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1. OBIIAA XAPAKTEPUCTHUKA ITPOI'PAMMBI

JononHuTenbHas TpodecCUOoHaNbHAs MporpaMMa paspadborana TpeboBaHui npodeccro-
HAJIbHBIX CTAaHJApPTOB U MPOBOIUTCS C YUETOM YPOBHS MOJYyYEHHOTO paHee 00pa3oBaHUs U Tpe-
OoBaHMi 3aKa3zurka — MUHHCTEPCTBA 31paBOOXpaHEeHNsl Xa0apoBCKOro Kpasi.

ConeprkaHue mporpaMMbl COOTBETCTBYET TPEOOBAHUSAM CIIEIYIOIINX JOKYMEHTOB!

1. ®epepanpubiii 3akoH OT 29.12.2012 1. Ne 273-®3 «O6 obpazoBanuu B Poccuiickoii
denepanum.

2. ®enepanbhbiit 3akoH OT 21.11.2011 Ne 323-DD «O06 ocHOBaX OXpaHbI 3J0POBBS TPaXK-
nad POy.

3. Ilpuka3 MwunoOpuayku Poccum ot 01.07.2013 Ne 499 (pen. ot 15.11.2013) «O6
YTBEPKACHUU TMOPSAKA OPraHU3allK U OCYILECTBICHUS 00pa30BaTebHOM 1eATeIbHOCTH 10 J0-
MOJTHUTEIBHBIM MPO(ECCHOHAIBHBIM IPOTPAMMaM

4. Tlpuka3z Munsapasa ot 08.10.2015 Ne 7071 «O0 yrBepknennn KBamupukammoHHBIX
TpeOOBaHUN K MEIUIIMHCKUM U (papMareBTUYeCKUM PaOOTHHKAaM C BBICIIUM OOpa3OBaHUEM IO
HaMpaBJICHUIO IOJTOTOBKH «31paBOOXPAHEHUE U MEAULIMHCKUE HAYKI.

5. Ilpodeccronanbuplii craHmapt «Bpad-reHeTHK», YTBEPKIEHHBIM HpuKa3oM MuHH-
CTepcTBA TpyAa U counanbHoM 3amuThl Poccuiickoit ®@enepanuun Ne 142 1 ot 11.03.11.03.2019.

6. IIpukaz MunoOpaayku Poccun ot 25.08.2014 N 1050 "O6 yrBepxxaeHuu Qenepaib-
HOT'O TOCYAapCTBEHHOT0 00pa30BaTEIbHOIO CTAaHAAPTa BBHICIIETO 0Opa30BaHMs MO CHEIHAIBHO-
ctu 31.08.06 JlaboparopHas reHeTruka (YpoBeHb OJATOTOBKHM KaJIpOB BhICIIEH KBaTu(pUKaIum)",

7. TlpodeccnonanbHbIi cTagAapT “CHenuaiicT B 00J1aCTH KIMHUYECKOH J1abopaTopHOi
JUArHOCTUKM , YTBEP)KICHHBIH MpUKa30M MHUHHCTEpCTBA TpyAa U couManbHOM 3amutel PO ot
14 mapta 2018 r. Ne 1451 “O6 yTBepkIeHuu npodeccuoHanbHoro crangapra “Creunaniict B
o0acTy KIIMHUYECKON J1a00paToOpHOIl TMarHocTuKu — «Bpau 1ab0paTopHbIi TE€HETHKY,

8. Ilpodeccuonanpupiii crangapT «Bpay-HEOHATONOT», YTBEPKACHHBIA MpruKazoM MuHH-
CTepCTBa TPy/Aa U colMaabHOM 3amuThl Poccuiickoit @enepanuu ot 14 mapra 2018 roga N 136H)

9. Meroauueckue peKOMEHAALMU 110 Pa3padOTKe OCHOBHBIX MPOQeCcCHOHANBHBIX 00pa3o-
BaTEJIbHBIX IIPOrpaMM U JOIMOJIHUTENbHBIX NPOPECCHOHATIBHBIX NPOrpaMM C yYETOM COOTBET-
CTBYIOIIMX NPOQecCHOHATBHBIX cTaHaapToB OT 22 siHBaps 2015 r. Ne JIJI-1/058H.

10.  IIucemo MunobpHayku Poccun ot 21.04.2015 Ne BK-1015/06 «O HarmpaBiaeHUU
METOJIMYECKHX PEKOMEHJALUN 10 peanu3alud JOMOJHUTENbHBIX NPO(ECCHOHAIBHBIX IPO-
rpamMmm».

11. TMucemo MunoOpHayku Poccun ot 22.04.2015 Ne BK-1030/06 «Metoauueckue peko-
MEHIallUN-Pa3bsICHEHUS 10 pa3pabOTKe JOMOIHUTENbHBIX NMPO(EeCCHOHAIBHBIX MPOrpaMM Ha OcC-
HOBE NMPO(ECCUOHANBHBIX CTAHAAPTOB.

AKTYaJIbHOCTD JOMOJHHUTEJILHOH NPO(EecCCHOHAIBLHOH NPOrpaMMbl MNMOBBIIICHUS
KBAJITH(PUKALMH

Hapymenus B opraHu3anu aHTEHATaIbHOM JUArHOCTUKU SBJISIIOTCS OJHOW U3 IPUYMH,
MPUBOJSIINX K OTCYTCTBHIO CBOEBPEMEHHOW JUArHOCTUKU MHOYKECTBEHHBIX BPOKICHHBIX IO-
pokoB passutus (MBIIP). Bce 3T0 cBHIETEIBCTBYET O HEOOXOIUMOCTH MPOBEICHUS U COBEP-
IIEHCTBOBaHUS JlajbHeel padoTel Mo opranuzanuu auarioctuku MBIIP kak Ha aHTeHaTanb-
HOM, TaK U MOCTHATaJIbHOM YpoBHE. Bepudukarus npuunHbel OPMUPOBAHUS TOPOKOB, HCIIONb-
3ysl COBpEMEHHbIE TMATHOCTUYECKHNE BO3MOKHOCTH, B TOM YHCJIE€ T€HETUYECKHE METO/Ibl, HE0O-
XOAUMa JUIsl PELICHHs] BOIPOCA O TAKTUKE BEICHHMS, IPOBEACHUS MEIUKO-TEHETUYECKOTO KOH-
CyJIbTHUpOBaHUs ceMbu. Llenecoobpa3sHo cucTeMaTH3UpOBaTh HOBBIE JaHHbIE B OOJACTH KIMHU-
yeckux nposiBiaeHuidi MBIIP, coBpeMEHHBIX METOJI0B T€HETUYECKON JUAarHOCTUKHU.

YueOHBII TUTaH MPOTPaMMbl BKJIIOYAET COBPEMEHHBIE CBEACHHUS O KIMHHUYECKUX TPOSB-
JICHUSIX, MPUIUHAX (DOPMUPOBAHMS, TUATHOCTUIECKUX KPUTEPHUSIX, Cllocobax JabopaTopHOil qu-
arHOCTUKH MHOXKECTBEHHBIX BPOXKJICHHBIX IOPOKOB Pa3BUTHSA, COMPOBOKIAOIIUXCSI OBICTPHIM



pasBUTHEM CYy0 - U JEKOMIICHCHUPOBAHHBIX COCTOSHHM B OpraHax M CHUCTeMax, BBHICOKOH creme-
HBIO 3200JI€BaEMOCTH, paHHEH MHBATUAN3AINCH, paHHEH JIETATbHOCTHIO.

[To okKOHYaHUM OCBOEHHS MPOTPAMMBI O0YYAIOLIUIICS MOTy4aeT HEOOXOAUMBIC 3HAHUS,
YMEHUS U TPYJOBbIE AEHCTBUS, COOTBETCTBYIOIIME MPO(ECCUOHAIBHBIM CTaHIapTaM Bpaya re-
HETHKa, Bpaya Ja00paTOPHOTrO reHEeTHKA.

CrpykTypa nporpaMMmsl BKJIIOUYAET 11€Jb, INIAHUPYEMbIE PE3YyIbTaThl O0yUSHHUs], YUEOHBIH
IU1aH, pabouyro mporpaMmmy MOy, OpraHU3alMOHHO-TIEJarOTHYEeCKUe YCIOBUs, (POpMBI aTTe-
CTallUW, OLICHOYHBIE MaTepuanbl, y4eOHO-METOJUUYECKOe M HH(POpPMALMOHHOE OOecreyeHHE.
Y4eOHBIN MIaH ONpeneNseT COCTaB M3Y4aeMbIX TEM MOJYIS C yKa3aHHEM UX TPYIO0E€MKOCTH,
00beMa, 10oCIe0BaTENbHOCTH, (POPMBI OpraHu3aluy yueOHOro npouecca v GopMbl aTTECTALUU.

Copepxanue peanu3yeMoi IporpaMMbl HalPaBJIEHO HA JIOCTHKEHUE €N MPOrpamMMmsl,
IUIAHUPYEMBIX PE3yJbTaTOB €€ 0CBOCHHA. [IporpaMMa mocrpoeHa 1o MOAyJbHOMY NPUHLUITY U
COUETaeT TPaJULIMOHHbIE 1 MHHOBALMOHHBIE METObI O0yUEHUSI.

Kaxnplii cioymarens obecriedeH JOCTYNOM K MH(OPMALMOHHBIM pecypcaM Hay4HOM
O0uOIMOTEeKH MHCTUTYTA U Kaeapsbl.

KonTtposb 3a 3¢ heKTUBHOCTHIO 00YUEHUS BKITIOYACT B CeOsI TECTUPOBAHUE.

1.1. Henp peaqu3anuu NporpaMmbl — COBEPILLIEHCTBOBAHHE KOMIIETEHIUI 10 BOIIpOcam
JTMarHOCTUKHU U MPO(UIAKTUKE CUHIPOMOB MHOXKECTBEHHBIX BPOKICHHBIX TOPOKOB PAa3BUTHUS B
paMKax MMerouIencs: KBaM(UKAIUK 110 TeHETHKE, J1a00paTOpPHOM TeHETHKe, IeJUaTPHH, HEOHA-
TOJIOTHH.

Kareropusi o0yuarommxcsi: Bpauu T€HETUKH, Bpauu J1abOpaTOpHbIE FEHETUKH, BpauK
HEOHATOJIOTH.

O0ocHoBaHMe HeIeBOIl ayINTOPUH

B noBcenHEBHON NPAaKTHUYECKON NEATENbHOCTH CIIELMAIMCTOB Bpadyel-reHETUKOB, Bpa-
4eil J1abopaTOPHBIX TEHETUKOB, Bpaveli-HEOHATOJIOTOB €CTh OOpaIleHHus ceMel IMalieHTOoB, Ia-
LIUEHTOB C KOMIUIEKCOB MHO>KECTBEHHBIX ITOPOKOB Pa3BUTHs OPraHOB U CUCTEM. AHaIMU3 MOJY-
YEHHBIX JAHHBIX, KOMOWHAIMS Pa3IMYHBIX ITATOJIOTHI B OpraHax M CHCTEMax, OCOOCHHOCTH (¢ e-
HOTHIIA MTO3BOJISIIOT JAHHBIM CHELUAINCTaM 3all003pUTh T€HETUYECKYIO NIPUPOAY UMEIOLIEHCS
NaTOJIOTHH, TO3BOJISIIONINIA BBIOPATh ONTUMANBHBIN (F€HETUYECKHI) METOJ TOATBEPIKIAIOICH
JIMarHOCTUKHU. Y CTAHOBJICHUE NMPUYMHBI (POPMUPOBAHUS CHHIPOMA MHOXECTBEHHBIX BPOXKJIECH-
HBIX TIOPOKOB Pa3BUTHS, MO3BOJIUT CHELMAIUCTY MPOBECTH MEAUKO-TEHETUYECKOE KOHCYIbTH-
pOBaHUE B CEMbE, pa3paboTaTh MHIMBHIYaIbHBIN MOAXO0 11 MPOGHIAKTUKNA TOBTOPHOTO POXK-
JIEHHS TALIMEHTOB C ITOJ00HO MMaTOJOTHEH.

YpoBeHb KBau(pUKALUH B COOTBETCTBUU C MPOPECCHOHATBLHBIM CTaHAAPTOM — 8.

Tpynoemkocts o0yudenusi: 36 axan. yacoB (0,25 mec) / 36,0 3ET (1 axkan.
yac = 1 3ET). Cpok ocBoeHUsI mporpamMMmbl 00€CreYuBaeT BO3MOXKHOCTb JAOCTHXKEHHSI LIeNU U
pelIeHus 3a/1a4 porpaMMmBbl, a TaKKe BEIOpaHHBIM KOMIIETEHIIMSIM, 3asIBJICHHBIM B IIPOTrpaMMe.

®opma 00y4yeHHs. OUHAs

HroroBasi arrecTanus: 3a4eT MpOBOAUTCS B (hopMe TECTUPOBAHHUS.

1.2. INTAHUPYEMBIE PE3YJIbTATBI

Peanusaunus nporpaMMbl HANPABJIEHA HA COBEPILICHCTBOBAHME CJIeAYIOIIUX npodec-
CHOHAJIbHBIX KOMIIETCHIHH, BKIIOYAIOIIUX I'0TOBHOCTD!

[IK - 1 npoBOIuTh AMAarHOCTUKY BPOXKAECHHOTO (WMJIM) HACIEJCTBEHHOTO 3a00JI€BaHUS B
COOTBETCTBUM ¢ MeXayHapOIHOW CTaTUCTHUECKON KiIaccupuKaluen 6one3Hen;

[IK - 2 Ha3Ha4yaTh MATOTCHETHUYECKOE JICUCHUE M KOHTPOJIb ero 3ddekTuBHOCTH U Oe3-
OTaCHOCTH Y MaIlMEHTOB C BPOXKIEHHBIMHU U (WJIN) HACJIEACTBEHHBIMHU 3a00JI€BaHUSIMY;

ITK — 3 mpoBOANTH MEIUKO-TEHETHUECKON KOHCYIbTHPOBAHHE.



1.3. CooTBeTcTBHE KOMIIETEHIHUI 10 CENUATBHOCTH TPYAOBbIM (PYHKIMAM
Nnpo(hecCHOHAIBLHOIO CTAHAAPTA

Haumenosanue
0000111IEHHOM

TPyIOBOH (HYHKIIH

Kon u HaumeHoBaHue Tpy10BOM
byHKIUHA

Kon
A HaUMEHOBAHHE KOMIIETEHI[UHN

Bpau reseruk

A. Oxazanne
MEIUIIUHCKOU
ITOMOIILIH ITallueHTaM
10 POUITIO
"MeIUINHCKAs
reHernka'

A/01.8 JIlnarHocTuKa B IEIIX
YCTaHOBJICHUS U (UJIN)
YTOUHEHHUSI TUarHo3a
BPOXKJIEHHOTO (MJIN)
HACJIEICTBEHHOI0 3a00JIEBaHUS

A/02.8 Haznauenue
MATOTEHETHYECKOTO JICUCHHSI 1
KOHTPOJIb €ro 3 PEeKTUBHOCTH U
0€3011aCHOCTH y MALUEHTOB C
BPOXKJICHHBIMU H (VLT )
HACJICJICTBEHHBIMU
3a00JIeBaHUAMHU

AJ03.8 [IpoBeneHne MearKO-
T€HETHYECKOTO
KOHCYJIbTUPOBAHUS TAIUCHTOB C
BPOXICHHBIMHE ¥ (HIJTH)
HaCJICACTBCHHbBIMU
3a00JIEBAHUSAMHE M UX
POACTBCHHUKOB U MMALIUCHTOB M3
IPYIII PUCKA, BBISIBICHHBIX MTPH
CKPHHHHTE

I[IK - 1 npoBOOUTH JIUArHOCTHKY
BPOKJICHHOTO (WUJIM) HAaCJIe/ICTBEH]H
HOT0 3a00JI€EBaHUS B COOTBETCTBUH (
MeXnyHapoaHOW  CTaTHUCTHYECKOY
KJIaccuukamnmei 0one3Hen;

I[IK - 2 Ha3HayaTh maTOreHETHYEH
CKOE JICYECHHE M KOHTPOIb €ro 3¢-
(heKTUBHOCTH U OE30MACHOCTH Y T1a;
IIMEHTOB C BPOXKICHHBIMU W (WIJIH
HACJIe/ICTBEHHBIMU 3200JIEBaHUSMU;

[IK — 3 npoBOIUTH MEIUKO-
TEHETUYECKON KOHCYJIbTUPOBAHUE.

Bpau 1a6opaTopHblii reHeTUK

A. JlmarHocthka B
[EJSIX YCTAaHOBIICHUS U
(nn) YTOUYHEHUS
JIMarHosa
BPOXKICHHOTO
HACJIEJICTBEHHOTO
3a0051eBaHUS

(unn)

A/01.8 [IpoBenenue
WCCIIETOBAHMUS

U OIIEHKA MTOJTyYEHHOTO
pe3yibTara

TIK-1; TIK-2 TIK - 3

Bpauy HeoHnartoJs10r

A. Okazanune
MEJUITUHCKOMN

ITOMOILHA npu
oOpallleHuy TarueHTa
c CHUHJIPOMOM
MHO’KECTBEHHBIX
BPOXXJICHHBIX TTOPOKOB
pa3BUTHS

A/02.8 [TpoBeneHue
MEAUIIMHCKOTO 00CIe1I0BaHuUs
HOBOPOXICHHBIX U
HEJOHOIIIEHHBIX JE€TEH C LETBI0
YCTaHOBJICHUS TUarHO3a

K- 1, [IK — 2




1.4. IlpodeccnonanbHble KOMIIETEHIINH, COBepLIEHCTBYeMble B pe3y/ibTarte ocBoenus JIIIIT

Buns! Tpynosoit
byHKIHH

[Mpodeccuonans-
HBIE KOMITCTCHIHH

TpynoBbie nelcTBUA
(IpaKTUYECKUN OTIBIT)

Heo0xonumele
YMEHUS

Heobxonumele
3HAHUSA

A/01.8 /lnarnoctuka
B LIEJISIX
YCTaHOBJICHUS U (UJIN)
YTOYHEHHSI TMarHo3a
BPO’KIEHHOTO (WJIN)
HACJIEICTBEHHOTO
3a0071eBaHUs

I1K-1

1. Coop  reneamoruye-
CKOTO aHAMHe3a
2. OmpenencHue KIUHH-

YECKUX, HWHCTPYMEHTAJb-
HBIX, JIAOOPATOPHBIX MPH-
3HAKOB, IAaTOTHOMOHHUY-

HBIX HACJICJICTBEHHOM IIa-
TOJIOTUH

3. Ot6op marueHToB ¢
YYETOM KIMHUYECKUX,
aHaAMHECTUYECKUX, HH-
CTPYMEHTANLHBIX JJAHHBIX
JUTSI TIPOBEJICHUS CIIelra-
JU3UPOBAHHBIX METOJIOB
TeHETUYECKOM JUarHo-
CTHKH,

4. OreHKa MOTy4YeHHBIX
JTAaHHBIX, PEKOMEHIAINH
MalyueHTy, MEIUKO-
TEHETHYECKOE KOHCYIIbTH-
poBaHue

5. OkazaHue KOHCYJIbTa-
TUBHOU MOMOIIHA

1.011eHUTh MOTy4YEHHBIE

JaHHBIE OCMOTpa, aHaMHe3a, J1a0o-
paTOpHBIX MHCTPYMEHTAJIbHBIX
JAHHBIX M OMUCHIBATH UX, UCIOJb-
3y  TEPMHUHOJIOTUIO  ONMHUCAHMSA
BPOKICHHBIX aHOMAJIUH 1 TIOPOKOB
pa3BUTHSA

2.Vcnonb30BaTh METOMBI JAHATHO-
CTHKHU C YYETOM IPEAINOoIaracMoro
CUHJIpOMa

3.Ilonb30Batbes ITOPUTMOM
YCTQHOBJICHUSI IIPEBAPUTEIBLHOTO
JIMarHo3a, KIMHUYECKOro AMarHosa
1 3aKJIFOYUTENLHOTO TUarHo3a

4. BBISABAATH KIMHUYECKUE CUMII-
TOMBI ¥ CHHIIPOMBI y TIAITUEHTOB B
LEeJSIX yCTAHOBIJICHUS U (WIJIH)
YTOYHEHHUS JUAarH03a BPOXKIEHHO-
ro u (WnK) HACcIeACTBEHHOTO 3a00-
JIeBaHUs

5.JlaGopaTopHbIe METO/IBI TUATHO-
CTHKH XPOMOCOMHOM NMaTOJIOTux

6. JlabopaTopHble METOABI AWATHO-
CTUKM TATOJOTHH TEHOB, TIOJIH-
MOphHU3MOB

1. TTopsimok oka3zaHusi MEIUIIMHCKOM TT0-
MOILY NAllMEHTaM C BPOKIECHHBIMU U
(vuTm) HacJIeICTBEHHBIMU 3a00JICBaHU -
MU

2. CtanaapThl IEPBUYHON CHICIIUAIU3UPO-
BaHHON MEJUKO-CAaHUTAPHON MOMOLLH,
CIIELMaIU3UPOBAHHOM, B TOM YHCIIE BbI-
COKOTEXHOJIOTHIHOM, MEJUITMHCKOM 110~
MOIIM HACENICHHIO B cepe OKa3aHus
MEIULMHCKON TIOMOIIX NaIlleHTaM C
BPOKJACHHBIMU U (WJIN) HACIEACTBEHHBI-
MU 3200JI€BaHUAMU

3. DTHOIIOTHUS U ATOTEHE3, MOJICKYJISIp-
HBIE OCHOBBI, TATOMOP(OIOTHS, KINHHU-
Yyeckasi KapTuHa, KiaccupuKanus, aua-
THOCTHKA U U epeHIranbHas 1iarso-
CTHKa, 0COOEHHOCTH TEUEHUS M UCXOIBI,
MPUHLIUIIB JICYECHUS

4. ®eHOTUITNYECKHE OCOOCHHOCTH
HACJIEACTBEHHON NaTOJIOIHU

5. [IpuHUMIIBI IUArHOCTUKH HACJEI-
CTBEHHBIX 3a00J1eBaHUI

6. Kimnnuueckue pexomeHnaanuu (mpoTo-
KOJIBI JICYSHHSI) TIO BOIIPOCAM OKa3aHHS
MEIUIIMHCKON TTIOMOIIH MAI[HeHTaM C
BPOXKICHHBIMU | (W) HACIIEACTBEHHBI-
MU 3200JIeBaHUSIMHU

7. MeToapl AMarHOCTUKHA TEHHOM, XpOMO-
COMHOM, MUTOXOH/IPHAJIbHOM MAaTOJIOTUU




A/02.8 Haznauenue IIK-2 1. Ha3znauenne nekapctBeH- | 1.PaspabateiBaTh 1uiad matoreHe- | 1. MeToapl MEMKaMEHTO3HOTO M HEME-
MATOTEHETHYECKOTO HBIX TMPEnapaTtoB, B TOM | THYECKOTO JICUCHUS JTUKaMEHTO3HOTO JICUCHUSI, METUIINH-
JICYEHUS U KOHTPOJIb yucie opdaHHbIX, Meau- | 2.0praHu3oBbBIBaTh HaOIOICHUE CKH€ MOKa3aHusl U MEIULUHCKUE TIPO-
ero 3 PpeKTUBHOCTH U [IUHCKUX W3ACIUN U JiedyeO- | MAlUeHTOB C BPOXICHHBIMU H TUBOTIOKA3aHUs K TPUMEHEHUIO JIeKap-
0€30MacHOCTH Y HOT'O MUTAHMS MalueHTaM ¢ | (WIM) HacJeICTBEHHBIMH 3a0oJe- CTBEHHBIX MPENapaToB, MEIULIUHCKUX
MAIUEHTOB C BPOXKIACHHBIMU W (WJIH) | BAHUSAMHU, TOJNYYarONINX MaTore- W3JICTI, J1e4e0OHOr0 MUTaHUS
BPOKJICHHBIMU U HACJIEICTBEHHBIMU 3a00Jie- | HETUYECKOe JIeUeHUE 2. Metoibl PO UIAKTUKY UITH YCTpaHe-
(nm) BaHUSMU 3.0nenuBare 3(PPEeKTUBHOCTD | HUS OCJIO)KHEHUH JIeueHust, TOOOYHBIX
HACJIEICTBEHHBIMU 2.0uenka 3¢ @dekTUBHOCTH | 6€30MaCHOCTh MEIUKaMEHTO3HO- NEICTBUI, HeXeNlaTeNbHbIX PeaKkiuil, B
3200J1CBaHUSMHA u 0e30MacHOCTH MeJIWKa- | TO U HEMEIUKAMEHTO3HOTrO Jieue- TOM YHUCJIC CEPHbE3HBIX M HEIIPEIBHICH-
MEHTO3HOTO W HEeMeJIuKa- | Hus HBIX, BO3HUKIINX P 00CIe10BaHUU
MEHTO3HOro JjeueHus (du- WJIH JICYCHUH TIAITUCHTOB C BPOXKJICH-
3HMOTEPaNeBTUYECKOT0, Jie- HBIMH U (WJIM) HACNIeCTBEHHBIMU 3a-
4eOHOU (U3KYIBTYpHI) Ta- 00JIeBaHUSIMU
[IUEHTOB C BPOKICHHBIMU U 3. MeTonuku MOArOTOBKH K 1abopatop-
(w)  HACIEACTBCHHBIMU HBIM M HHCTPYMEHTAILHBIM UCCIIE]IO-
3a00JIeBaHUAMU BaHUSM JJI HA3HAYCHHs] © MOHHUTO-
pUHTA MTATOTEHETHIECKOTO JICUCHUS
MaIMEHTOB C BPOXKICHHBIMU U (WJIH)
HACJIEICTBEHHBIMU 3a00JI€BaHUSIMU
AJ03.8 TIposenenue IIK 3 [IpoBenenue meaunko- | [Tonb3oBatrbest MeTogamu oneHkH | [IpuHIMIBI pacyeTa prucKa MOBTOPEHUS

MCIUKO-TCHETHUYCCKOI'O
KOHCYJIbTUPOBAHMSI T1a-
IIUCHTOB C BpO)KI[eH-
HBIMH U (W) HacIe -
CTBEHHBIMU 3a00J1eBa-
HUSMHU U MX POJCTBCH-
HHUKOB U ITAITUCHTOB U3
IPYIII PUCKA, BBIABICH-
HBIX IIPYU CKPUHUHIE

TCHETUYECKOTO KOHCYJIBTH-
pOBaHMsI  TAIlMEHTOB U3
TPYNI PHUCKA, BBISBICHHBIX
MIpU CKPUHHUHTE, B TOM YHC-
Jie CKpUHUHTE OepeMEHHBIX
Ha BPOXICHHBIE MOPOKHU
pa3BUTHS U XPOMOCOMHBIC
aHOMaJINM y TUIOZA, Macco-
BOM 00CJIEJOBaHUHA HOBO-
POXKICHHBIX  JeTed  Ha
HACJIEJACTBEHHBIE  3a00JIe-
BaHUs, MPEUMIUIAHTAI[HOH-
HOM CKpHWHUHTE€ B IIPO-
rpaMMax BCIIOMOTaTelbHbIX

MPOTHO32 BO3MOXKHBIX BPOXKICH-
HbIX W (WIH) HaCleJCTBEHHBIX
3a00JieBaHUN y TOTOMCTBa B Ce-
MBSIX MAIUEHTOB C BPOXKAECHHOU U
(un) HaCIIENCTBEHHOW IaToJIo-
TMel, a TaKXkKe y 3I0pOBBIX HOCH-
TEJI TATOTCHHBIX MYyTalii B
reHax IyTeM pacueTa pUcKa Io-
BTOPEHHUS BPOXKJACHHOIO U (WJIN)
HaCJIe/ICTBEHHOI0 3a00JIeBaHus B
ceMbe

[Tonp30BaThcs METOAAMHU OKa3a-
HUSl TICUXOJIOTUYECKOH TOMOIIN
NAIlMeHTy C BPOXJEHHBIMH U

BPOKJIEHHOTO U (MJIM) HACIEICTBEHHOTO
3a00JIeBaHUs B CEMbE C YUETOM THIIA
HacJIeI0OBaHUs

MeTo/1bI IpeHaTaNbHON U TPeUMILIaHTa-
HI/IOHHOfI JUAardOCTUKHU BPOXKJIACHHBIX U
(unn) HacNeICTBEHHBIX 3a00JIEBaHUH,
MCAUIIMHCKHUEC IMTOKa3aHUusg 1 MCIUITUH-
CKH€ MPOTUBONOKA3aHUS K UX MPUMEHE-
HUKO

Ocobennoctn MEIUKO-TCHETHYCCKOI'O
KOHCYJIbTUPOBAHUA MALTUCHTOB U3 I'PYIIII
pHuCKa, BbISIBJCHHBIX IIPU CKPUHUHIC, B
TOM YUCJIC CKPUHHUHTC 6epeMeHHbIX Ha
BPOXKJIEHHBIE IIOPOKHU PA3BUTHS U XPOMO-




PEIPOAYKTUBHBIX TEXHOJIO-
THii, a TaKXKE YJICHOB CEMbH
MAIMEHTOB C YCTAHOBJICH-
HBIM JIMATHO30M BPOXKJICH-
HOTO U (WMJTM) HACJIECICTBCH-
HOTO 3a00JIEBaHUSA, a TAKKE
3JIOPOBBIX JIMI[ C TIOJ03pe-
HHUEM Ha HOCHTEILCTBO IIa-
TOT€HHBIX MyTallUi B T€HAX

(wM) HaCIEeICTBEHHBIMU 3a00JIe-
BaHUSMU U (WJIHM) WICHAM €ro Cce-
MbH, a TaKXXe€ 3JI0pOBbIM HOCHTE-
JISIM TIATOTEHHBIX MYTallUid B Te-
Hax B IpoIEecCce MPUHATHUS pelle-
HUS OTHOCUTEIIBHO HCIOJh30Ba-
HUS METOJOB JIMarHOCTUKU H
NpoGUIAKTUKA BPOXKIACHHBIX H
(w1M) HaCIEeICTBEHHBIX 3a0oJie-
BaHUM, BKIIIOYas MPEHATAIbHYIO
U (UIM) TPEeUMILIAaHTAIIHOHHYIO
JTUArHOCTHKY, (hopmMupoBaH¥Hs
PENpPOAYKTUBHOTO IOBEJICHUS

COMHBIE aHOMAJIUH Y TIJ10/1a, MaCCOBOM
00cIie/JToBaHUM HOBOPOJXK/ICHHBIX JIeTeH Ha
HaCJIeICTBEHHBIC 3200JIeBaHUs, TIPCHM-
MJIAHTAIIMOHHOM CKPUHHMHTE B IIpOorpaMMax
BCIIOMOTATEJIbHBIX PEMPOTYKTUBHBIX TEX-
HOJIOTHH, a TAaK)K€ WICHOB CEMBHU ITallhueH-
TOB C YCTAHOBJIEHHBIM JINAarHO30M BPOXK-
JICHHOTO H (MJIM) HACJIEICTBEHHOIO 3a00-
JIEBaHUS, & TAKXKE 3JI0POBBIX JIUII C TIOJI0-
3pPEHHEM HAa HOCUTEIBCTBO MaTOTC€HHBIX
MyTalil B TeHax

IIpuHIUTIEI METUIIMHCKON ATUKHU U JICOH-
TOJIOTUU




Ilepeyenn 3HaHUI, YMEHUH M HABBIKOB, HEOOXOAUMBIX VIS PO eCcCHOHATBHOM AeATEJbHOCTH

Iocye okoHYaHNsI 00yUYeHUSI BPA4-CHEIUATUCT
JA0JIKeH 3HATh!

— OCHOBBI 3aKOHOJATEJIbCTBA 00 OXpaHE 3J0POBbS I'Pak/laH, OCHOBHbIE HOPMATHUBHbBIC U
perJaMeHTHpyoIlre JOKYMEHTHI B 3/ipaBooxpanenuu Poccuiickoit @enepanuu;

— TpOrpaMMbl TOCYJAPCTBEHHBIX TapaHTUH OECIIATHOTO OKa3aHWs Tpa)kJIaHaM MEIUITUH-
CKO¥ TIOMOIIIH, TEPPUTOPHAIILHEIC POTPAMMBI TOCYIAPCTBEHHBIX TapaHTUH OECIIIATHOTO
OKa3aHUsA IpaxKIaHaM MEIUIIMHCKON TOMOIIY;

— TpeOoBaHMs MO OOECTICUCHUIO OE30MACHOCTH MEPCOHATBHBIX JAHHBIX Pa0OTHUKOB Opra-
HU3al1H, MAIlMeHTOB U CBEICHUM, COCTABIISIONINX BpaueOHYIO TalHY;

— KIMHUYECKHE pEeKOMEeHJAlMH (IPOTOKOJIbI JIEYSHHsI) TI0 BOIPOCAM OKa3aHUS METUIMH-
CKOM IMOMOIIM MPH BBISIBJICHUH BPOXJACHHBIX MOPOKOB Pa3BUTHUS Pa3IMUHOI JOKaln3a-
1114178

— TPUHLHUIBI JJAOOPATOPHBIX METOOB, MPUMEHSIEMBIX AJIs JUArHOCTHKHU: T€MaToJIorhye-
CKHUX, IUTOJIOTHYECKHX, OMOXMMHYECKHX, HWHCTPYMEHTAJIbHBIX, MOJEKYJISIPHO-
OMOJIOTMYECKUX, TEHETUYECKUX MCCIICIOBAHUI;

— aHATOMHUIO, (PU3MOJIOTHUIO B3POCIBIX U JIETE B HOpME, IIPHU BPOKICHHBIX U (WJIK) HACIIE -
CTBEHHBIX 3a00JI€BaHUIX, OCHOBBI SMOPUOJIOTHH U TEPATOJIOTUH;

— CTaHJapThl NEPBUYHOMN CIELHMATU3UPOBAHHON MEIUKO-CAHUTAPHOW MOMOUIM, CIICIIHATU-
3UpPOBAHHOM, B TOM YHCIIE€ BHICOKOTEXHOJIOTHYHOM, METUIIUHCKON TOMOIIIM HACETICHHUIO B
chepe okazaHUg MEAUIIMHCKOM MOMOIIM MallMeHTaM C BPOXKJIEHHBIMU M (WJIM) HACIIe/-
CTBEHHBIMHU 3a00JIEBaHUSMU;

— OCHOBBI T€HETHUKH YEJIOBEKA: THUIBI HACICAOBAHUS BPOXKICHHBIX W (MJIM) HACIEICTBEH-
HBIX 3200JICBAaHUI; THITHI MYTAIMOHHBIX U3MEHCHUN TeHOMA, UX KiIaccu(puKaIims;

— TEPMHUHOJIOTHUIO ONHCAHUS MUKPOAHOMAIHMM M BPOXKACHHBIX MMOPOKOB PA3BUTUS Y YellO-
BEKa,

— npaBwia opOpMIICHUS MEAUIIMHCKON JOKYMEHTAIH, B TOM YHCJIC B AJICKTPOHHOM BHJIE;

— ITHOJOTHYECKHE (DAKTOPHI, MPUBOISAIINAEC K PA3BUTHIO BPOXKICHHBIX IIOPOKOB PA3BUTHS;

— OHMOJIOTHYECKHE aCIIEKThl TaMETOreHE3a;

— TIPUHIMIIBI aHAJK3a TeHEAJIOTUUECKOT0 JIEpeBa, ONPEICTICHUS THIIA HACIEIOBAHMS BPOXK-
JEHHOTO U (WJIM) HACTIEICTBEHHOTO 3a00JIeBaHMUS;

— MEIMIMHCKHE TOKa3aHUS K HCIOJIb30BAaHUIO COBPEMEHHBIX METOAOB J1Ia0OpaTOpHOW U
WHCTPYMEHTAJILHOW JUArHOCTUKH TPU BBISIBICHUHM KIMHUYECKUX MPU3HAKOB BPOXKICH-
HOTO NIOPOKA pa3BUTHS,

— nabopaTOpHBIE MCCIIEIOBAHUS VISl TUATHOCTUKUA BPOKJIECHHBIX U (MJIM) HACIIEICTBEHHBIX
3a00JI€BaHN, BKJIFOYAs [IUTOTEHETUYECKUE, MOJICKYISIPHO-IUTOTEHETUYECKHUE, MOJICKY-
JSPHO-TEHETUYECKHEe, OMOXUMUYECKIE METObI UCCIICIOBAHHM, METUITMHCKUE TTOKa3aHUS
K UX Ha3HAUYCHHUIO;

— TPUHILHUIBI UHTEPIPETAIUU Pe3yIbTaTOB JTa0OPATOPHBIX HCCIECIOBAHHUMA B ILIENSAX YCTa-
HOBJICHUS U (WJIM) YTOYHEHHs AUAarHO3a BPOXKICHHOTO U (WMJIM) HACIEACTBEHHOTO 3a00-
JIEBaHUS;

AOJIKEH YMeTh:

— TPOBECTH JAMATHOCTUKY B IIEJSAX YCTAHOBJIEHUS U (MJIM) YTOUHEHHMS TUAarHO3a BPOXKICH-
HOTO (WJIM) HACJIEACTBEHHOTO 3a00JICBaHUS;

— HaA3HAYWUTH MMATOTEHETUYECKOe JICUeHUE, KOHTPOIh dPPEKTUBHOCTH U OE30MACHOCTH Ta-
[IUEHTaM C BPOKJICHHBIMU U (WJIM) HACJIECTBEHHBIMU 3a00JI€BAHUSMU;

— TPOBECTH MEIUKO-TEHETHYECKOE KOHCYJIBTHPOBAHUE TMAIMEHTOB C BPOXIECHHBIMH U
(ny) HACJIEICTBEHHBIMU 3a00JICBAaHUSIMU, UX POJACTBEHHUKOB;

— TIPOBECTH KOHTPOIb 3(P(HEKTUBHOCTH MEPOMPUATUN TO MPO(PUIAKTUKE BPOXKICHHBIX U
(unm) HacIeICTBEHHBIX 3a00JI€BaHU;



MPOBECTH cOOp kKanoO, aHaMHe3a KU3HU U 3a00JICBaHUS, CEMEMHOTO aHAMHE3a B IEIIAX
YCTaHOBJICHUS U (MJIM) YTOYHEHUS TUArH03a BPOXKJICHHOTO U (WJIM) HACIEICTBEHHOTO 3a-
0OoyeBaHus;

IIPOBECTU OCMOTpP MAIlMEHTOB B LIENSX YCTAaHOBJIEHUS W (WJIM) YTOYHEHHs JHarHo3a
BPOXKJICHHOTO U (WJIM) HAaCIEACTBEHHOTO 3a00/IeBaHNS,

NPOBECTH aHAJU3 T'€HEAIOTHYECKOT0 aHaMHe3a B LEISIX YCTAHOBJICHUS M (WJIH) YTOYHE-
HUS TMarHo3a BPOKJIEHHOTO U (MJIM) HACIEACTBEHHOTO 3a00JIeBaHUs;

COCTaBUTH ILJIaH JTA0OPATOPHBIX U MHCTPYMEHTAIBHBIX MCCIEIOBAaHUMN MAIMEHTOB B II€-
JISIX YCTAHOBJICHUS M (WJIM) YTOYHEHHs JUarHo3a BPOXKJIEHHOTO U (MJIM) HACIEICTBEHHO-
ro 3a00JICBaHUS;

HAIPaBUTh MMALIMEHTOB B LEJSIX YCTAHOBICHUS U (MJIM) YTOUHEHUS JUarHo3a BPOXKIACHHO-
ro u (WiIM) HACJIEICTBEHHOTO 3a00JIeBaHUs, Ha JIaOOpaTOpHBIC (BKJIIOYAs OMOXMMHYE-
CKHE, IIMTOTEHETHYECKHE, MOJICKYJISIPHO-IIUTOTCHETUYECKUE W MOJCKYJSPHO-
TeHETUYECKHE) U MHCTPYMEHTAJIbHBIE UCCIIEJOBAHMS B COOTBETCTBUU C MOPSAAKAMH OKa-
3aHUS MEIUIUHCKONW MOMOIIM, KIMHUYECKUMH PEKOMEHIANUsSMHU (TMPOTOKOIAMHU Jieye-
HUS1) [0 BOIPOCaM OKa3aHUsS MEAULMHCKOW MOMOIIY, C YYETOM CTaHAApTOB MEIUIMH-
CKOM ITOMOIIIY;

HAIPaBUTh MAIMEHTOB B LEJSIX YCTAHOBJICHUS U (UJIM) YTOUYHEHHS AUArHO3a BPOXKIACHHO-
ro ¥ (UJM) HACIEACTBEHHOTO 3a00JIeBaHMsI Ha KOHCYJIBTALUIO K BpayaM-CIIeIMaIUCTaM B
COOTBETCTBUU C MOPSIKAMU OKA3aHUS MEIUIIMHCKON ITOMOIIH, KITMHHYECKUMH PEKOMEH-
JanusaMu (IPOTOKOJIAMU JICUEHHUs) MO BOIPOCAM OKa3aHUS METUIIMHCKOW MOMOIIH, C
Y4ETOM CTaHAAPTOB MEIUIIMHCKON TIOMOIIIH;

HAIPaBUTh MAIIMEHTOB JUIS OKa3aHUs CIEHUATM3UPOBAHHOM MEIUIIMHCKON IMOMOIIU B
CTAIIMOHAPHBIX YCIOBUSAX WM YCIOBHUSIX JHEBHOI'O CTAIIMOHAPA NIPH HAIWYUHU METUITH-
CKUX TMOKAa3aHUW B COOTBETCTBUHU C MOPSAKAMH OKa3aHUS MEIUIIMHCKOW MOMOIIH, KIIU-
HUYECKMMH pPEKOMEHIAIMSIMH (IIPOTOKOJIAMU JICYEHHUS) MO BOINPOCAM OKa3aHHsI MeIU-
[IUHCKON TIOMOIIH, C Y4€TOM CTaHJAPTOB MEAUIIMHCKON MTOMOIIIH;

OTpeeNATh MEIULMHCKHAE TOKa3aHUsl K MpEeHATalbHOW W (UIM) MPEeUMIIAaHTAIlMOHHOU
JMArHOCTHKE BPOXKIEHHOTO U (MJIM) HACJIECTBEHHOIO 3a00JI€BaHU.

OKa3aTh KOHCYIBTAaTHUBHYIO MOMOIIb BpayaM-CHeIHaTIucTaM MO BOMPOCaM JUArHOCTHKHU
BPOKACHHBIX U (MJIM) HACTIEICTBEHHBIX 3a00JIeBaHUL;

YCTaHOBUTH JHMArHO3 C y4€TOM JEUCTBYIOIIEH MEXIYHAapOJHOM CTaTUCTHMYECKOW Kiac-
cudukaiu 60se3Hel U mpodsIeM, CBI3aHHBIX €O 3710poBbeM (najiee - MKB);
KOHCYJBTHUPOBATh Bpavya-KIMHUIIMCTA MO TOJATOTOBKE MAIMEeHTa K UCCIICIOBAHUIO U BIIH-
SHUIO TIPOBOJMMOTIO JICYCHUS Ha PE3yJbTaThl KIIMHUYECKUX JTA0OPATOPHBIX HCCIIEIOBa-
HUM;

BBISIBJISITH BO3MOYKHBIE TPOTUBOPEUHS MEXKY MOTyYEHHBIMH PE3yJIbTaTaMU HCCIEA0BaHUN;
OIICHUBATh JOCTATOYHOCTh U MH(POPMATHUBHOCTH MOJYUEHHOTO KOMIIJIEKCA Pe3yIbTaTOB
AHAJIM30B sl TOCTAHOBKH JTMArHO3a;

OTIpeNeNATh HE0OXOAUMOCTh MTOBTOPHBIX U JOTIOJHUTENBHBIX UCCIIETIOBAaHUNA OHOIOTHYe-
CKUX P00 MaIrueHTa;

JOJIZKEH BJIaJeTh.

MeTogaMu auarHoctuku BMITP

METOJIMKON MEIUKO-TeHETHYECKOTO KOHCYJIbTUPOBAHUS TAIIMCHTOB U3 TPYIIT PUCKA, BBI-
SIBIICHHBIX MPH CKPHUHHUHTE, B TOM YHCJIC CKPUHUHTE OEpEMEHHBIX Ha BPOXKICHHBIC ITOPO-
KU Pa3BUTHI M XPOMOCOMHBIE aHOMAJUU y TIIO/Ia, MAaCCOBOM OOCJIETOBAaHUH HOBOPOIK-
JICHHBIX JIETeH Ha HACJEJICTBEHHBIC 3a00JIEBaHUS, TPEUMIUIAHTAIIMOHHOM CKPHHHHTE B
mporpaMMax BCIOMOTATeNbHBIX PENPOAYKTUBHBIX TEXHOJIOTUH, YICHOB CEMbHU MaIlUeH-
TOB C YCTAHOBJICHHBIM JHArHO30M BPOXKJICHHOTO M (MJTH) HACIIEICTBEHHOTO 3a00J1€BaHNs,
a TaKKe 3/I0POBBIX JIHII C TTOJIO3PEHUEM Ha HOCUTENBCTBO MATOTCHHBIX MYTAIIUA B T€HAX;



2. VUEBHBIA IJIAH

Ne | HanmenoBaHue pasze- Obmas B tom uucne, gac ®dopma
JIOB MOynel TPYLOEM- KOHTPOJIA
Y I;};CTL, Bcee- | Jlek- OC | I13,C3, | Craxu- P
yac. ro JAN% 051 K JI3 pOBKa
1 2 3 4 5 6 7 8 9
Tepmunosorus, ya-
CTOTAa MHOKECTBEH- .
Tekymmii KoH-
1. | HBIX BPOXKICHHBIX
TPOJIb
ITIOPOKOB Pa3BUTUS
(MBIIP) 2 2 2
Cunapomsr MBITP Texviii KO-
2. | XpOMOCOMHOM 3THO- 4 4 2 2 yi
TPOJIb
JIOTUH
MoHoreHHo Hacie- ToaKTIiecKkie
3 | myemble CHHIIPOMBI 18 18 3 9 6 H;)BHKH
MBIIP
AyTOCOMHO-
3.1 | PeLeCCHBHO- 6 6 1 3 5 Texkymui KoH-
HacjeayeMble CUH- TPOJIb
npombel MBITP
AyTOCOMHO-
39 | AOMMHAHTHO Hacie- 6 6 1 3 2 Texkymuit KOH-
JyeMbl€ CUHIPOMBI TPOJIb
MBIIP
X-cIleTIEHHbIE TerVIMil KOH-
3.3 | Hacnemyembie CUH- 6 6 1 3 2 . oﬁu
Jnpomsl MBITP p
Cunnpomsr MBIIP ¢
HEYTOUYHEHHBIM U T kv KoH-
4 | HEyCTaHOBJICHHBIM 4 4 2 2 ym
TPOJIb
TUTIOM HacJel10Ba-
HUSA
Cungpomsr MBIIP T kv KoH-
5 | TepaToreHHo o0y- 3 3 1 2 yi
TPOJIb
CJIOBJICHHBIE
[Tpodunaktuka .
Texkymui KoH-
6 | BpOXIEHHBIX TIOPO- 3 3 1 2
TPOJIb
KOB pa3BUTHUSA
7 Wrorosas arrecra- 2 2 2 TectupoBanue
oM - 324eT
Hroro: 36 36 11 17 8




3.KAJIEHJIAPHBIN YUYEBHBIN I'PA®UK

1 2 3 4 5 6
JAeHb JAeHb JAeHb | IeHb | [eHb JeHb
TepMuHOIOrHs U YacTOTa MHOXKE-
1 CTBEHHBIX BPOKJIEHHBIX IIOPOKOB pa3- 2
Butusi MBIIP)
2 Cunnpombsl MBIIP xpomocomHOMI 4
STUOJIOTUU
31 AyTOCOMHO-PEIeCCHBHO-HACIIETyeMble 6
' cuHapomsl MBIIP
3.2 AyTOCOMHO-IOMUHAHTHO HacjeyeMble 6
' curapomsl MBITP
3.3 X-CLemIeHHbIe HAaclIeyeMble CHHAPOMBI 6
' MBIIP
Cunnpomsl MBIIP ¢ HeyToUHEHHBIM 1 4
4 HEYCTAHOBIICHHBIM TUIIOM HACIIEOBAHHS
5 Cunnpomsr MBIIP Tepatorenno 00y- 1
CIIOBJICHHBIC
6 [TpoduiakTuka BpoKICHHBIX TOPOKOB 1
pa3BUTHUA
5 Cunapomsl MBIIP tepatoresno o0y- 2
CIIOBJICHHBIC
6 [TpodunakTuka BpOKIEHHBIX IOPOKOB 2
pa3BUTHUA
7 Hrtorosas arrecranus — 3a4eT 2
Hroro 6 6 6 6 6 6
4. PABOYME ITPOT'PAMMBI YYUEBHBIX MOIYJEN
MOAYJIb 1
CHUHAPOMBI MBITP XPOMOCOMHOMHA 2THOJIOI'
Kon HaumenoBanue TeM (OATEM, 3JIEMEHTOB, O3JIEMEHTOB)
1.1 | TepMHUHOIOTHS ¥ YaCTOTA MHOYKECTBEHHBIX BPOKICHHBIX MOPOKOB pa3sutus (MBIIP)
1.2 | Cuagpomsl MBIIP xpoMocoMHO# 3THONOTUN
1.3 | XpoMOCOMHBIE CHHAPOMEI IIPH MATOJIOTHHA ayTOCOM
1.4 | XpoMOCOMHBIE CHHIPOMBI ITPH MATOJIOTUH MTOJIOBBIX XPOMOCOM
1.5 | XpoMocoMHBIE CHHAPOMBI IPH CTPYKTYPHBIX MOJIOMKaX XpOMOCOM

Ha cemunape obcysicoaiomes 60npochwi.

- nmomyisiuonHas vacrora MBIIP, Bkiag nanHOW maTojoruu B JETCKylo 3aloiieBae-
MOCTb, MJIAJICHYECKYIO U IETCKYIO CMEPTHOCTD

- TEpPMUAHOJIOT S, UCITOJIb3yeMasi IpH BbisiBiIeHUU BIIP

- OCMOTp MAalKEeHTa ¢ UCIOJIb30BAHNEM ONUCAHUS (PEHOTHIA (TEPMUHOIOTUS MaJIbIX aHO-
MaJTHi pa3BUTHSI)

- BBISIBJICHUE BO3MOXHBIX ITPUYMH XPOMOCOMHBIX ITOJIOMOK

- cOOp reHeanornyeckoro aHaMHes3a

- KJIMHUYECKHE CUMIITOMbI HanboJiee YacThIX CHHAPOMOB IPH MATOJIOTUU COMATHYECKUX




XpOMOCOM

- KIMHNYCCKNUEC CUMIITOMBI HaI/I6OJIeC YaCThIX CUHAPOMOB IIPU MATOJIOTUH ITOJOBBIX XPO-
MOCOM

- KIIMHUYCCKUEC CUMIITOMBI HaI/I6OJIe€ YaCTbIX CHHAPOMOB IIpH 1IATOJIOTHU COMAaTHUYCCKHUX
XpOMOCOM

- KJIIMHUYECKHE CUMITOMbI HauOOJee 4acThIX CHUHJIPOMOB IPU HApPYUIEHUSX CTPYKTYpPbI
XpOMOCOM

- BBIOOp MeToa 1ab0paTOPHON AMATHOCTUKH B 3aBUCUMOCTH OT KIIMHUYECKON KapTHHBI

- OIICHKA MOJyYCHHOTO pe3yJIbTara

- OIPEJICIICHNE AITOPUTMA PaOOTHI 10 BBISIBIICHHOM Mpobieme

- OCBOCHHME HABBIKOB MPOPECCHOHATIHHOTO M MEXKIUYHOCTHOTO OOIICHUS, HEOOXOAMMBIX
I MOAACPIKKHU MalMCHTAa, CCMbHU ITPU BBISIBJICHUHU XPOMOCOMHOI'O 32160J1€B21HI/I5I

10.
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MOJIYJIb 2
MOHOTEHHO HACJEJXYEMBIE CHUHIPOMBI MBITP

Kon

HaunmenoBanue Tem (moarem, 3JI€MEHTOB, MTOIJIEMEHTOB)

3.1

AyTOCOMHO-peIleCCHBHO-HacelyeMble cuHapoMbl MBIIP

3.2

AyTOCOMHO-TOMUHAHTHO HacieayeMble cuaapomsl MBIIP

3.3

X-clierieHHble Hacieayembie cuHapoMbl MBITP




Mooynv wacmuuno peanuzyemcs 6 popme Cmadcuposku Ha KIuHuYeckou baze Kagheopul,
U HaNpaeneH Ha 3aKpenjieHue NPaKmu4yecKux HagblKog:

- nonyJsuonHas yactota MBIIP, cBsi3aHHBIX ¢ BOBIIEYEHHEM IaTOJIOTUU T€HOB;

- OCMOTp MAIUEHTA C UCIOJIb30BAHUEM ONUCaHUs (DEHOTHNA (TEPMUHOJIOTHS MaJIbIX aHO-
MaJui pa3BUTHS)

- ¢cOOp TeHeaornIecKoro aHaMmHe3a

- C yUETOM aHaMHe3a, KIMHUYECKHUX MPOSBICHUM ONpeeieHne TUIla Hacle0BaHNUs;

- KJIMHU4eCKue cuMITomel cuHapomoB MBIIP ¢ yueTrom tuna HacienoBanus

- KJIMHMYECKHWE CUMNOTOMBI HauOoisee 4acThix cunapomoB MBIIP, nacnenyembix ayto-
COMHO-JJOMUHAHTHO

- KJIMHMYECKHWE CUMNOTOMBI HauOoiiee 4acThix cuuapomoB MBIIP, nacnenyembix ayto-
COMHO-PEIECCUBHO

- KIIMHUYECKUE CUMNTOMBI Haubosee yacTbix cunapomoB MBIIP X - cuennenHo Hacie-
JTyeMBIX

- KJIMHMYECKHWE CUMOTOMBbI HauOoisiee yacThix cuHIpoMoB MBIIP ¢ HeycTaHOBIEHHBIM
TUIIOM HACJIeI0BAHUS

- BBIOOp MeToa 1ab0paTOpHON AMATHOCTUKH

- OLICHKA TOJIYY€HHOT0 pe3yibTaTa

- OIIpe/ICIICHNE aNTOpUTMa PabOTHI 1O BHISIBIIEHHOHN ITpo0emMe

- OCBOCHHE HABBIKOB MPOPECCHOHATBHOTO U MEKIUYHOCTHOTO OOIIEHHS, HEOOXOAMMBIX
JUTSI TIOJUIEPKKHU TAIMEHTa, CEMbH TIPH BBISIBJICHMH HACJIEICTBEHHOTO 3a00JICBAHMS

Y4eOHO- MeTOANYECKOE 00ecTIeueHHe:
bapanoBa A.A.; Hama3oBa- bapanosa JI.C. Atnac peakux 6one3neit. — Mocksa «llenu-
aTpby»., - 2013, - 302 c.
Koznosa C.U.; HemuxoBa H.C. HacnencTtBeHHblE CUHIPOMBI U MEIUKO-TEHETHUECKOE
KOHCYJIbTUpOBaHME: ATJIac — CIPaBOYHMK. 3-€ u3gaHue, nepepad. u gononaH. M.: Tosa-
pumiectBo HayuHbix u3ganuii KMK; ABtopckas akanemus. 2007. 448 c.
Jlastok I'.U., JIypee U.B., Uepctoii E.Jl. ['eHHBIE CUHIPOMBI MHOXKECTBEHHBIX BPOXK-
JIEHHBIX MOPOKOB pa3BUTHA. — Apx.mat., 1977, Ne3, c. 3-11.
Jlypse U.B., Jlastok I'.1. HexoTopbie BOIIPOCHI IaTOr€HE3a BPOKIECHHBIX IIOPOKOB pa3-
BUTHS uenoBeka. — B kH,: [lepuHaransHas naronorust u teparosiorus. — Capatos, 1980,
c. 48-49.
Jlypee U.B., Yepcrtoii E.JI. ['eHHBIE CHHIPOMBI MHOKECTBEHHBIX BPOKIEHHBIX ITOPOKOB
pasButus. — B xH.: Teparonorus yenoseka. [lox pen. I'.1. Jlasroka. — M.: Menuiuna,
1979a, ¢.337-400.
Jlypwe U.B., Yepctoii E.JI. CuHAPOMBI MHOKECTBEHHBIX BPOKJICHHBIX IOPOKOB PA3BU-
THUS C HEYCTaHOBJIEHHBIM TUIIOM HacienoBaHus. — B kH.: Teparonorus yenoseka. [lox
pen. I'.W. JIaztoka. — M.: Menununa, 19798, ¢.401-422.
HeroccOaym P.JIL.; Mak-Unnec P.P.; Bummapn X.®d. MeauuuHckas reHeTuka: ydeOHoe
nocobue; nep. ¢ anra. A.Ill. Jlateimosa; nox pen. H.I1. BoukoBa. — M.: I'eotap — Meaua,
2010. 608 c.
[Tonnecky OkraBuan. Cunapomsl B [lenuatpun. Menunnnckoe uznarensctBo — byxapect.
-1977. - 477c.
Yypromosa I0.A.; Basuiosa T.B.; Boxmsaauna H.B. CoBepiieHcTBOBaHNE anropurma
HEOHATAJIbHOT'O CKPUHUHTA Ha HAcleICTBEHHbIE 00JIe3HN OOMEHA C MOMOIIIBIO TeXHOJIO-
UM CEKBEHUPOBAHUS CIIeAyrOIIero mokoyeHus // Jlabopatopnas ciyx6a. 2017. T. 6- 3. —
¢.190-197




MOAYJIb 4

CHUHAPOMBI MBITP C HEYTOYHEHHbBIM U HEYCTAHOBJIEHHBIM THIIOM

HACJIEAOBAHUA
Kon HaumenoBanue tem (1moarem, 3JIEMEHTOB, MTOAJIEMEHTOB)
4.1 Cunapomsr MBIIP TepaToreHHO 00yCIOBICHHBIE
Ha cemunape o0cy>kaatoTcsi BOIPOCHI:
- nonyssiiinorHas yacrota MBIIP TeparorenHo 00ycioBiI€HHBIE;
- OCMOTp MallMeHTa C UCMHOJIb30BaHUEM OINMUCaHHUS (eHOoTUNa (TEPMHUHOJIOTHS MajbIX
aHOMaJIMil pa3BUTHSA)
- cOOp reHeanoruueckoro aHaMmHesa
- KJIMHWYECKHWE CUMNITOMBI Hambolsiee 4acThix cuHApoMoB MBIIP TepaToreHHo 00y-
CJIOBJIEHHBIX
- BEIOOp MeTo/1a 1abopaTOpHOM TUarHOCTUKU
- OLIEHKA MOJIyYE€HHOI'O pe3ynbTaTa
- OIPEJICJICHNE AITOPUTMA PaOOTHI 110 BBISIBIICHHOM Mpobieme
- OCBOCHHE HABBIKOB MPOPECCHOHATBHOTO U MEXIUYHOCTHOTO OOIIIEHUs1, HEOOXOIH-
MBIX U1 IOJJIEP’KKU MAIMEHTa, CEMbU IPU BbISIBICHUU 3a00JI€BaHUs
Y4eOHO- MeTOANYECKOe o0ecTieyeHune:

1. bapanoBa A.A.; HamazoBa- bapanosa JI.C. Atnac penkux 6oie3neit. — Mocka «llenu-
aTpm»., - 2013, - 302 c.

2. Kosnosa C.1.; JlemukoBa H.C. HacnenctBeHHbIE CHHAPOMBI U MEIUKO-TEHETHYECKOE
KOHCYJIbTUpOBaHME: ATIIac — CIPaBOYHHK. 3-€ U3gaHue, nepepad. u gomonH. M.: Toa-
puniectBo HayuHbIx n3nanuiit KMK; ABropckas akanemus. 2007. 448 c.

3. Jlasrok I'.U., JIypse U.B., Uepctsoii E.Jl. ['eHHBIC CHHIIPOMBI MHOXECTBCHHBIX BPOXK-
JIEHHBIX TOPOKOB pa3BUTHA. — Apx.nat., 1977, Ne3, c. 3-11.

4. Jlypwe U.B., Jlaztok I'.1. HekoTopsie BONPOCHI MaTOr€He3a BPOKICHHBIX TIOPOKOB Pa3-
BUTHS uenoBeka. — B kH,:IlepunaransHas naronorus u teparonorus. — Caparos, 1980, c.
48-49.

5. Jlypse U.B., YepctBoii E.JI. 'eHHBIE CHHAPOMBI MHOKECTBEHHBIX BPOXKICHHBIX TTIOPOKOB
pasButus. — B xH.: Teparonorus uenoseka. [lox pen. I'.1. Jla3toka. — M.: Meaununa,
1979a, ¢.337-400.

MOAYJb 5
CUHAPOMBI MBITP TEPATOI'EHHO OBYCJIOBJIEHHBIE
Kon HaunmenoBanue Tem (1moarem, 3JIEMEHTOB, TTOAJIEMEHTOB)
5.1 | JleficTBue TepaTOreHHBIX (haKTOPOB, 10303aBUCUMBII XapaKTep
5.2. | OcobeHHOCTH BO3/IEUCTBHSI B Pa3HbIC MEPHObI BHYTPUYTPOOHOIO pa3BUTHUS
Y4eOHO- MeTOANYECKOE O0ecTieyeHune:

6. bapanoBa A.A.; Hama3oBa- bapanosa JI.C. Atnac penkux 6one3neir. — Mocksa «Ilenu-
aTpm»., - 2013, - 302 c.

7. Koznosa C.U.; llemukoBa H.C. HacnencrBeHHble CHHAPOMBI M MEIUKO-T€HETHYECKOE
KOHCYJIbTUpOBaHUE: ATIac — CIIpaBOYHUK. 3-€ u3aaHue, nepepad. u gomnoynH. M.: Tosa-
puinectBo HayuHbIx n3nanuii KMK; ABropckas akagemus. 2007. 448 c.

8. Jlasrok I'.U., JIypwse U.B., Uepctroii E.JI. ['eHHBIC CHHIPOMBI MHOKECTBEHHBIX BPOXK-

JEHHBIX TTOPOKOB pa3BUTHUs. — Apx.mat., 1977, Ne3, c. 3-11.



10.

Jlypee U.B., Jlastok I'.1. HexoTopsie BOIIPOCHI IATOr€HE3a BPOKICHHBIX IIOPOKOB Pa3-
BUTHS yenoBeka. — B kH,:IlepunaranbHas naronorus u teparonorus. — Caparos, 1980, c.
48-49.
Jlypse WU.B., UepctBoii E./l. ['eHHbIE CHHIPOMBI MHOKECTBEHHBIX BPOKICHHBIX TOPOKOB
paszButus. — B kH.: Teparonorus yenoseka. llox pen. I'.1. Jlastoka. — M.: Meaununa,
1979a, ¢.337-400.

MOJAYJIb 6

IMPOPUJIAKTUKA BPOXKJAEHHBIX IIOPOKOB PA3BUTUA

Kon HaunmeHnoBaHue TeM (IIOATEM, 3JIEMEHTOB, OJ3JIEMEHTOB)
6.1 | IIporpamma nepBUYHON MPOGUIAKTUKN BPOKICHHBIX TOPOKOB pa3ButTus ((osat - 3aBu-
CHUMBIC TIOPOKH)
6.2 | BropuuHas npo¢uiakTuka BpoxKJIEHHBIX TOPOKOB Pa3BUTUS U XPOMOCOMHOM MaTOJI0-
I'M (IpeHaTaIbHbI CKPUHMHT)
6.2.1 | YapTpa3ByKoBO# NpeHaTalbHbIl CKPUHUHT: CPOKH IIPOBEJCHUS, OCHOBHBIE IATOJIOI -
YECKUE MAPKEPBI, OLIEHKA JTAHHBIX
6.2.2 | buoxumMHuyecKkuil MpeHaTaabHbI CKPUHUHT: CPOKH IIPOBEJICHHUS, IATOJIOTUUECKUE OT-
KJIOHEHMSI, OIIEHKA JIaHHBIX
6.2.3 | HennBa3uBHbIi ipeHaTanbHbii ckpuHUHT (HUIIT): cpoku npoBeneHus, oreHka pe-
3yJbTaTOB
6.3 | Tpernunas npoduiiakTUKa BPOXKICHHBIX U HACJIEICTBEHHBIX 3a00JIeBaHUM - MaCCOBBII
HEOHATAJIbHBIM CKPUHHUHT
6.4 | MeponpusTys NepUKOHICTIIIMOHHON TPO(QHITIaKTHKN
6.5 | CenexkTUBHBINA CKPUHUHT C HUCIOIB30BAaHUEM ONTHMAJIHHOTO METO/1a TIOATBEPIKIArOIIEH
JUArHOCTUKHU
Y4eOHO- MeTOANYECKOE O0ecTIeyeHne:

1. Ainamazsn O.K., bapanos B.C. [IpenaTanbHas AMarHOCTUKA HACJIEICTBEHHBIX U BPOXK-
JIeHHBIX Ooiesneir. — M.: Men nipecc-undopm, 2006.- 410 c.

2. bapanoBa A.A.; Hama3zoa- bapanosa JI.C. Atnac penkux 6one3neil. — Mocksa «Ilenu-
aTpmb»., - 2013, - 302 c.

3. bapammnes [0.U.; baxapes B.A.; HoBukos B.II. /I[narnoctuka u ne4eHne BpOKIECHHBIX U
HaCJIe/ICTBEHHBIX 3a0oneBanuil y nereit / M. « Tpuamay». — 2004. — c. 343-371

4. Jlenos NU.1.; Cemuuena T.B.; IletepkoBa B.A. IlonoBoe pazBurue nereii: Hopma u narto-
norusi. M.: «Konop UT Crynuo». 2002. 232 c.

5. Muxaitnosa C.B.; 3axaposa E.}O.; Ilerpyxun A.C. Heifpomerabonndeckue 3a001eBaHMs
y nereit u noapocTkoB. — M.: Tutreppa. —2017. — 368 c.

6. Hosukosa I1.B.; Xonynosa A.A. IlepBble UTOTH pacIIMPEHHOIO HEOHATAIBHOIO CKPU-
HUHTra Ha Hacle/ICTBEHHHbIe 0o0Je3HN oOMeHa BellecTB B Poccuiickoii @eneparuu // poc-
CHICKHIA BECTHHK NepuHaTON0rHu U ieguarpun. — 2012, — T.57. - No5.

7. Heroccbaym P.JL; Mak-Uunec P.P.; Bumnapy X.®d. MenunuHckas reHeTHka: yuyeOHoe
nocobue; nep. ¢ anra. A.Ill. Jlatemosa; nmox pen. H.I1. BoukoBa. — M.: I'eotap — Meaua,
2010. 608 c.

8. COopHUK Hay4HBIX TpynoB «COBpeMEHHbIE MMOAXO0/IbI U NMEPCIEKTUBLI B OKa3aHUHU MEIH-
IIUHCKON MOMOIIM OOJIBHBIM C BPOXKJIEHHBIMHU U (MJIM) HACIIEACTBEHHBIMHU 3a00JI€BaHU -
mu». — Cankr-IlerepOypr. — 2019. — 343c.

9. Yypromona IO.A.; Basunosa T.B.; Boxmauuna H.B. CoBepiieHCTBOBaHHE aaropuTMa

HEOHATAJIbHOTO CKPHHMHTA HA HACJIEACTBEHHBIE 00JIe3HN 00MEHA C IOMOIIBIO TEXHOJIO-
MM CEKBEHUPOBaHMS CleAyIoliero nokoienus // Jlaboparopnas ciyx6a. 2017. T. 6- 3. —
c.190-197



10. Yypromona FO.A.; Basunosa T.B. [luarnoctuueckas 3¢ dexruBHocts npumenenns NGS-
CEKBEHUPOBAHUS a AJITOPUTME HEOHATAJILHOTO CKpUHUHTA // MeauiuHckuii andaBurT.
2018. T.2. -Ne19 (356) —c. 15-16.

MHPOT'PAMMA CTAXKUPOBKHU
TpynoemkocTn: 8 yac.

Heab craxupoBku: CTOXUPOBKA OCYIMIECTBISICTCS B IENSAX H3YyYEHHUS TEPEIOBOTO
OIBITA, B TOM YHCIIE 3apYOEIKHOTO, a TAK)KE 3aKPEIUICHUSI TEOPETHUSCKUX 3HAHUHN, TOTYYCHHBIX
P OCBOGHHUU TMPOTPAMMBI TOBBIMICHUs KBanupukanuu «CHHIPOMBI MHOKECTBEHHBIX
BPOXKICHHBIX MTOPOKOB Pa3BUTHS», MPHUOOPETCHUsT MPAKTUYCCKUX HABBHIKOB M YMEHHUH JIJIS HX
3¢ (HEKTUBHOTO UCTIONB30BAHUS TIPU UCTIONTHEHUH CBOUX JIOJDKHOCTHBIX 00S3aHHOCTEH.

3agauu CTA’KMPOBKHU. COBEPIICHCTBOBATH ClIEAYIOIIKE MpodeccruoHallbHbIE 3HAHUS U
YMEHUSL:

— cOop reHealornYecKOro aHaMHe3a, ero OIeHKa,

— OIpEJeNICHUE TUIIA HACIEA0BAHMS 10 JaHHBIM IT'€HEAIOTMYECKOr0 AaHAMHE3A;

— METOJbl FTEHETUYECKON JUarHOCTUKH B LEJSIX YCTAHOBJIEHUS U (WJIM) YTOUHEHUSI JUarHo-
3a BPOXKIEHHOTO U (MJIM) HACJIEICTBEHHOTO 3a00JICBAHMS,

— BbIIBIEHHE (AKTOPOB HUHAMBUAYAIBHOTO M CEeMEHHOro pucka ansi (HOpMUPOBAHUS
MBIIP;

— BbIOOp METOJIa AMATHOCTUKHU C YUYE€TOM KIMHUYECKUX MPOSIBICHUN, HHCTPYMEHTAJIbHBIX,
71a00paTOPHBIX JaHHBIX, FEHEAIOTHYECKOT0 aHaMHE3a;

— aHaAJIM3HUPOBATh MOJTYYCHHbIE JaHHBIE O BO3MOXKHBIX puuuHax hopmuposanust MBIIP;

— pa3paboTath IJIaH HAOIIOCHUS C YU€TOM YCTAaHOBIEHHOTO M /HIIM MPEANOIaraeMoro Jau-
ar’osa;

— TMPOBECTH MEJIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS CEMEW C Y4EeTOM STHUOJOTUU
MBIIP, naHHBIX Fr€HEATOrHYECKOro aHaMHE3a, TUIlA HACIEAOBaHHUS,

— COCTaBUTb MHJMBHUAYAJIbHBIN IJIAH MEPONPUATHA AHTEHATAIBHON, IEPUKOHLEIIITOHHON
MPOPUIAKTUKH C LETBIO MPEAYNPEKICHUST POXKICHUS ciaeayromux aereit ¢ MBITP
Onucanme. CraxupoBKa HOCHT WHAWBHIYaJIbHBIM WJIH TPYINIOBOM XapakTep W

IpelyCMaTpUBAeT BHJIbI JIEATEIBHOCTH: CaMOCTOATEIbHYIO PabOTy C y4eOHBIMH H3JIaHUSMU;
npruoOpereHue nmpohecCHOHaIbHBIX HaBBIKOB;
Pe3yiabTarhl CTaKHPOBKH: W3Y4YEHHUS II€PEJOBOrO OIBITA, A TAKXKE 3aKpEIUICHUS
TEOPETUYECKUX 3HAHUMH, MTOyYEHHBIX ITPY OCBOEHUH MTPOIPaMMBbI MOBBIIIECHHS KBATU(PHUKAIIUHU,
Kannuyeckas 6aza: KI'bY3 «llepunaransusiii nentp um. I'.C. Ilocrona»
PykoBoauTesib/KypaTop/cTa;kMPOBKHU . Bpay-T€HETHK.

5. KOHTPOJIb 1 OHEHKA KAYECTBA PE3YJBTATOB OCBOEHMUS TPOT'PAMMBI

OneHka KauecTBa OCBOEHHUS IPOrPaMMBbl OCYLIECTBIISIETCA HA OCHOBE CPAaBHUTEIBHOTO
aHaJIM3a UCXOJHOI0 YPOBHS 3HAHMH OOy4YarOIIMXCs, OCTYNAIUX HAa 00y4eHHE, U TOCIE €ro
OKOHYaHHUs. BeTynuTenbHOe HCIIBITaHUE C OLIEHKOM 0a3MCHBIX 3HAHUM B Hadasie 00y4eHus Mpo-
BOAUTCA B (hOpME TECTHPOBAHMS MO TecTaM, pa3pabOTaHHBIM IPENOJaBaTeNbCKUM COCTaBOM
kadeapsl. [To okoHUaHMM U3YYEHUS KaXI0T0 MOIYJS MPOBOAUTCS MPOMEXKYTOUHAs aTTeCTallus,
onpeeneHHas yueOHbIM m1aHoM. [Ipu 3ToM ucnone3yercs popma KOHTPOJIS: TECTUPOBAHHUE.

5.1. OueHo4YHBbIE CPEACTBA KOHTPOJIA 3HAHUI 00y4arouuxcs

Co3aaH GoHA OLEHOYHBIX CPENICTB, NO3BOJISIOMIUN OLICHUTh YMEHUS, 3HAHUS, PAKTHUE-
CKUM OTBIT U OCBOCHHbBIE KOMIIETEHIIUU:

—  OLIEHOYHBIE CPEJCTBA M TEKYLIETO KOHTPOJS M IPOMEXYTOUHOIO KOHTpPOJS (COo-
IJIaCHO y4eOHOMY IJIaHy);



—  OLIEHOYHBIE CPEACTBA ISl UTOTOBOM aTTECTAlMHU - 3a4eTa (TECTUPOBAHMUE).

B cocTaB OLEHOYHBIX CPEICTB AJII UTOTOBOM aTTECTALIMU BXOIAT KOMIUIEKTBI TECTOBBIX
3a/laHUN.

Kpurtepun u mKaJbl OeHMBAHUSA

OneHka KkayecTBa OCBOEHMSI IPOrpaMMBbl IIPOBOJIUTCS B OTHOILIEHUU COOTBETCTBUS pe-
3yJIbTATOB OCBOEHHUS 3asBJICHHBIM LIEJISAM U INIAHUPYEMBIM pe3yibTaTaM 00yueHHs..

Texkymuii KOHTPOJIb 3HAHUI NIPELyCMATPUBAECT KOHTPOJIBHBIE BOIIPOCHI, OLICHUBAOIIINE
TEOPETUYECKYIO ITOATOTOBKY, BBIIIOJIHEHUE 3a/JaHUH, BBIABIIIOIUX ITPAKTUYECKYIO TOATOTOBKY.

IIpome:xxyToyHast arTecTanus B pOpMe OLIEHKYU IIPAKTUYECKUX HABBIKOB

6. TPEBOBAHMS K UTOI'OBOM ATTECTAIIUA

1. WUroroBas aTTectanus Mo JONOJHUTENIbHOMN MpodeccuoHanbHOM mporpaMme MoBbIIe-
HUSl KBATH(PHUKAIUH CO CPOKOM OCBOCHHS 30 akaJeMUUYECKUX YacOB MPOBOAUTCS B (hopme Te-
CTHUPOBaHUS.

2. K uroroBoii arrecranuu JA0MycKaeTcsi 00yUYaroNIuiics, B TIOJTHOM O0ObeMe BBITIONHUB-
U y4eOHBIN IJ1aH, TPETYCMOTPEHHBIN JOMOJHUTEIHLHON MPodhecCHOHATBLHOM MPOTPaMMOH.

3. Jluma, OCBOMBIIKE JOIMOJHUTEIBHYI MPO(ECCHOHATBHYIO MPOTPaMMYy IOBBIIICHUS
KBaJIM(UKAIMK U YCIICITHO MPOIIEIIINEe UTOTOBYIO aTTECTAIUIO, MOIY4al0T JOKYMEHT YCTaHOB-
JeHHOTro 00pasiia — yI0CTOBEPEHHE O MOBBIIICHUH KBAIU(DUKAIIHH.

Kputepuu u mkaJjibl oeHMBaHUs
OueHka KayecTBa OCBOEHUS MPOrpaMMbl TPOBOJIUTCS B OTHOIIEHHU COOTBETCTBUS pe-
3yJbTAaTOB OCBOCHHS 3asBJIICHHBIM LIEJISIM U TUIAHUPYEMBIM pe3ylibTaTaM 00y4YeHus.

JTanbl NpoBeeHNsI HTOTOBOM aTTeCTAIUU

Buj arrecTanimiOHHOTO HaunmenoBanue 31eMeHTOB Kputepuu oneHku
HACIBITAHUS OIICHOYHOT'O CPEJICTBA
Hrorosas arrecrauus — KommbrorepHoe urorooe 91-100 % — oTtnu4HO
3a4er TECTHUPOBAHUE 81-90 % — xopormro
KommiexT tectoBbix 3aganuii Ne | 71-80 % — ynoBneTBopur.
30. Meubiie 70 % — He
yJIOBJIETBOPHT.

6.1. OEHOYHBIE MATEPHUAJIbI

TecToBBbI€ 3a7aHNA 1JI HTOTOBOH aTTECTAIlHH
Buvibepume 00un unu HeckonvKo npasuibHbIX 0MEemos

1. K HAUBOJIEE YACTBIM XPOMOCOMHbBIM HAPYIHEHUAM B MATEPUAIJIE U3 CA-
MOITPOM3BOJILHBIX BBIKMJBIIIEN TTEPBOT'O TPUMECTPA BEPEMEHHOCTU OT-
HOCATCA

A. Tpuronaus

b. Terparmionaus

B. Tpucomus 21 xpomocomsl

I'. Tpucomus 15 xpoMocomsl

*]1. cTpyKTypHBIE abeppanuu

2. IPUUMHOI, 3ATPYJHSIIOILEN KJIMHUYECKYIO JUATHOCTUKY XPOMOCOM-
HBIX CHHJIPOMOB MHOECTBEHHBIX BPOXXJIEHHBIX ITOPOKOB PA3BUTHS
BE3 XPOMOCOMHOI'O AHAJIU3A, SIBJISIETCSI

1) oTCyTCTBHE CTPOTO MTATOTHOMOHUYHBIX CUMITTOMOB;

2) MEPCKPBIBAHUC CUMIITOMOB PA3JIMYHBIX XPOMOCOMHBIX CUHAPOMOB;



3) mOpoKHU pa3BUTHS, XapaKTepHbIE ISl XPOMOCOMHBIX CHHAPOMOB, MOTYT HaOIIOAThCS U TPU
HOpPMaJIbHOM KapHOTHIIE;

4) BapnabenbHOCTh MPOSBICHUS XPOMOCOMHBIX CHHAPOMOB Y Pa3HBIX OOJIBHBIX

Al

B.2
B.3
I.4
*11. 1,2,3,4

3. HAMBOJIEE TOYHbIM TEPMUH JJ14 CJIEAYIOILEIO OIPEAEJIEHUS: MOP®OJIO-
T'MYECKUN JJE®EKT OPI'AHA, YACTU TEJIA B PE3VJIBTATE HAPYILIEHUS ITIPO-
LIECCA PA3BUTHS 1O AEMUCTBUEM BHYTPEHHUX [TPUYNH

A. manshopmarus

*b. qu3pynuus

B. nedbopmarnus
I'. nucnnasus
J1. runonnasus

4. HAUBOJIEE TOYHBIM TEPMUH JJI CJIEAVIOILEI'O OIPEJAEJIEHNS: MOP®OJIO-
IT'MYECKUN JE®EKT OPT'AHA, YACTU TEJIA B PE3YJIbTATE BO3JIENCTBUS
BHEIIHNX ®AKTOPOB HA N3HAYAJILHO HOPMAJIbHBIN ITPOLIECC PA3BBUTHS

*A. Manbhopmarus

b. mu3pynnus

B. nedhopmarus

I'. nucrna3us

5. BPOXJIEHHBIE ITOPOKU PA3SBUTHUA ®OPMUPYIOTCS HA DTAIIE OHTOI'EHE3A
*A. sMOpuOHAIIBHOM

b. mnognom

B. mocTHatanbHOM

6. MYJIbTUOAKTOPUAJIBHASA TTPUPOLAA W3BECTHA IIPU CIEAYIOIIMX BPOX-
JEHHBIX AHOMAJIMAX
1) ansHnedanus u spina bifida;
2) paciienuHbl ryObl 1 HEOA;
3) axoHapoIIa3us;
4) NuIOpOCTEHO3
A. IpaBUIIBHBIN OTBET 1 1 2
b. mpaBunbHeIit oTBeT 1,2 11 3
B. npaBuinbHsIii oTBeT 1,3 11 4
I'. mpaBuibHBIM oTBeT 2,3 1 4
* J1. mpaBuibHBIN oTBeT 1,2 1 4

7. Y XXEHIIVHBI B ITIEPBOM TPUMECTPE BEPEMEHHOCTU OTMEYAJIACH CVYb-
®EBPWIBHAS TEMIIEPATYPA, Cblllb, ®APUHIUT, ILIEWHBIN JIUM®AJIEHUT.
PEBEHOK POJUJICSI C MAJIEHBKOU MACCOM TEJIA (2100 I'), MUKPOLIEDAJIU-
EN, KATAPAKTOMH, IJIYXOTOM, BPOXXJIEHHBIM ITOPOKOM CEPJILIA, TEITATO-
CIJIEHOMET'AJIMEM, TPOMBOILIMTOIIEHUYECKOM AHEMMEN. CHUMIITOMO-
KOMIIJIEKC XAPAKTEPEH IJI

A. reprieTnueckoi sMOpronaTHu
*b. KpacHYIIHOW dYMOPHOTIATUH
B. Tokcomiazmo3s

I'. XxpoMOCOMHOW MAaTOIOTHH



8. BPOXX/IEHHBIE [TOPOKU ®OPMUPYIOTCA B ITEPUOJIE PA3BUTUA
* A. DMOpHOHAIBHOM
b. miogHoM
B. nepunaransHOM
I'. nocTHaTanpHOM

9. MUKPOLIE®AJIMA TTPU CUHAPOME CMUTA-JIEMIIN-OIIUTHA OTHOCUTCA K
[TOPOKAM PA3BUTUA T10 TUITY
*A. Manbdopmanuu
b. nu3pyniuu
B. nedopmarun
I'. nucnnaszuu

10. MUKPOLIEDAJIN A TP CUHIPOME CMUTA-JIEMJIN-OITUTHA OTHOCUTCA K
[TOPOKAM PA3BUTUA T10 TUITY
* A. manbhopmaru
b. nu3pynuun
B. nedbopmaruu
I'. nucnnazumn

11. AHOMAJIMIO PA3BUTHSA, HE TPEBYIOUIYVIO JIEUEHUSA, OIIPEAEJIAIOT KAK
JE®EKT PA3SBUTH A
A. Manshopmarus
b. nucrnunazus
*B. manast anomanus pa3BUTUs

12. HAMBOJIEE UH®OPMATUBHA B OTHOILEHUU YACTOTBI MAJIBIX AHOMAJIUIA
PA3BUTUS OJJHA 13 [IEPEUNCJIEHHBIX YACTEU TEJIA
A. KUCTB
b. cTona
B. Tynosuie
*T. muuo
J1. obmacth )KUBOTA

13. HI/IL[EBOﬁ OEHOTUII ABJIAETCA BBICOKO MHOOPMATUBHBIM TTPU3ZHAKOM
TP CUHJIPOME
A. TAR
*b. Bunbsimca
B. JIu mxopmxu
I'. 'opnuna-I'onbria

14. HAUBOJIEE YACTO COYETAETCA C MHOXECTBEHHBIMU BPOXJIEHHBIMU
JED®EKTAMU PA3BUTH A
*A. onyxosnb Bunbsimca
b. renato6iacroma
B. HeiipobmacToma
I'. perunoGmacToma
J1. omyxosu roHan

15. PEXXE BCEI'O COUYETAIOTCSA C MHOXKECTBEHHBIMUM BPOXXKJIEHHBIMU TEDEK-
TAMU PA3ZBUTHUA
A. renmaro0iacroma
b. HelipobmacToma
B. peruno6nacroma
*T". omyxoJu roHaj



10.

11.

12.

13.

7. YYHEBHO-METOJNMYECKOE 1 TH®OPMAILIMOHHOE OBECIIEYEHHUE

7.1. PexomenayeMasi 1uTEepaTypa
OcnosHas
BapanoBa A.A.; Hama3osa - bapanoa JI.C. Atiac peakux 6omne3neit. — Mocksa «llenu-
aTpb»., - 2013, - 302 c.
baitnakosa I'.B.; 3axaposa E.1O.; Kanugsen 1.B.; Konosanos ®.A.; Ctpenbaukos B.B.;
Kyne C.U. JInarnocTuka BpOKJICHHBIX ¥ HACJICICTBEHHBIX OOJIC3HEH Y IETEH: TIOCTH-
JKEHUS U TIEPCIeKTUBHI pa3BuTHs. BectHuk Poc3zapaBHanzopa Ne3, 2016 ¢.27-33
Hproccoaym P.JI.; Mak-Uuanec P.P.; Bumnapn X.®. MeaunuHcKas reHeTuka: ydeOHOE
nocobue; nep. ¢ aura. A.Ill. Jlateimosa; noxa pen. H.I1. BoukoBa. — M.: I'eotap — Meaua,
2010. 608 c.
®orenb ©., Motynscku A. ['eneruka yenoBeka: B 3-x T. [lep. ¢ anri. — M.: Mup, 1990

JlononnumenvHas

Bopcanosa C.I'.; IOpoB FO.b.; Uepnbimo B.H. Menuunnckas uutoreneruka. M.: Men-
npakTuka, 2006.

Jxenkunc M. 101 kmroueBast unesi: I'enetuka. — nep. ¢ anria. — M., 2002. — 240 c.
KimHuueckre CUMHAPOMBI IIPY aHOMANIMSX MON0BBIX XpomocoM E.@. JlaBsinenkosa; 1. K.
Bepnunckas; C.®. Teicauniok, - JI.: Meaununa, 1973, - 202 c.

Kosanesa H.B. UccnenoBanue ¢peHoMeHa npeodiaganust )KEHIIMH CPEIA HOCUTENCH pe-
UITPOKHBIX TPAHCIOKAIMH MPH HApyLIeHUsIX penpoaykiuu. // I'enetuka 2017a, 53: 495-
500

KoBanesa H.B. He3ameuennsiii deHoMeH: mpeobiagaHue MHIUWBUIOB KEHCKOTO TMOJa
CpeIu HOCHTENCH pOOCPTCOHOBCKHX TPAHCIOKAIMH y HOBOPOXKIEHHBIX. // ['eHeTHnka
2017b, 53:1444-1452

Jlaztok I'.U., JIypee 1.B. Xpomocomusie 6one3nn. — B kH.: TepaTonorus genoseka/ [Tox
pen. I'.1. Jlastoka. — M.: Meaununa, 1979, c. 262-336

JIaztok I'.H., Ycoes C.C. KonnuecTBeHHas OIleHKa KOMIUIEKCA (EHOTHITMYECKHX TTPOSIB-
JICHUI XPOMOCOMHBIX 00JIe3HEH, 00YCIOBICHHBIX U3MEHEHHUSIMH B CHCTEME ayTOCOM, U
HCII0JIb30BaHUE €€ B TuarHoctuke. — B kH.: [laronornueckas anaromusi 60s1e3Hel nepu-
HaTaJIbHOIO Meprojia U TpyAHoro Bospacta. — M.: PocroB v//1: ku. U3n-Bo, 1979, c. 109-
116

Hacnencreennsie 3a001eBaHus B MPAKTUKE JETCKOTO HeBpoiora. MeToauueckue peko-
MeHlanuu Juis Bpaueit. Mocksa .2015, 32c.

Uypromosa 10.A.; Basunosa T.B.; Boxmsanuna H.B. CosepiieHcTBOBaHME allropuT™Ma
HEOHATAITHFHOTO CKPUHUHTA HAa HACIIEJCTBEHHBIE 00JIE3HN 0OMEHa C TIOMOIIBI0 TEXHOJIO-

I'MH CeKBEHUPOBaHMUS CleAyoliero nokosienus // Jlaboparopnas ciyx6a. 2017. T. 6- 3. —
c.190-197

7.2 HopMaTHBHbIe U HHCTPYKTHBHO-METOAUYECKHE JOKYMEHTBI

Cratbu 13 u 71 ®enepanbHoro 3akoHa ot 21 Hos0ps 2011 r. N 323-®3 "O06 ocHoBax
oXpaHbl 3710poBbs rpaxkaan B Poccuiickoit ®enepamuu” (CoOpaHue 3aKOHOIATEIHCTBA
Poccuiickoit ®enepanuu, 2011, N 48, c1.6724; 2013, N 27, c1.3477 N 30, c1.4038; N 48,
cT.6165; 2014, N 23, ¢1.2930; 2015, N 14, c1.2018; N 29, c1.4356).

Koucturynus P®. Ct. 54 npunsareix OcHoB 3akoHoaatenscTBa PO 00 oxpaHe 310pOoBbs
rpaXkaaH.

[Tpuka3 M3 Poccuiickoit peneparu Ne 316 ot 30.12.93 r. «O nanbHeiieM coBepieH-
CTBOBAaHUM MEMKO-TEHETHUECKON ci1y:k0b1 MuH31paBa POy.

7.3. DneKkTpoHHbIe HH(OPMAIIMOHHbIE PeCypPChI

http://www.ped-perinatology.ru/jour/article/viewFile/410/433


http://www.ped-perinatology.ru/jour/article/viewFile/410/433

http://redkie-bolezni.com/umstvennaya-otstalost-tip-shashi/
https://www.genotek.ru/diagnostic/panels/50473/
https://www.genotek.ru/diagnostic/ekzom/
http://www.dnalab.ru

8. OPTAHU3ALMOHHO-IEJATOI'HYECKHUE YCJIOBUS PEAJIM3ALIUU ITPOT'PAMMBbI

8.1. MaTepHaJ’ILHO-TeXHI/I‘ICCKI/Ie yYciaoBusd IJid peajin3aliuu mporpaMmal

Jljis opraHu3aiyy caMoCTOSITEIbHON paboThl 00yUaIOIUXCsl UMEIOTCS y4eOHbIE ayAuTO-
pHUH, OCHAIIICHHBIC KOMITBIOTEPHOW TEXHUKOM ¢ IOAKIIOYCHUEM K ceTH Internet, u obecrnicueHrueM
JIOCTYTA B 3JIEKTPOHHYIO HH(POPMAIIMOHHO-00pa30BaTEIbHYIO CPEy UHCTUTYTA.

OOyuvaromuecss W3 4YHclIa C OTPAHUYCHHBIMH BO3MOXKHOCTSIMU 3JIOPOBBSI 00€CIICYCHBI
JNEKTPOHHBIMU 00pa30BaTeIbHBIMU pecypcaMu B (hopMax, aJanTHUPOBAHHBIX K OTPaHHUUYEHUSM
WX 3I0POBBSL.

Hayunas OubOimoTeka WHCTUTyTa paboTaeT B aBTOMATU3WPOBAHHOW OMOIMOTEYHO-
uHpopmanonnoi cucreme MPBUC 64, Ha 6a3ze koTopoi c(hOpMHUPOBAH 3JICKTPOHHBIA KaTajlor
Ha Bechb ()OHJ JIOKYMEHTOB OMOJIMOTEKH, 4TO MO3BOJISAET paboTaTh ¢ MH(pOpMalueld Kak B Ouo-
JUOTEKE, TaK U B PSXKUME yIAICHHOTO JocTyma. YnuTalbHbIe 3a1bl OMOIMOTEKH 00eCIIeYeHBI J0-
cTymnamu K online pecypcaM, mpejaraioTcs dJIeKTPOHHbIe 0a3bl JaHHBIX U3 HHTEPHET-PECYPCOB.
OObecrnieueH IOCTYI K EHTpajdbHOU OMOInoTeke 00pazoBaTeNbHBIX pecypcoB MunoOpHayku PO,
K HH(QOPMAIIMOHHBIM pecypcaM U ycliyraM HaydHO# anekrponHoi onbiamorekn eLIBRARY.RU.
[IpenocraBnenue nocryna kK oOpaszoBarenbHOMy tmoprany «Koncymbrant Bpaua», ObC
«IPRbooks», mpaBoBoii cucteme «I"apanty», 6a3e nanubix «B menuiae POy.

8.2. Opranuzanust 00pa3oBaTeIbLHOIO NMpouecca

B nporpamme HCIosib3yrOTCs ClIeAYIOIINE BUbl YUEOHBIX 3aHATHI: JIEKLUs, IpaKTHIE-
CKO€ 3aHsTHE, CEMHHAphl, KOHCYJIbTAIIMM; CTAXUPOBKA (6 4ac.); UTOroBasi arrecTalus B BUJE
TECTUPOBAHUS.

8.2.1. Jlexumu npeoCTaBIIeHBI B BII€ KOMITBIOTEPHBIX Tpe3eHTanui. [1pu nposenennn
JeKIMHA IpeJyIaraeTcsi BKIIOUeHHe ciymaTeneil B 00cykaeHne npo0aeMsl.

8.2.2. [IpakTHyeckue 3aHsATH MPOBOAATCS B BHJIE OTPAOOTKH HABBIKOB M YMEHUH B BbI-
IIOJIHEHUH OIPENEIEHHBIX IPUEMOB, METOIUK, ITPOBEACHUS KOHCYJIBTALIUN.

8.2.3. CraxxupoBKa OCYIIECTBIISIETCS B IENISAX U3YUCHHUS TIEPETOBOTO OTIBITA, 3aKPETUICHHSI
TEOPETUYECKUX 3HAHUM, MPUOOPETEHNs NMPAKTHUECKUX YMEHHUH, HABBIKOB U MX 3(P(HEKTUBHOTO
MCIIOJIb30BaHUs MPU UCIIOJHEHUH JOJDKHOCTHBIX 00s3aHHOCTEH. CTa)kupoBKa HOCUT UHJIUBUY-
aIbHBIA WIN IpynnoBoi xapakrep. ColepikaHuEe CTaKUPOBKHU OIPENEIAETCS HAMMEHOBAaHUEM
TEM IPOrpaMMBI.

8.3 Kaaposoe oGecnieuenne 00pa3oBaTe/ibHOTO NpoLecca

3aHaTus BCACT KBaJ'II/I(I)I/IL[I/IpOBaHHHﬁ CIICIuaiIncCT, I/IMCIOIlII/Iﬁ OIIBIT B HpaKTquCKOﬁ ac-
ATCIBbHOCTU U CUCTCMHBLIC HAYYHBIC 3HAHH.

Yaenas
HaunmenoBaHue Ycnosus npu-
N dUO, CTCICHb,
No MOJyJIei OcHOBHOE BJICYCHHUS
JIOJDKHOCTH y4eHOe
II HUCIUTLINH MECTO PabOThI K IIeJlaroruye-
/ , OOTHI,
0 IITATHOMY (mouer- .
1| pa3ziesioB, TEM) JIOTHKHOCTD CKOIl JesTenb-
pacIucaHuo HOE)
HOCTH
3BaHUC
1 | Cuagpomsr MIIP | ®@ununmosa Banen- | K.m.H, KI'bOVY JITO IITaTHbIH
y aeten THHAa BacuiabeBHa, JIOLIEHT UIIKC3
Kadenpa «Ilequ-
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