraxxupoBKa OCYIIECTBISETCS B LENAX U3YUEHUS TIEPETOBOrO OMbITA, 3aKPETICHHS
TEOPETUYECKUX 3HAHUM, MpUOOpETeHUs] MPAKTUUECKUX YMEHMH, HaBBIKOB M UX 3(P(PEKTUBHOTO
UCIIOJIb30BAaHUS MIPU MCIIOJHEHUHU JOJDKHOCTHBIX 00si3aHHOCTel. CTa)kKHpOBKAa HOCUT MHIUBHLY-
aNbHBIM WM TpynnoBoi xapakrep. CoJep)kaHuEe CTaKUPOBKHU OIpeAeNsieTcs] HAMMEHOBAaHUEM
TEM IIPOTrpaMMBI.

8.3 KaapoBoe o0ecnieuenne 00pa3oBaTeibHOIO NMpoliecca
3aHATHS BeJeT KBaU(UIMPOBAHHBIN CHEUAINCT, UMEIOLINI ONBIT B IPAKTHUECKOH Jie-
ATEIHHOCTH.

. ®UO, Yuenas cre- VcnoBus IpuUBIIE-
HaunmenoBanue mogynei HeHb, Vie- OcHoBHOE
Ne (muctuIIMH, pa3aenoB AOIDKHOCTB - MECTO paboOTHhI, JOIK HCHHA K II¢/1aro-
/i Tel\:l)p A ’ 0 IITAaTHOMY Hoe (mover- pHOCTB ’ TUYECKOH esl-
PACIIHCAHUIO HOE) 3BaHHe TENBHOCTH
1 | Knunuko-naboparopuas | ®@ununmosa Ba- K.M.H, JIO- HIIKC3, noueHT Ka- HlraTHbIi
JTMArHOCTHKA MATOJIOrMK | JleHTHHA Bacuib- | 1ieHt ¢denpsr «llegnatpus u
FEHOB €BHa, JIOLEHT HEOHATOJIOTUSI»
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