8. PABOYME ITPOI'PAMMbBI YUEBHBIX MOJIYJIEN

8.1PABOYAS ITPOTPAMMA YYEBHOTI'O MOAYJISA
«PYHIAMEHTAJIBHBIE TUCHUIIJIMHBI»

PA3/IET 1
OCHOBBI COLIMAJIBHON TUTUEHBI ¥ OPT AHU3ALIMN MEJIVKO-
TEHETMYECKOM TTOMOILN HACEJEHUIO

KOI[ HaumenoBanus TEM, 3JICMCHTOB H NMOAJJICEMCHTOB
1.1 TeopeTuyeckne 0OCHOBBI COIUAJIBLHOW T'HIMEeHbI U OPTraHU3ANMSI 3IPABOOXPAHEHHUSA
B Poccuiickoii Penepaunu
1.1.1 ConmanpHas TMTHEHA KaK HayKa
1.1.2 TeopeTrnyeckre OCHOBBI OT€YECTBEHHOI'O 3/IpaBOOXPAHEHUS
1.1.3 OCHOBBI COLIMATIbHOM THTHEHBI B MEIUIIMHCKOM T€HETHKE
1.1.3.1 CornuanbHble aCIEKTHl METUIIMHCKON I'e€HETUKH
1.1.3.2 ['eneTnka yenoBeka M HAyYHO-TEXHUUECKHUI Mporpece
1.2 OCHOBBI yIpaBJIeHHs 3IPABOOXPAHEHHEM H CTPAXOBO MeTHIUHBI
1.2.1 ®enepanbhbiil 3akoH oT 18.07.2009 Ne 185-®3 (pen. ot 29.11.2010) «O BHeceHuu

n3MeHeHut B cratb 2 U 9.1 3akona Poccuiickoit ®enepanuu «O MEIUIMHCKOM
cTpaxoBaHuM TpaxnaaH B Poccuiickoii ®denepaunn» u crateio 11 ®enepanbHOro
3akoHa «OO0 00s3aTeIbHOM TIEHCHOHHOM cTpaxoBaHuu B Poccuiickoit ®Denepamum
(Cobpanue 3akonomarensctsa PO", 20.07.2009, No 29, ct. 3622)

1.2.2 ITonsiTHE O CTPAXOBOM MEITUIIMHE

1.3 Oprann3anvoHHble NPUHUMIBI NOMOIM 0OOJBHBIM C  HAacCJeJACTBEHHOM
MaToJIOTHeH M HX CeMbAM

13.1 [TpyHIMIIBI OpraHu3alvy MEAUKO-TeHETUYeCKoi nomomiu B Poccuu u 3a pyoeskom

1.4 BpaudeOHas 3THKA U 1€OHTOJIOTHS

141 OcHOBBI BpaueOHOI 9TUKU M JEOHTOJIOrHU. brosTrka

1.4.2 MenuuuHCcKas IEOHTOJIOTHSI KaK €IMHCTBO HPABCTBEHHBIX U MPABOBBIX HOPM

1.4.3 DTHYECKUE BOMPOCH MEIUITMHCKON T€HETHKHU

1.5 IInanupoBaHue U OpraHu3anus NOCJIeAMIVIOMHOr0 o0yyeHus Bpayeii B Poccun

151 OcHOBHbIE TNPUHIUIB U OPraHU3ALMOHHO-(PYHKIIMOHAIbHAS CTPYKTypa CHUCTEMBI

MNOCICAUITIIIOMHOTO O6pa3OBaHI/I5{ B Poccun

PA3IEJI 2
I'EHETHUKA YEJIOBEKA
KO}] HanmenoBanus TEM, 3JICMEHTOB U IOA3JIEMECHTOB
2.1 Hcropusi pa3BUTHS M CTAHOBJICHHSI TeHETHKH KAK HAYKH
2.1.1 Hcropust pa3BUTHs TEHETUYECKUX UAECH
2.2 MoJiekyJisipHble OCHOBBI HACJI€ACTBEHHOCTH

2.2.1 /T PONE NYRKICHHOBEIX RUCHOT B XPOINCHUH U pealn3allii TeHeTHYecKor HH(opMaIiu

2.2.2 CTpyRONYMEHIT NOANNCAH

2.2.3 PeR IKARIII AP IONEWSHA o x pafiens reneTiyeckoit nrpopManyy B KIeTke

2.2.4 Tpanckpunuus

Cepyr! Al E2B0010ACAD124F965B763A7
225 BT

Bnal MIATPUIA Anekceesuy

2.2.6 | PenrPrpfryrryR AR BICTRMETOTH (Hande — PHK)

2.2.7 \ | Annapar TpaHCasuuu y
2.2.8 MuUTOXOHIpHaIbHBIA TEHOM
2.2.9 ['eHeTndeckue peKOMOMHAIINHI

2.2.10 I'eHHas nHXeHepus




Kon

HaumeHnoBaHust TEM, IJICMCHTOB M NMOA3JICEMECHTOB

2.3 LlnTo10rHYeCKHEe OCHOBBI HAC/IEICTBEHHOCTH

2.3.1 Ponp siapa v muTomuIa3Mel B HACJIECCTBEHHOCTH

2.3.2 OcoOEHHOCTH TaMETOTeHEe3a Y MY)KYHH U JKEHIIUH

2.3.3 CoBpeMeHHbIE MPECTABICHUS 0 HOPMAJILHOM KapUOTHIIE YEJIOBEKa

2.3.4 OCHOBHbBIE TATOT€HETUYECKNE MEXaHU3Mbl BOSHUKHOBEHHUSI XPOMOCOMHOM MaTOJIOTHH

2.3.4.1 MexaHu3Mbl, 00yCIOBIMBAIOIINE KOJTHYECTBEHHBIC IEPECTPOUKH KapUOTHIIA

2.3.4.2 MexaHu3Mbl, 00yCIIOBIMBAIONINE CTPYKTYPHBIC MIEPECTPOMKH KapUOTHUIIA

2.4 I'eHbl M IPU3HAKH

2.4.1. 3aK0HBI MepeIayr HACJICICTBEHHBIX MPU3HAKOB

24.1.1 MOoHO-, T1- ¥ TOJTUTHOPUAHOE CKPEIINBAHNE

24.1.2 [TpuMepbl TOMUHAHTHBIX M PEIECCUBHBIX TPU3HAKOB Y YEJIOBEKA

24.1.3 CleruieHHOe HacJle10BaHKe PU3HAKOB U MApKEPOB

2414 XpOMOCOMHOE OIIPEJEIICHUE 110JIa

24.2 BsaumMoeiicTBie HeayuleIbHbIX TEHOB

2.4.3 B3anmMopelicTBie TeHOTHIIA U cpeJibl B (HOPMUPOBAHUH PU3HAKOB

2.4.3.1 ITeHeTpaHTHOCTH M SKCIPECCHBHOCTh

2.4.3.2 [TneitioTponus

2.4.3.3 ["'eHokonuu

24.3.4 DEeHOKOUU

2.4.4. MexaHn3MBbl pEryisiiuy FeHHOM dKCIIPECCHH

2.5 H3menunBoCTH

2.5.1 HenacnencrBennas ¢hopma H3MEHYHBOCTH

25.1.1 Monudukanuu, HopMa peakliiy o0 JaHHOMY NPU3HAKY

2.5.2 Teparorenes

2.5.3 MyTarnmoHHas U3MEHYHBOCTh

2.5.3.1 Otnnune MmyTtanmii oT noaumopduseix BapuanTos JTHK

2.5.3.2 [TprunHbBI BOSHUKHOBEHHS MyTAllUH Pa3IMYHOIO THUIIA

254 Pasznuynsle Tanel mytanuil. Knaccudukanmst mytanmii

2.54.1 I'eHHbIe MyTalMU, MOJIEKYJISIPHBIE MEXAHU3MbI MX BOSHUKHOBEHHMS

2.54.2 XpomocoMHble aleppauuu (CTPYKTYpHbIE NEPECTPOMKH XPOMOCOM), MEXaHU3MBbI
IPOMCXOXKACHUS, PEHOTUIINYECKHE TPOSIBIICHHS], HBOJIOIMOHHOE 3HAUECHHUE

2.54.3 ['eHOMHBIE MyTanuu (YUCIOBBIE AaHOMAJIMM), MEXAaHU3Mbl HX BO3HHUKHOBEHUS,
(eHOTUIHYECKHE MTPOSIBICHUS

2544 Knaccudukanus MyTtanui o Ux JJOKaJIU3auu

2545 CrioHTaHHBIN MyTareHes

2.5.4.6 PanuannonHbIil MyTareHes

25.4.7 XVMMHUYECKUI MYyTareHes

2.5.4.8 buonornueckne GakTopsl MyTarenesa

2.5.4.9 MyTareHHoe Bo3eicTBHE yIbTPaPHOIETOBBIX JTyUeil

2.5.4.10 | IIporpaMMbl U METOABI TECTUPOBaHMS (HAKTOPOB cpela Ha MyTareHHocTh. OleHka
TeHETHYECKUX MOCIIEICTBUI

25411 | IIpuHUMOBl ~ MEIUKO-TEHETUYECKOI0  KOHCYJIBTUPOBAaHMS  IMPH  MYyTareHHbIX
BO3JICUCTBUSIX

2.6 MeToabl reHeTHKH Y€eJI0BEKa

2.6.1 YenoBek Kak 00bEKT FreHETUUECKUX HCCIIeT0BaHUMN

2.6.2 I'eneTnyeckue MeTOIBI MCCIEIOBAHUS

2.6.2.1 CerperalioHHbIHN aHaIu3

2.6.2.2 CnocoObI perucTpanum

2.6.2.3 Metoabl KOppeKIUU
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HaumeHnoBaHust TEM, IJICMCHTOB M NMOA3JICEMECHTOB

2.6.2.4 ITpoBepKU reHETUYECKUX TMIIOTE3

2.6.3 CHUHAPOMOJIOTHYECKUI aHAJIN3

2.6.4 MeTo/1bl TONYISIMOHHON T'€HETUKU

2.6.4.1 OrnpeziesieHne MomnyJIsIiuu

2.6.4.2 I'eneTndeckuii moMMophU3M U HHAUBUAYATLHOCTh

2.6.4.3 YacToThl IPU3HAKOB U '€HOB, FTEHETUYECKOE PABHOBECHE B MOMYJISILIUU

2.6.4.4 ®DaKTOpBI, HAPYIIAIOIINE TEHETHYECKOE PABHOBECHE

2.6.5 buoxuMmuueckne MeToIbI HCCIIEIOBAHUS

2.6.5.1 Mertonbl  mporpaMM  MaccoBOTO  IMPOCEHBAHHS,  BPOXKICHHBIH  THIIOTHPEO3,
raJIaKTO3EMHUI0, aJJPEHOTCHUTAIBHBIN CHHIPOM, MYKOBHCIIH]I03

2.6.5.2 MeTo/1pl OYMCTKHU ¥ WICHTH(UKAIIMKA OCJIKOB

2.6.5.3 Metoabl  AH3UMOJMATHOCTHKH, TPUMEHSICMbIC I BBIACICHHUS HACIEJICTBEHHBIX
Oouie3neit oomena (nanee — HBO)

2.6.54 MeTo1pl UCClIeIOBaHMS METAaOOIUTOB, MPUMEHIEMBbIC JIJIs AuarHoctuku HbO

2.6.5.5 Crnenuduueckne Metofa, MPUMEHSIEMBIE IS JTUArHOCTUKH OOJIe3HEH KJIETOYHBIX
OpraHe’t

2.6.6 [{uToreHeTn4YecKre METOIbI UCCIICIOBAHUS

2.6.6.1 HccenenoBanus MoJIOBOrO XpoMaTHHA

2.6.6.2 Metozpl Hccaea0BaHUsI XpPOMOCOMHOTO Habopa

2.6.7 MonekynsapHO-TeHETUUECKHUE METOIbI

2.6.7.1 Onekrpodopes JJHK B arapo3HbIX U akpuIaMuTHBIX TesIX

2.6.7.2 ®epmentatuBHblii rugponu3 JIHK - pectpuxius. ®@epmentsl pectpukiuu. CalTsl
PECTPHKIINH, PECTPUKIIMOHHBIC ()PATMEHTHI.

2.6.7.3 Mertoast momnekynsipHot rubpunmzanuu JIHK-JIHK, not-ruGpuausarus, OI0THHT-
ruOpuan3aIst, THOpuaU3anums in Situ

2.6.7.4 [TonmumepasHas nenHas peakuus (nanee — [HIIP)

2.6.7.5 MeTobl BBISIBIEHUS MAJIBIX MyTallui

2.6.7.6 Mertoasi BoisiBienus JJHK-nonmumopduzmon

2.6.8 MouieKynsipHble METO/IbI B KAPTUPOBAHUM F€HOMA Y€JIOBEeKa

2.6.8.1 TexHOJIOTHsI MUKPOUYHUIIOB B UCCIIEAOBAaHUM YE€JIOBEYECKOI0 FreHOMa

8.2 PABOYAS TIPOTPAMMA YUYEBHOT'O MO YJIA
«CIIEUAJIBHBIE JUCHHUITIIMHBI»
PA3JIEJI 3
KIIMHNYECKAS I'EHETHUKA, XAPAKTEPUCTHUKA
HACJIEJCTBEHHBIX BOJIE3HEN
KOZ[ HaumenoBanus TEM, 3JIECMCHTOB U IIO3JI€MECHTOB

3.1 HacjiencTBEHHOCTh ¥ IATOJIOTHSI

3.1.1 I'enetnyeckue GakTOpPbI STHOJIOTHH, TATOT€HE3a HACIEICTBEHHBIX 00Ie3Hel

3.11.1 OO611as xapakTepuCTUKa HAaCcJIeICTBEHHBIX 00JIe3Hel

3.11.2 Knaccudukanus HaciaeICTBEHHbIX 00sie3Hel

3.1.1.3 Turmel HacjieqOBaHUS HACIIEACTBEHHBIX 00JIE3HEN

3.1.2 CeMHOTHKA HACJIEICTBEHHBIX 0OJIE3HEH (YUCHHE O TPU3HAKAX HACIEICTBEHHBIX

0ose3Hei)
3.1.2.1 [TonucucTeMHOCTh MOPAKCHUS
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HaumenoBanusi TEM, 3JICMCHTOB M NMOA3JICMCHTOB

3.1.2.2 Cerperaiysi IpU3HAKOB CPEIN POJCTBEHHUKOB

3.1.2.3 JlnarHocTuueckoe 3HaUCHUE MAJIbIX aHOMAJIMI Pa3BUTHSA

3124 UpesmepHOE pa3BUTHE WM HEAOPA3BUTUE OTAEIBHBIX YacTEl Tella

3.1.2.5 OtcytctBue 2 dexTa oT JeYeHUs

3.1.3 Tunel cBsA3el MEXy MPU3HAKAMHU

3.1.31 Cunapom

3.1.3.2 CrnenctBre (BTOpUYHBIN TOPOK PA3BUTHS)

3.1.3.3 Accouuanus (aHamosan)

3.1.4 [TonsiTHe 0 OOIBIIMX U MAJIBIX AHOMAIHSIX PA3BUTHS

3.1.4.1 [ToHsITHE 0 MUHUMAJIBHBIX THATHOCTHYECKUX MPU3HAKAX KaK sApa CHHAPOMA

3.1.4.2 3HaueHHE TMEHETPAHTHOCTH U OSKCIPECCUBHOCTH TIPU MOCTAHOBKE JIMAarHO3a
HACJIEICTBEHHOTO CHHIpOMA

3.15 [TpuHIMTIBI IMATHOCTUKY HACIIEICTBEHHBIX OOJIC3HEH

3.15.1 Kimmanueckre MeToabl TUarHOCTUKH

3.1.5.2 [TapakiMHUYECKHE METO/IbI TUATHOCTUKU

3.1.5.3 buoxumuueckre, HMMYHOJOTHYECKHE, [MTOICHETUYECKHE U  MOJIEKYJISIPHO-
TCHETHUYCCKUE METOIbI JUArHOCTHKHU

3.154 CHHAPOMOJIOTHUECKHH MOJIX0/T K IIOCTAHOBKE JIMarHo3a

3.1.6 [IpuHuuMnbl Jle4yeHUsT HACIIEICTBEHHBIX Oo0Jie3HEH W 0oJie3HEH ¢ HacCIeICTBEHHBIX
MIPeIPacroIOKeHHEM

3.1.6.1 CUMITOMAaTAYECKUE METO/I JICYEHU S

3.1.6.2 ITaToreneTnyeckoe JiedeHNe, KOPPEKIHsi OOMEHA BENICCTB

3.1.6.3 3amMecTUTENbHAs TEPANHs

3.16.4 Ortuosiornyeckoe geueHue. I'enorepanus

3.1.6.5 AJlaniTUBHAs cpella KaK METO]I JICUECHHSI

3.1.6.6 Menuko-coruanpHast peabunuTanus

3.2 XpomMocoMHBbIe 00J1e3HU

3.2.1 OmnpeneneHue  MOHATHS ~ XpPOMOCOMHBIX — Oojie3Hell, uX  Kiaccugpukaus,
pPacIpoOCTPaHEHHOCTh B MOMYJISIIHSIX

3.2.2 DaKTOpHI, BAUSIONINE HA BO3HUKHOBEHHNE XPOMOCOMHOM MAaTOJIOTHH

3.2.2.1 ['enotun

3.2.2.2 Bo3zpact

3.2.2.3 ITon

3.224 OIUMHUHALUS aHOMAJbHBIX TaMET U 3UTOT

3.2.3 Mo3anyHble 1 oJHbIE POPMBI XPOMOCOMHBIX O0JIe3HEH

3.24 VY nenpHBIM BEC XPOMOCOMHOM NATOJIOTHH B 3THOJIOTHU CITIOHTAHHBIX aO0OPTOB

3.2.5 OcHOBHBIE TIOKa3aHUS ISl IPOBEACHHSI XPOMOCOMHOTO aHATHN3a.

3.2.6 Knunuko-nurorenernyeckass  XapakTe€pUCTHKa  CHHIPOMOB,  CBSI3aHHBIX  C
AHOMAJIMSIMHU B CHCTEME TTOJIOBBIX XPOMOCOM

3.2.7 KimmHuKO-TIUTOreHeTHYeCKash XapaKTEPUCTHKA CHHAPOMOB, CBS3aHHBIX C YHCIOBBIMHU
AHOMAJIUSIMU ayTOCOM

3.2.8 Knunuko-nurorenernyeckass  XapakTepUCTHKAa  CHHJPOMOB,  CBSI3aHHBIX  CO
CTPYKTYPHBIMH MTEPECTPONUKAMHU XPOMOCOM

3.2.9 OCHOBHBIE XapaKTEPUCTUKH CUHIPOMOB YACTHYHBIX XPOMOCOMHBIX TPUCOMHMIA

3.2.10 Oco0eHHOCTH MEIUKO-TCHETHYECKOT0 KOHCYJIBTHPOBAHUS B CEMbBSIX C YaCTHUYHBIMH
MOHO- ¥ TPUCOMHUSIMHU

3.2.11 Knuauko-niuToreHeTHYecKass ~ XapaKTepUCTHKAa  X-CLUEIJIEHHOH  YMCTBEHHOMU
OTCTAJIOCTH, CHHAPOM JIOMKOH X-XPOMOCOMBI

3.2.12 [Tokazanus K TIPOBEACHHIO XPOMOCOMHOTO aHAJM3a B CEMEWHBIX CIydasx

3200J1€BaHUSA
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HaumenoBanusi TEM, 3JICMCHTOB M NMOA3JICMCHTOB

3.2.13 KnuHuko-nurorenerndyeckass  XapakTE€pUCTHKa  CHHIPOMOB,  CBSI3aHHBIX  C
MHUKPOCTPYKTYPHBIMH IIEPECTPOIiKaMH KapHOTHUIIA

3.2.14 [TonsiTHE O CBSI3M TATOT€HE3a OT/ENBHBIX 3a00JIEBAHUN C POMUTEIHCKUM THUIIOM
HacJeJOBaHUS XPOMOCOMHBIX mepecTpoek. [IoHATHE O TeHOMHOM HMIIPUHTHHIE U
€ro MEeXaHHu3Max

3.2.15 KnuHuKko-iuTOreHeTHYEeCKass ~ XapakTePUCTHKa  CHHAPOMOB,  CBS3aHHBIX  C
MOBBIIIEHHON HECTAOMIBHOCTHIO XPOMOCOM

3.2.16 YacTtoTra M CHEKTp XPOMOCOMHBIX aOeppaluii B KJIETKaX OOJIbHBIX C IMOBBIIMICHHON
HECTaOUILHOCTHIO XPOMOCOM

3.2.17 CoBpeMeHHbIE PEACTABICHUS O MEXaHU3MaX KaHIIEpOreHe3a

3.2.18 [TpobieMa XpoOMOCOMHOT'O MOJUMOP(HU3MA Y YeTIOBEKA

3.3 MoHorenHbie (popMbI HaCJIeACTBEHHBIX 00J1e3Hell (MaTorenes, KIMHHUKA,
JAMATHOCTHKA, YACTOTA B MOMYJISIIHH)

3.3.1 OOm1ast XapaKTEepUCTHKA HACJIEICTBEHHBIX 00JIe3HEl oOMeHa

3.3.1.1 OTHUOJIOTUSA U NTATOTEHE3

3.3.1.2 Knuandeckas kinaccuduxanms

3.3.1.3 Turmel HaciieqOBaHUS

3.3.2 Knunnyeckuii nonumopdusM u renerndeckas rereporennocts HbO

3.3.2.1 [10JIMIOKYCHOCTD U NOJIMAJIIEIIN3M

3.3.2.2 BsaumoneiictBue renoruna u cpessl B hopmupoannu HbO

3.3.3 YpoBuau quarnoctuku HBO

3.34 [Tpuniune! nedenuss HBO

3.35 HBO  amuHokmcnor. OOmas  KIMHWYECKas  XapakTepucTtuka.  [IpuHIUIBI
JIMAarHOCTHKH.

3351 ['unepdeHnnasaHuHEMUH

3.35.2 DeHUIIKETOHYPHSI

3.3.5.3 Hapymenne oOMeHa THpo3uHa

3.3.5.4 Hapyrenne nyukiia MOYEBUHBI

3.355 Hapymenne obMeHa cepocojepkaliux aMHHOKHCIOT. KiuHuka, MeTabomuueckue
HapyIIeHMs], Ta0opaTopHasi IMarHOCTHKA, JICYCHUE

3.3.6 HBO opranndeckux kucnor. OOmias KJIMHUYECKas XapakTepucTuka. IIpuHImIbI
JMAarHOCTHKH.

3.3.7 HBO yrnesoyoB. O6mias KIMHUYECKask XapakTepucTuKa. I [puHIMITBI TMarHOCTHKH.

3.3.8 Hapymenne sHeprernyeckoro oOMeHa B MHTOXOHIpHsAX. OOmas KiIMHUYEcKas
XapakTepucTuka. [[puHIMITBI THarHOCTHKHY.

3.3.9 BurtamunzaBucuMele coctosgHus. OO0mas xapakTepucTuka. [IpuHIMIbBI THarHOCTHKY.

3.3.10 Jucnumunemun. OOmiasi KIWHUYECKash XapaKTepucTHKa. [IpHHIUMIBI THArHOCTHKH.
Jleuenue

3.3.11 Hapymenust oOmeHa mnypuHOB M NUpUMUAMHOB. OOmas  KJIMHUYECKas
xapakrepuctuka. [lpunnumnel ntuarnoctuku. Jleuenue

3.3.12 Hapymenue TpancnopTa U yTUIN3alluu METAJIOB

3.3.13 Hapymenne oOmeHa mnoppupuHOB M cuHTe3a rema. OOmas KIMHHYECKas
xapakrepucTuka. [ I[puHimnel tuarHoctuku. Jleuenne

3.3.14 JIuzocomubie Oosie3Hu. OOMmas XapaKTEePUCTUKA, KPUTEPUH JTU30COMHBIX OOJIE3HEH.
OcobeHHOCTH — HakamMBaroImuxcs cyocrtpatoB. JlabGopaTopHas JuarHOCTHKA.
Jleuenune

3.3.15 [lepokcucomusle Oone3nu. OOmas xapakTepuctuka. Hapymenus ¢GyHKIuu
nepokcucoM. Jlnarnoctuka. Jleuenue

3.3.16 Hapymenne cunresa u aeiictBusi ropmoHoB. OOmiast XapakTepucTuka. J(uarnoctuka.

Jleuenue
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3.3.17 Hapymienne (yHKIMM KpoBHM M KpOBETBOPHOH TkaHu. OOmias XapaKTepHUCTHKA.
Hwunarnoctuka. Jleuenue

3.3.18 Hapymenust B cucreme wmemOpanHoro TpaHcmopra. OOmas XapaKTepHCTHKA.
Huarnoctuka. Jledenue

3.3.19 HacnencrBennsle ummyHoneduuutel. OOmas xapakrepuctuka. JluarHocrtuka.
Jleuenune

3.3.20 Hapymenne ooMeHna coenuHuTebHON TKaHu. O0IIas xapakTepucTrka. JJuarnocTuka.
Jleuenune

3.3.21 Kumeunsie nucaxapuo3sl. O0mias xapakrepuctuka. Jluarnoctuka. Jleuenue

3.3.22 MonoreHHble pOPMBI 3JI0KaYeCTBEHHBIX 3a00JI€BaHUI

3.3.23 Knunnka, nuarHocTtuka, jedeHue, Mpo(HIIaKTHKAa HACIICICTBEHHBIX CHHIPOMOB C
IPEUMYIIECTBEHHBIM HAPYIICHUEM

3.3.23.1 du3nyecKoro pa3BUTHs (HAHU3M, THTAHTU3M, MaKpO- 1 MUKPOCOMHS )

3.3.23.2 Kosxu, Boytoc, HOAKOKHOM KIIETYATKH, HOI'TEH

3.3.23.3 KocTtHo-cycTaBHOM crcTeMbl

3.3.23.4 CepieuHO-COCYIUCTON CHCTEMBI

3.3.23.5 [TumeBapuTenbHON CUCTEMBI

3.3.23.6 DHAOKPUHHON CHUCTEMBI

3.23.7 MouenoJioBoi CUCTEMBI

3.23.8 Oprana 3peHust

3.23.9 Oprana ciyxa

3.23.10 HepBHO-MBIIIEUHOI CUCTEMBI

3.23.11 HacnencTBenHble HapyIIeHHsI CEPACYHOTO PUTMA

3.23.12 HacnencTBeHHble KapAMOMUONATHH

3.4 BoJie3Hu ¢ HaCIeACTBEHHBIM NPEAPACIOI0KeHHEM

34.1 OO6mas xapakTeprcTUka 00JIe3HEH ¢ HAaCJIeICTBEHHBIM IPEIPACTIONOKEHHEM

3.4.2 JIOoKa3aTenbCTBO POJIM T'EHETHYECKUX M CPEJOBBIX (DaKTOPOB B IPOMCXOXKACHUHU
MyJbTH(hAKTOPUATBHBIX OoJie3Hel (nanee - MDB)

343 OTHOJOrMYECKasi TE€TEePOreHHOCTh W KIMHHYecKuil nomumopdusm MDPbB. Bxmag
IJIABHOT'O I'€Ha B poucxoxaeHne MOb

344 Metonarl regeTndeckoro aHainmsa M®b u remeTndeckue Mo UCCIIEIOBAHUSI

3.4.5 KimHuko-renernueckast xapakrepuctuka MOb

3.4.6 [Ipodunaktrka 6osie3HEN ¢ HACIEACTBEHHBIM NPEAPACIONI0KEHUEM

PA3/IEJI 4
JIABOPATOPHBIE METO/Ibl JIUATHOCTHUKU
HACJIEJCTBEHHBIX BOJIESHEN
Kopn HaumeHoBaHus TeM, 3JIEMEHTOB M I013JIEMEHTOB

4.1 [uToreHeTnyecKue MeTOAbl IMATHOCTHKU XPOMOCOMHBIX 00J1e3Hel

41.1 WccnepgoBanue nojsoBOro XxpoMaTruHa

4.1.2 XPOMOCOMHBII aHATN3

4121 Knunnueckue nmokazanus AJ1s1 IPOBEAEHUSI XPOMOCOMHOIO aHAJIN3a

4.1.2.2 MeTo1bl IPUTOTOBJIEHUSI XPOMOCOMHBIX ITPENAPATOB U3

41.2.3 OcoOenHoct 0OpaOOTKM KJIETOYHBIX KYJIbTYp U MOJY4E€HUS XPOMOCOMHBIX
IperapaToB

4124 MeToapl OKpaMBaHUs XpPOMOCOMHBIX ITPENapaToB

4.1.2.5 [Tpunnuns! naeHTH(UKaIKUK MeTada3HbIX XPOMOCOM YeJIOBEeKa




Kon HaumMmeHoBaHus TeM, 3JIEMEHTOB H NO/3JIEeMEHTOB

4.1.2.6 [TpuHIMIBI UACHTU(DHUKAITN UHIUBUAYAJIbHBIX XpOMOCOM COIJIACHO
MexayHapoaHOW CHCTEME IMTOT€HETHYECKOH HOMEHKmatypsl denoBeka (ISCN
2005)

4.1.2.7 [TpoTOKOJI XpOMOCOMHOI'O aHAJIN3a, COCTABIICHUE 3aKIIOYCHHS 110 €r0 JIaHHBIM

41.2.8 MonekynsipHO-IIUTOTeHETUIECKIE METO/IbI JUATHOCTUKU XPOMOCOMHOM TATOJIOTHH C
puMeHeHneM xpomocomo-crienrpuaabix JJHK-30H10B

4.2 Buoxumuyeckue MeToIbl THATHOCTHKH HACJIEICTBEHHBIX 00JIe3Hel

4.2.1 [TpaBuia c6opa u XxpaHeHus: OMOJIOTHUECKOro MaTepraa

4211 Moua

4.2.1.2 KpoBp

4.2.1.3 Jlpyrue BupI OMOJIOrHYECKOT0 MaTepuana

4.2.2 KonTpons kadectsa (nanee - KK) mabopatopHbIX nccieoBaHmii

4.2.3 OO61as xapakTepucTUKa (PU3NKO-XUMHUYECKUX METOJIOB

4.2.4 Teopernueckre 0CHOBbI OMOXMMUYECKUX METOJIOB TMATHOCTUKH

4.24.1 AMMHOKHUCIIOTHI

4.2.4.2 benku

4.2.4.3 DepMeHTHI

4244 VriaeBoasl

4245 Jlvunu el ¥ IMIONPOTENHBI

4.3 MoJiekyJISIPHO-TeHETHYeCKHE METO/Ibl TMATHOCTHKH HACJIeICTBEHHBIX 00JIe3Heil

4.3.1 ITporpamma «I"'eHOM YellOBEKa» U €€ UTOTH

43.1.1 OO011ue XapakTepUCTUKH F€HOMa YeJI0BEeKa

43.1.2 JIHK-rubpuamn3anus

4.3.1.3 Kaprtuposanue renos ¢ nomouisto JIHK-30H710B

43.1.4 I'ubpuau3sanms in Situ

4.3.1.5 Metoas! «psIMON T€HETUKH

4.3.1.6 [To3unroHHOE KIIOHUPOBAHKE

4.3.1.7 Pa3nuuHble BUJIbI TEHETUYECKHUX KapT YEJIOBEKa

4.3.2 OH3UMBI, yHoTpebJisieMble B MOJIEKYJISIpHOM KioHupoBanuu U JIHK-nuarnoctuke

43.3 Pectpukims JIHK

4.3.4 MoneKyibl HyKJIEMHOBBIX KUCIIOT, Hcnosib3yeMble B JIHK-nuarnoctuke

4.3.5 Ammun¢ukanmonHsle MeTo1bl, npuMensiemble B JIHK-nuarnoctuke

4.3.6 ['ubpunuzamnponnsie Mmetonbl, npuMmensiembie B JIHK-anarnocruke

4.3.7 OnexTpodope3 HYKJIEMHOBBIX KHCIOT

4.3.8 JIHK-anaraoctuka HaclaeACTBEHHBIX 00JIC3HEH

4.3.9 JIHK-nuarnoctrka 3a0051eBaHUM, CBS3aHHBIX C HAPYIIEHHEM UMIPUHTHUHTA

4.3.10 MeTobpI perucTpaiyy TOYKOBBIX MYTaIlUil U IOPSAAOK 3aMTUCH TOYKOBBIX MYyTallUi O
HOMEHKJIAType

4311 O6nacts npumenenus JIHK-nuarnoctuku

4.3.12 O6opyoBaHue 1a0OPATOPHUH JII MOJICKYJIIPHO-TEHETHUECKUX MCCIICIOBAaHUIN

4.3.13 Wcrounuku ommbok npu JJHK-nunarnoctuke

PA3JIEJI 5
I[TPOOUNIIAKTUKA HACJIEJCTBEHHBIX BOJIE3HEN
KOZ[ HaumenoBanus TEM, 3JICMCHTOB U IIOJ3JI€MCHTOB

5.1 YpoBHU NPOPUIAKTHKHN HACJIEACTBEHHOM ¥ BPOKICHHOH MATOJOTHHU

52.1.1 ["amernueckuii

5.1.2 [Tpesurornyeckuii

5.1.3 IIpenaranbpHbIi




Kon

HaumenoBanusi TEM, 3JICMCHTOB M NMOA3JICMCHTOB

.14 ITocTHaTaNBHBIN

5.2 Mennko-reHeTH4ecKoe KOHCYJIbTHPOBAHHE

521 Hcropuueckas cnpaBka

5.2.2 Ponp C. H. /laBuieHKkoBa B OpraHu3aii MEAUKO-T€HETHYECKOr0 KOHCYIbTUPOBAHUS
B Poccun

5.2.3 DyHKIIMN MEIMKO-TEHETHUECKUX KOHCYJIbTAIM HAa COBPEMEHHOM 3Tare

5.24 PeTpo- u npocnekTHBHOE MEIUKO-TeHETUYECKOE KOHCYIbTHPOBAaHUE

525 3ajauyl  MEIUKO-TEHETUYECKUX KOHCYJIbTAllMd C TOYKU 3pEHUs OpraHu3aluu
3JIpaBOOXPaHEHHUS

5.2.6 3amaun MeIMKO-TEHETUYECKUX KOHCYIbTAUN C MEAMIIMHCKOM TOYKH 3PEHUS

5.2.7 3a1aun MeAMKO-TEeHETUUECKUX KOHCYIbTALUHI C COLUATbHO-TICUXO0JI0IHYECKON TOUKU
3peHHS

5.2.8 [TpuHIMIBI pacueTa MOBTOPHOTO FT€HETUYECKOTI0 PUCKA

5.2.9 ["'eHeTHUECKUIl IPOrHO3 IPU MyTareHHbIX BO3JEHCTBUSIX

5.2.10 D¢ heKTHBHOCTH METMKO-TEHETUIECKOTO KOHCYJIbTHPOBAHUS

5.3 MOHUTOPHUHT BPOKIE€HHBIX AHOMAJIHIT Pa3BUTHS

53.1 [TonyasIMOHHBIN OAX0 K cOOpY JaHHBIX (KOTOPTHBIN MOJXOM)

5.3.2 Knunnyeckuii moaxon mo cO6opy JaHHBIX (110 00panaeMoCcTH)

533 IMoxxon case-control

5.3.4 Craructrdeckas o0paboTKa MaTepuasa

5.35 MesxayHapoiHas Kaccu(UKalysl BpOKACHHBIX aHOMAIMH pa3BUTHs X IepecMoTpa

5.3.6 YacToTa BpOKJICHHBIX aHOMAJIMH pa3BUTHS

5.3.7 [TpuHIMIIBI OOHAPYKEHUS HOBBIX TEPATOTCHOB

5.3.8 BrisBnenue rereposzuror HbO

5.4 IlepukoHuenuuoHHasi NPOPHIAKTHKA

5.4.1 dopmupoBaHuE rpynn pucka OEpeMEeHHbIX KEHIIUH

54.2 MeTo1bl NEPUKOHIIETTIIMOHHON TPOMUITAKTUKI

5.4.3. Tepanus akylepckoil MaToJIoruu

5.4.4 O PeKTUBHOCTD MEPUKOHLIETIIMOHHON NPOPUITAKTUKI

55 IlpenaranbHasi AMATHOCTHKA

55.1 OO6mme moka3zaHus K MpeHaTAIbHONW JTUArHOCTUKE

5.5.2 Metoanyeckre NoIX0Abl K IPeHaTaIbHONW JUAarHOCTHKE

55.3 HeunBa3suBHBIE METOIBI

554 aBasuBHLBIE METOAEI

5.5.5 deTrockomnus Kak MeTo/1 OMOIICHM TKaHe! 102

5.5.6 [IpenatanabHBI CKPUHUHT IO CHIBOPOTOYHBIM (haKTOpaM MaTepu

5.5.7 IIpenaTanpHBIA CKPUHUHT 1O KJIETKaM IUI0Aa B KPOBU MaTepH

5.5.8 [IpenatanpHas JIHK-nmuarnoctuka HacineIcTBEHHBIX OOJIE3HEH

5.5.9 3HayeHHe TPEHATANbHOM JIMAarHOCTHMKM B CHWXKEHMM YPOBHS HACIEJICTBEHHOM U
BPOXJEHHOW MATOJIOTHHI

5.6 HeonaTtajbHblii CKPUHUHT

5.6.1 TpeboBanust K MporpaMmMaM MaccoBOI0 CKpUHHMHIA

5.6.2 [TpuHIMTIIBL OCYIIECTBICHHUS MPOTPaMM MAacCOBOTO CKPHHHMHTA HOBOPOXIIEHHBIX Ha
OKYV 1 BpoKI€HHBIN TMIIOTUPEO3

5.6.3 [TpuHIMTIIBL OCYIIECTBICHHUS MPOTPaMM MAacCOBOTO CKPHHHHTa HOBOPOXIEHHBIX Ha
raJIaKTO3EMUI0, aJIPEHOT€HUTAIBHBIN CHHAPOM U MYKOBHCLIU03

5.6.4 PernonanpHbIe M STHUYECKHE OCOOCHHOCTH TPOTPAMM

5.6.5 D¢ (ekTUBHOCT, TPOTpaMM MAaCCOBOTO CKPUHHMHIAa B CHCTEME MNPO(QUIAKTHKH

HACJIEACTBEHHEIX 3a00JIEBAaHUI




8.3PABOYAS ITPOTPAMMA YYEBHOT'O MOAYJISA
«CMEKHBIE JUCHUIIVINHBD»

PA3JIEJI 6
BBIXIBJIEHUE MEJIMKO-TEHETUYECKX HAPVIIEHUU ITPU
CMEXHbBIX 3ABOJIEBAHUAX
KOI[ HaumenoBanus TEM, 3JICMCHTOB U IMOA3JICMCHTOB
6.1 IeauaTpus
6.1.1 AHaTOMO-(hU3HOJIOTHYECKHE OCOOCHHOCTH JETCKOTO BO3pacTta
6.1.2 CemnoTtuka 3a00JIeBaHUI y JeTei
6.1.3 3a0oeBaHUs OPraHOB JbIXaHUS
6.1.4 Kapnuonoruueckue 3aboneBanus
6.1.5 3a0osieBaHusl OPraHOB MUIIEBAPEHUS
6.1.6 3aboeBaHUs MOYEBBIBOISIIUX MyTEH
6.1.7 Optonenuueckue 00Ie3HN
6.1.8 Opranuzanys CaHaTOPHO-KYPOPTHOTO JICUCHHSI IeTeH
6.2 AKYIIEpPCTBO M THHEKOJIOTHSI
6.2.1 @®opMUpOBaHUE BTOPUYHBIX MOJIOBBIX PU3HAKOB
6.2.2 ["'opMoHanbHBIE 0COOCHHOCTH B ITyOEpTATHOM BO3paCTe
6.2.3 HopwmanbpHoe TeueHne 6epeMeHHOCTH
6.2.4 [Tprunabl OecTIoUs M HEBBIHAIIMBAHUS OEPEMEHHOCTH
6.2.5 3noKauecTBeHHbIE HOBOOOPA30BaHUsI MOJIOYHOM XKeJe3bl, MATKH U IPUAATKOB
6.2.6 MeTobl TMarHOCTUKU U JieueHHst 3a00JIeBaHHH B aKyIIepCTBE ¥ THHEKOJIOTUH
6.3 HeBpoaorus
6.3.1 Anatomust ¥ GU3MOJIOTHsI HEPBHOM CHCTEMBbI
6.3.2 CeMHOTHKA TOPAKEHUH HEPBHON CHUCTEMBbI
6.3.3 HacnesnctBeHHble M lereHepaTHUBHbIE 3a00JIeBaHMsI HEPBHOM CHCTEMBbI
6.3.4 3aboneBanus neprudepuieckoil HEPBHOW CHCTEMBI
6.3.5 Wudexmonnbie 3a001€BaHUs] HEPBHOW CHCTEMBI
6.3.6 Cocyauctble 3a06051€BaHUS] HEPBHOW CHCTEMBI
6.3.7 Omnyxoyy HEpBHOW CUCTEMBI
6.3.8 [TpyHIMIIBI 1 METOBI JICYSHHsI HEBPOJIOTUYECKUX OOIBHBIX
6.4 JHIOKPHHOJIOTUS
6.4.1 OHAOKPUHHAS CHCTEMa, TOPMOHBI M MEXaHU3M UX JAeHCTBUS
6.4.2. 3a0oJieBaHUs SHAOKPUHHOU CUCTEMBI
6.4.3 O1ieHKa UMMYHHOT'O CTaTyca IPY YHIOKPUHHBIX 3a00JICBAHUSIX
6.4.4 Koppekuust tMMyHHOTO
cTaryca Ipy YHJOKPUHHBIX 3a00JICBAaHUSIX
6.4.5 OnyxoJsu OpraHoB HIOKPUHHON CUCTEMBbI
6.4.6 PernpoyKTHBHAs HIOKPUHOJIOTHSI MYXKCKOTO 10J1a
6.4.7 PenpoaykTHBHAs SHIOKPUHOJIOTHS )KEHCKOT0 T0J1a
6.4.8 OO0m¥e MPUHINIBI JUATHOCTUKY | JISYCHUS YHIOKPUHHBIX 3a00JIeBaHUI
6.5 OcTpble U HEOTJI0KHBIE COCTOSIHUS (KJIMHUKA, THATHOCTHKA, MeANOMOIIb HA
AOTOCIHUTAJBLHOM JITAare)
6.5.1 AHaTOMO-(HU3HOJOTHYECKHE OCHOBBI JKU3HEHHO BAKHBIX (DYHKIIMI OpraHn3Ma
6.5.2 HeotnosxHas nomMouis npu noTepe CO3HaHUs
6.5.3 HeoTnoxHas moMoIip npyu TEPMUYECKUX TOPAKEHUIX M XUMHUECKHX 0KOTax




Kon

HaumenoBanusi TEM, 3JICMCHTOB M NMOA3JICMCHTOB

6.5.4 HeoToXHbIe COCTOSIHUS IPU IK30T€HHBIX (PU3MYECKUX BO3JICHCTBHUAX
6.5.5 HeoTioxxHbIE COCTOSIHUS TPU OOJIE3HSIX CEPACYHO-COCYIUCTON CUCTEMBI
6.5.6 Octpsle nH(}pEKIMOHHBIE 3a00IeBaHNs, TPEOYIOIINE HEOTIOKHONW TOMOIIN
6.5.7 HeoTnoxxHas moMoIip npyu Xupyprudeckux 00JIe3HsIX
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