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IlepeyeHb BONPOCOB AJIsl BCTYNHTEIbHOIO 3K3aMeHa
B KJIMHHYECKY}0 OPAMHATYPY No cnennaibHocTH «I'eHeTnKa»

[TPUHLIUIIEI OPTAHM3AILIMA MEIUKO-TEHETUYECKOM ITOMOILA
HACEJIEHUIO B PECITYBJIMKE BEJIAPYChH

Crpykrypa Menuko-reHeTudeckoil cimyxObl B PecmyOnuke Bemapyce. 3amauu
pecnyOIMKaHCKOTo ¥ 00JaCTHBIX oipa3ieNieHui MEeqUKO-TeHETHUECKOM CITy»KOBI.

CrpykTypa Meauko-reHeTu4eckoro noapasnaeneHus. OcHalleHHne, B3aMMOCBS3b
C IpYrMMH JIedeOHBIMH yupexaeHussMu. Opranuzanus TpyJa Bpada-reHeTHKa.

Opranuzanusi ¥  OCHOBBl  MEIUKO-T€HETUYECKOrO  KOHCYJIBTHPOBaHUS.
KOHTHHIeHTBl NUI, NOIUIeXAIUUX MEIUKO-TeHeTHYeCKOMY KOHCYJIBTHPOBAHHIO.
IIpMHLMIBI MEIWKO-TE€HETUYECKOr0 KOHCYJIBTUPOBAHUS IIPH Pa3IMYHBIX BHAAX
HacyecTBeHHOU naronorud. CoctaBiieHue ponociaoBHOM. [ 'eHeanornueckuii aHaIus.

OTUYecKue BONPOCH IIPU MEIUKO-T€HETHUECKOM KOHCYJIbTUPOBaHUH. [IpuHIHT
KOH(UIEHIIMATBFHOCTH B paboTe Bpaya-reHeTHKa.

Opranuzanusi npeHaTalbHON IUArHOCTUKM BPOXAEHHOW W HAacCleICTBEHHOM
naroiorud. CkpuHMHr OepeMeHHBIX B | u 2 TpuMmecTpax OepeMEeHHOCTH.
Bo3MOXXHOCTH BBISIBIIEHUsS] HACIENCTBEHHOW M BpPOXXJIEHHOM IATOJIOTHH IUIOJA B
pa3Hble CPOKH OEPEeMEHHOCTH.

Opranuzanysi HEOHaTaJIbHOTO CKPUHUMHTA HACJIEACTBEHHBIX OOJIe3HEH.

OpraHu3anusi reHeTH4eCKOr0o MOHHTOPHHIa BPOXIEHHBIX IOPOKOB pPa3BHUTHS
(BITP). Llenp u 3amaum reHetmyeckoro Monutopunra BITP. Yyer cBenenwmit B Gase
JAHHBIX MOHUTOPHUHTA.

Opranuszanus TeHeTHYEeCKMX perucTpoB. llenp ¥ 3agauM reHETHYECKHX
pPErucTpOB HACIENCTBEHHOW U BpOXAEHHOW matonorud. [IpuHuum perucrpanuu
NallMeHTOB/ceMel C HaCJIeJICTBEHHOM U BPOXKIEHHON IIaTOJIOTHEH.

OxoHoMHUYeckas 3QGeKTUBHOCTh MEIUKO-TEHETUIECKOU CITyXKOBI.

OCHOBBI 'EHETHKU YEJIOBEKA

MonekysipHble OCHOBBI HACJIeICTBEHHOCTHU. PoJb HYKJIIEMHOBBIX KHCJIOT B
XpaHEeHWH U peaju3allud reHeTudeckod uHpopmauuu. CTpykTypa reHa.
Tpanckpunuusi. Cradicuar.  Anmapar  Tpa"consuuu. I[locTTpancnsinmonHas
MoaubuKkauus. DnUureHeTuka. MUTOXOHAPUATBHBINA T'€HOM.

[{uTonmoruyeckue OCHOBBI HACIEACTBEHHOCTH. XPOMOCOMBI M XPOMOCOMHBIM
Habop, ocHOBHEIE MOHATHSI. MuTto3: ¢assl, 6uonorudeckuit cmeici. Meko3s: ¢a3sbl,
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ounonornyeckuii cMbica. CTpyKTypHO-(YHKIIMOHATIbHAS OpraHu3alis XpOMOCOMHOM
Hutu. [erepoxpomatun u 3syxpoMatud. COBpEMEHHbIE TMPEJACTABICHUS O
HOPMaJIbHOM KapuoTuIiie yenaoBeka. O0Ias XxapakTepucTuka, pa3Mephl, CTPYKTypa U
YUCIIO XPOMOCOM 4esioBeKa. [IpHHIUIIBI COBPEMEHHONM HOMEHKIATYPbl XPOMOCOM
YEIIOBEKA.

[TonsitTue 06 ayrocoMax M TMOJOBBIX Xpomocomax. deHomeH X-XpOMOCOMHOM
WHAKTHBAI[UU, €r0 MEXaHW3Mbl, OMOJIOTMUYECKHH CMBICI, KIMHUYECKHE AaCTCKTHI.
Ponb Y-XpoMOCOMBI B IETEpMUHAIIMY T10JIA TI0 MY>KCKOMY THITY.

MexaHu3Mbl, 00YCIOBIMBAIONIME KOJUYECTBEHHBIE MEPECTPONKM KapHOTHUIIA:
MuUTOTHYECKOE HEPACXO0XKIECHUE XPOMOCOM B IMIPOLECCE JNIENECHUS COMAaTHYECKUX
KieTok. lloHsiTHE O XpOMOCOMHOM Mo3annu3Me. I[IoHSATHE O NONHUILUIOWINHA H
aHeyIIonanu. MenoTHYeCKoe HEPACX0KACHUE XPOMOCOM B IIPOLIECCE TAMETOTEHE3A.
[TonsiTue 00 OTHOPOUTENHCKON TUCOMUU, MEXAaHU3MBI €€ BOZHUKHOBEHHUSI.

MexaHu3Mbl, OOYCIOBIMBAIOIIME CTPYKTYPHbIE TEPECTPOUKH KAPUOTHUIIA:
nenenuu (Koiblia, MUICHTPUKW) U AYIUIMKAUK KaK CTPYKTYpPHbIE MEPECTPOUKH,
CBSI3aHHBIC C TEHHBIM JAUcOaNaHCOM KJIETKH. MHBepcun — mnapaleHTpuyecKue u
MEPULICHTPUYECKAE, MEXAHU3Mbl HWX  BO3HUKHOBCHMS.  TpaHClIOKauuvm  —
PELUIIPOKHBIC, HEPELUNPOKHBIC, TaHJIEMHBIC, TUIEHTPUUECKUE, POOEPTCOHOBCKUE,
MEXAHU3Mbl UX BO3HUKHOBEHHMS. M30XpOMOCOMBI, MEXAaHU3MBI X BO3HUKHOBCHMSI.
Oco0eHHOCTHM TaMmeToreHe3a Yy HOCUTeNel cOalaHCHPOBaHHBIX CTPYKTYPHBIX
IIEPECTPOEK KapUOTHIIA.

['ensl 1 npusHaku. OCHOBHBIE MOJIENU HaclienoBaHus. [Ipumepbl JOMHUHAHTHBIX
M PEUECCUBHBIX IIPU3HAKOB Yy 4YejoBeKa. I[Ipu3Haky, CUEIUIEHHBIE C II0JIOM.
[IeHeTpaHTHOCTH U 3KCIIPEeCCUBHOCTS. [lnmerorponus. ['enokonuu. GeHokonuu.

MyTanoHnHass ©”3MEHYMBOCTh. OTInune MyTaluui ot Moaudukamuii. [TpudauHsn
BO3HUKHOBEHHUS MYTAIlUM.

Knaccudukanuys MmyTauii mo ypoBHIO U3BMEHEHHS HACJIEICTBEHHOTO MaTepuaa.
['ennbie MyTalu. XpoMOCOMHbIE abeppaiuu. | 'eHOMHbIE MyTallUU.

Knaccudpukanuss myrauuii mo wux jokanusanuu. ComaTHYecKUe MyTalluu.
I'epmunatuBHbie MyTanuu. CHOHTAHHBIM MyTareHe3. MeToabl TECTUPOBAHUSA
(bakTOpoB cpenbl HA MyTareHHOCTh. OllEHKAa MeHEeTUYECKUX TOCIECACTBUN BIUSHUS
(haKkTOpOB CpeJibl HA OPTAHU3M.

OCHOBBI  MOMYJSIHUOHHOM  T€HETUKHA. YacTOTbl NPU3HAKOB W  T'EHOB.
['eneTrueckoe paBHOBECHE B MOMYJIAIMH U HapyIiaronme ero pakrtopel. MyTaruu u
otbop.

OcHOBbl OHKOreHETUKHU. [loHATHE OHKOTeHa, aHTMOHKOIEHA WIIM CyIpeccopa
OIyXOJIH.

['ennas unxxenepusi. OCHOBHbIC TOHATHSL.

HACJIEACTBEHHOCTD U ITATOJIOT'UA

Hcropust pa3BuTHSs MEIUITMHCKON TeHeTHKHU. [ToHsiTHE 00 eBreHuke.

Bknag HaciaeACTBEHHBIX U BPOXKICHHBIX 3a00J€BaHUN B  aKyIIEPCKYIO,
MeINaTPUUYECKY0, HEBPOJIOTUYECKYIO W JAPYryH0 MMATOJIOTUIO, B PENPOLYKTHUBHBIC
NOTepH, MEPUHATATIBHYIO U MIIAJICHYECKYIO CMEPTHOCTb, IETCKYIO 3a00J€BaeMOCTh U
MHBAJIMTHOCTb.
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OO01mast xapakTepuCTUKa HACIEACTBEHHbIX Oone3Hei. Knaccudukamus. Moaenu
HacnenoBanus. Cemuortuka. [loHsiTue cungpoma, cieacTBus, accouuaruu. [lonsarue
0 GEHOTUIUYECKOM SIApEe CUHAPOMA. 3HAYCHHUE TTEHETPAHTHOCTU M AKCIIPECCUBHOCTHU
B JIMarHOCTUKE HACJIEACTBEHHBIX OOJIE3HEN.

bone3nu c HaCJIEICTBEHHOMN NpEeaApacnoioKEeHHOCTHIO. OO6mas
XapakTepucTuka. MOHOTeHHbIe ©  ToJureHasie  Qopmbel.  Hcmonp3oBanue
OJIM3HEIIOBOTO METO/a /IJIs BBISIBJICHUSI HACIEACTBEHHON TPEAPACIIONO0KEHHOCTH.

MeTtoabl TUArHOCTUKU HAacCJEICTBEHHBIX 3a00JIEBaHUIA. Knnauko-
reHeaJornueckuii  a"Hanu3. KoMIbIOTEpHBIE  AMArHOCTUYECKHWE  MPOrPaMMBI.
JlabopaTopHble METOABI JUArHOCTUKH: OHOXUMHUYECKHUE, LUTOIC€HETHYECKHE,
MOJIEKYJIIpHO-TeHeTnYeckrue. MeTobl (yHKIIMOHATBHOW TUarHOCTUKHU.

[IpyHIMOBI  J€YeHUs HACJIEACTBEHHBIX 3a00JIEBaHUI: CHUMIITOMATUYECKOE,
natoreneruueckoe. Koppekiuss oOMeHa. 3amecTuTeNnbHas Tepanus. | 'eHoTepamnus.
Menuko-connanbHas peaduuTaius.

[IpodunakTuka HaciaeACTBEHHBIX 3a0oseBaHuil. IIpeHaTanbHBI CKPUHUHT
BPOXKJACHHBIX aHOMAJINI Pa3BUTHUSI U XPOMOCOMHBIX OoJie3Hel 1ioia. HeonaTtanbHbIM
CKPUHMHT HACJICICTBEHHBIX OOJIE3HEM.

OCHOBBI KJIMHUYECKOUN TEPATOJIOI A

OcHOBHBIE TEPATOTCHHBIE (bakTopsl (puznueckue, XUMHYECKHUE,
OMOJIOTUYECKHUE). MexaHu3Mbl TepaToreHesa. TepMuHAIIMOHHBIN
TE€PATOr€HETUYECKUHN TIEPUO.

KinuHnueckne mnposiBIEHUS JACUCTBUS TepaToreHHbIX (akTopoB. OmmoOku
Mop(doreHesa: MOpoK pa3BUTHS, TU3PYIIM, TUCIUIA3UsL, AedopManusl.

Knaccudukanuss BpOXIEHHBIX aHOMAJIUW B 3aBUCUMOCTH OT OOBEKTa
BO3JICHCTBUS TEPATOTCHOB: TaMETOIATHH, OJIACTONATUH, SMOPHUOTIATHH, (DETOIMATHH.

Knaccuduxanus BPOKJICHHBIX AHOMAJIN I B 3aBUCUMOCTU oT
IIOCJIEA0BATEIbHOCTH BOSHUKHOBEHUS: [IEPBUYHBIE, BTOPUYHBIE.

ITonstue wusosmpoBanHoro BIIP. Ilonsatue cucremnoro BIIP. IlonsTtue
MHoxecTBeHHOro BITP (MBIIP). ITonsitue cunnpoma MBIIP.

[lopokn HepBHOU cuctembl. [lopokn romoBHoro mosra. [lopokn cnuHHOTO
Mosra. llopoku omnopHo-nBurarensHoro anmnapara. [lopokn oOpraHoB JbIXaHWS.
[Topoku KelyJO4YHO-KMIIEYHOrO TpakTa. [IopokM cepledyHO-COCYNUCTON CHUCTEMBI.
[Topoku MoueBbIAETUTENBHON cUCTEMBI. [lopokn monoBbIx opraHoB. [Iopoku oprana
3penus. [lopoku cinyxoBoro ananmuszaropa. [lopoku K0ku U €€ TPUAaTKOB.

XPOMOCOMHBIE BOJIE3HA

[Tonarue xpomocomHo# Oosie3nu. Knaccudukanuss XpoMOCOMHBIX OoOJie3HEH.
PacnipocTpaHeHHOCT, XPOMOCOMHBIX OOJIE3HEW B TMOMYyNAINHMH. YIACIbHBIA BeEC
XPOMOCOMHOM IIaTOJIOTHM B JTHOJOTHM CIIOHTAHHBIX abopToB. Ilokazanus s
MPOBEJCHUS [UTOTCHETUYECKOTO aHAJIN3A.

@DaKkTOpbl, BIUSIONME HA BO3HUKHOBEHHWE U MPOSBICHUE XPOMOCOMHOM
MaTOJIOTHH: BO3PACT, MOJI. DIMMHUHAIIAS aHOMAJIbHBIX TaMET U 3UTOT.

dopMBI  XpOMOCOMHBIX  OOJIC3HEHW. TOJIHBIe, MoO3aWuyHble. KIIMHHKO-
IUTOTCHETUYECKAsd  XAPAKTEPUCTUKA  CHUHAPOMOB,  BBI3BAHHBIX  YHCJIOBBIMU
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aHoMaMsiMu aytocoMm. Cunapomel Tpucomuu 8, 9, 13, 18, 21, 22 map XpoMOCOM.
Cunnpom tpurionuu. OCOOEHHOCTH MEIUKO-TEHETHIECKOTO KOHCYJIbTUPOBAHUS B
CEMBSIX C YHCIIOBBIMU aHOMAJIUSIMHU XPOMOCOM.

KiMHUKO-IMTOreHeTHYeCKas: ~ XapaKTEpUCTUKAa  CHUHIAPOMOB  YAaCTUYHBIX
TPUCOMUN ayTOCOM. KIIMHMKO-IIMTOTE€HETUYECKAS XapaKTEPUCTHKHA CHHIPOMOB
JaCTHYHBIX MOHOCOMHI ayrocoMm: cuHapom deldp (curapom Bombda-XupmxopHa).
Cunapom del5p (cuHIpOM «KoOIIaubero Kpukay), cuaapom delllpl2-p13 (curmpom
«aHUpUIHA — Omyxojb Bwuiabmcay), cunapom dell3q (curmpom Opbenn).
Oco0EHHOCTH MEIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS B CEMbSIX C YACTUYHBIMU
MOHOCOMUSIMHA Y YACTHYHBIMH TPUCOMHUSIMU.

CHUHApPOMBI, CBA3aHHBIE C HAPYUIEHUSMH B CHCTEME IIOJIOBBIX XPOMOCOM:
cuHapom X-MoHocomuu (cunuapom lllepemeBckoro-TepHepa), momucomus X y
xeHH, cuaapom Kiaiindensrepa. CTpykTypHble aHOMamuu X U Y XPOMOCOMBI,
dbenoTunueckue mposiBieHus. THTepcekcyalibHble COCTOSIHUS: KEHCKUM U MYKCKOU
ncepaorepmadpoautuzM. I[IpUHIUTIBI MEIMKO-TEHETUYECKOTO0 KOHCYJIbTUPOBAHUS
[P MMATOJIOTUHU MOJIOBBIX XPOMOCOM.

CHUHAPOMBI, CBSI3aHHBIE C MHUKPOCTPYKTYPHBIMH IE€pPECTPONKAMU KapUOTHIIA:
cunzapomM lIpanepa-Bunnu, cuaapom AHrenbmana, cuHapoM Ju-JKopmaku, CHHAPOM
muccaHnedanmun  Munnepa-Jlukepa, cunapom Cwmwuta-Marenuca. I[lonsartue o
T€HOMHOM UMIPUTHUHTE.

COanaHcupoBaHHbIE TIEPECTPONKU XpOMOCOM. BiusiHuE Ha penpoyKTUBHYIO
byHKIUIO U (HEHOTUIUYECKUE TMPOSBICHUS y HOCHUTENeH. MeauKo-TeHeTHUeCKOoe
KOHCYJIbTUPOBAHUE B CEMbsIX CO COAIAaHCUPOBAHHBIMU MEPECTPOUKAMU XPOMOCOM.

CUHAPOMOJIOI' YA

Cungpombr MBIIP ¢ ayrocOMHO-AOMHWHAHTHBIM THUIIOM HacJeIOBaHUS:
cuaapoM Anamca-OnuBepa, cuHapom Ban-gep-Byna, cunapom Opaxuo-oto-
peHasbHbIN (cuHA0M-BOR), CHHIPOM SKTPOAAKTHIINH, SKTOACPMAILHON TUCIIA3UH,
pacmienunbl Tyos/He0a (EEC-cunapom), cunapom Hynan, cunapom Xont-Opama.

Cunapombel MBIIP ¢ ayToCOMHO-pELIECCUBHBIM THIIOM HACJIEIOBAHUS: CUHAPOM
aKpOKAaJUIE3HBI, CUHAPOM THUAPOJETAIbHBIA, CHHIPOM T'HMAPOMETPOKOJIBIIOCA-
nomuaaktwinu - (Mak-Ketocuka-Kaydmana), cunapom JlyboBuTHA, CHUHAPOMBI
«KOpoTKUe-pedpa-nonuaaktuins» — cudapombl KPII, cunapom Kosha, cunmpom
KpUnTopTaibM-CUHAAKTUINHN, cuHApoM JloypeHnca-Myna-bapne-buana, cunnpom
Mekkensi, CHHAPOMBI MHOKECTBEHHBIX NMTEPUTHYMOB, cUHApoM Mopa (poTto-iuie-
najbieBoit 2 tun), cuaapom Hos-JlakcoBoit, cunapom PoGeptca, cuaapom Cmura-
Jlemmu-Onwutia, cuaapom tpuronoredannu Onuna (C-cuHAPOM), CHHAPOM DJLTHCa-
Ban Kpesenbaa.

Cunapombl MBIIP ¢ X-cuenjieHHbIM pEleCCUBHBIM THUIIOM HACIIECIOBAHUS:
cunapom FG, cunapom  Maptuna-benna, cungpom  Jlenma  (cumapom
MUKpoQTarbMa/aHo(TaIbMa), CHHAPOM OTO-T1ATIaTO- U U TAIbHBIH.

Cungpombl MBIIP ¢ X-cuemnjieHHbIM JOMHUHAHTHBIM THIIOM HAacJeI0BaHUS:
cunapom broxa-Cynbroeprepa, cuaapoM ['omibiia, CHHAPOM pOTO-JMIIEe-TTaNIbIIEBOH 1
THII.
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Cungpombl MBIIP ¢ HeyTOYHEHHBIM THIIOM HAcCJEAOBAHUS U BCIEIICTBUE
CIIOpPAJANYECKUX MYTallUid: CHHAPOM AarHaTUU-TOJNONpPO33HIEdaTnl, CHHAPOM
['onpaenxapa, cungpom «rpuma Kabyku» (cunapom Huukasa-Kypokn), cuaapom Jle
Jlanre, cunaapom «prune belly», LADD-cungpom, cuaapom PoGuHOBa, cHHIpOM
PyOunmreitna-Teitou, cuaapom XK-anposzsnuedanuu.

[Tousrtue 06 acconunanusx: CHARGE, OEIS, VACTERL.

Henacnencrsennbsie cunapomel MBIIP: AJIAM koMIuiekc, CUHAPOM KOPOTKOM
nyrnosuHsl (Limb-body-wall complex), cunapom IMonanma, cuaapom Xanxapra.

Cunzipombl, O00YCIOBJICHHBIE TEPATOTCHHBIMU (haKTOpaMHU:  AJIKOTOJIbHAS
samOpuoderonatusi, amMOpuoderonaTusi BCIAEACTBUE MpHEMaA TPOTHUBOCYIOPOKHBIX
CPEACTB, CHHIPOM KOPEBOM KPACHYXU, TATUAOMUIHBIN CHHAPOM.

Axkpouedanocunaaktunun: cuapom Kapnenrepa, cunapom I'peiira, cunapom
Cakaru.

['myxota. M3onupoBaHHOe HapyuieHue ciryxa. CUHIPOMBI C TIIyXOTOW: CUHAPOM
Anbniopta, cuHIpoM AnbCTpeMa, cuHipoM BaapnenOypra, cunapom Yiepa.

['eHOnEpMAaTO3Bl:  3KTOJEpPMANIbHBIE JUCIUIA3UU, OYJUIE3HBIM 3MHIECPMOIIHS.
NxTHo35I.

CHUHAPOMBI C TIATOJOTHEH COoeqMHUTENbHON TKanu. HapyieHnus OuocuHTe3a U
CTPYKTYpbl KoJuiareHa. HecoBepuieHHbd ocTteoreHe3. CHHIPOM «BSIJIOM KOXKHI»
(Cutis laxa). Curnpom Dnepca-Jlanno. Curapom Mapdana.

CHuCTEMHBIE CKEJIETHbIE JUCIUIA3MHU. aXOHJPOIUIa3us, THUIIOXOHIPOIUIa3usl,
nuactpoduueckas AUCIUIAa3Hsi, MHOXKECTBEHHAS 9K30CTO3HAs JUCTLIA3H.

CunzmpomMbl ¢  HapylmieHHEM  MOJOBOW  JAU(PGEPEHIIMPOBKU:  CHHIPOM
TEeCTUKYJISIPHON (PeMUHU3AINU, YUCTAs] TUCTEHE3Hs TOHA.

KIIMHUKO-IMTOreHETHYECKasi XapaKTepUCTHKAa CHHAPOMOB C TOBBIIICHHOM
HECTAaOWIBHOCTBIO XpomocoM: aHemuss Dankonu, cunjapom biyma, artakcus-
TEJICAHTMOAKTA3Ms, IMTMEHTHAsI KCEpoIepMa.

MOHOTI'EHHBIE HEPBHO-MbIIIEYHBIE 3AOJIEBAHMA

CucremHast jaereHepanusi HEpBHOM cucTeMbl: Xopess ['eHTHMHrToHa, OOJEe3Hb
Opunpeiixa, 6one3ns LTproMmens, TOpCHOHHAS MbIILIEYHAs! JUCTOHHUS.

[Iporpeccupyromue  MbIlI€UHblE  AACTPOPUU  (KIMHUKO-TEHETHUYECKas
XapaKTEepPUCTHKA, CHEKTp MyTaluid TreHa JAUCTpodurHA, JIEYEHHWE, MPOrHO3):

muoauctpopus  Jromenna-bekkepa, muoauctpobus  Jlanaysu-Jlexepuna,
muoauctpodus Ipda-Pora.
Crnmnansabie amuotpoduu: I, I, 1 Tamsr.

HacnenctBennsie  3a0oeBaHuss C  TeMATOJIOTMUECKUMHU  HAPYIICHUSIMHU.
I'emodunus, ocHOBHble Tulbl. HeWTpomeHuss BpOXACHHAS MEPUOJIUYECKASL.
Heilitporienust  mocrosiHHass ~ (arpanynouuto3  Koctmana).  CHHAPOMBI  C
TpoMmboruTonienueit: cuaapom TAR, cunapom Kazabaxa-Meppura.

bone3nn ¢ HaclenCTBEHHBIM TMpeapacnoyioxkeHueM. KIMHUKO-TeHeTH4YecKast
XapakTepucThKa Hanbonee dYacTeix ¢opm. [IpuHIUIBI MEIUKO-TEHETHYECKOTO
KOHCYJbTUpOBaHus. [Ipodunakruka.



HACJEACTBEHHBIE BOJIE3HM OBMEHA

OO0mast xapaKTepuCTHKA HacIeACTBEHHBIX Oose3Heit oomena (HBO). Dtuonorus
u narorene3 HBO. Knunnueckas knaccudukanus HbO. Tunsr nacnenosanus HBO.
VYposuu nuarnoctuku HBO. Ilpunnune nevennst HBO.

HBO amunokucior. OOmias KiIMHWUYECKas XapakTepucTHKa. [IpuHIuUIBI
IUArHOCTUKHU. [ unepdeHunnanaHiHeMuu: KIWHUKA, MeTaboIMyYecKue HapyIIeHHs,
nabopaTopHas AMArHOCTUKA, JIEUEHHWE, MEJAMKO-TEHETHUYECKOE KOHCYJIbTUPOBAHUE,
nporuo3. MarepuHckasi PeHUIKETOHYPHsI, KIMHIUKA Y HOBOPOXK/ICHHBIX, J€UCHUE U
IIPOTHO3.

HBO yrneBomoB. OOmas kiIMHMYECKass XapakTepuctuka. [IpuHIUIBI
JTMAarHOCTUKH.

Hapymenne oOMeHa ranakTo3bl: KIMHMKA, METa0O0JIMYeCcCKUue HapylIeHUs,
JUArHOCTHKa, JICYEHUE, METUKO-TEHETUIECKOE KOHCYJIbTUPOBAHUE, IIPOTHO3.

HenepeHocumocTs  caxapo3bl:  KJIMHHMKA, META0OJMYECKHE  HapyIIEHus,
JMArHOCTHKA, JIEYEHUE, METUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE, IPOTHO3.

Hapymenns oOmeHa (QpyKTO3bl: KIMHUKA, METa0OJIMYECKHE HapylIeHUs,
JMAarHOCTHKA, JIEYEHUE, IPOTHO3.

bone3Hn HakomsieHUs TJIUMKOreHa: (OpMbl, KIMHHKA, METab0INYecKue
HapyILIEHUs1, JUarHOCTUKA, TPOTHO3.

MutoxoHapuanbHple  00Ne€3HU: OOLIME NPEACTABICHUS, HACJEAOBAaHUE,
KJIMHUKA, IPUHLHAIIBI TUATHOCTUKH, JICUCHHUS.

BuramMuH3aBuCUMBIE  COCTOSHUSI:  O0Ilas  XapaKTepUCTUKA,  [PUHLIMIIBI
JUArHOCTHKH.

Jucnunuaemun: o01as XxapakTepucTUKa, IPUHIMIIBI TUarHOCTUKH.

Hapymienne oOMeHa NypHMHOB M MNHUPUMHAMHOB: oOLIas XapaKTepUCTHKA,
NPUHLUIBI JUATHOCTHUKH, JICUEHUE, IPOTHO3.

Hapymenust TpaHcmopra M yTwinzauuu MeTtamioB (Oose3Hp Bunbcona-
KonoBanosa, 601e3up MeHkeca).

JInzocomubie OosiesHu. OOmIass XapakTepUCTUKA, JMAarHOCTHKA, JIEUEHUE.
Myxkononucaxapuio3bl. HapyiieHne riamko3uinpoBaHusi O0€IKOB, OJMIOCaxapuiao3bl
(pyxo3muno3, manHo3uao3 u ap.). Counronununossl (0onesnp Tes-Caxca, 001€3Hb
Kpab6e, 60ne3nb [Nomie, 60one3up @abdbpu, 60se3ub barreHa u ap.).

[lepokcucomubie Oone3nu. OOmias XapakTepUCTHKA, JMATHOCTHKA, JIEYEHUE.
Cunnpowm llenbBerepa. Heonaransnas agpeHoneiikoguctpodus.

Hapymenune cuHTe3a u fedictBusi TOpMOHOB. OOImMas XapaKTepuCTHKA,
JMarHoCTHKa, JieueHue. JleekThl CHHTe3a W JACMCTBHUS TUPEOUTHBIX TOPMOHOB.
['umotupeo3. [ledbexkTsl cuHTE3a © JACUCTBUS TOPMOHOB  HAJIIOYCYHUKOB
(ampeHOTeHUTANBHBIN CHHAPOM U 1p.). JledekTsl cuHTe3a U JEHCTBUS TOPMOHOB
pocra.

Hapymenust B cucteme memOpaHHOro TpaHcmnopta. Hapymenus Tpascmopra
aMUHOKHUCHOT. Jlu3uHypuueckas HemnepeHocuMocTh Oenka. bonesnp XaprtHyma.
Cunapom ne Tonu-JleOpe-®ankonu. [uctunypus. [TouedHo-TyOyIsapHBIA arumo3.
['unodocdaremus. Iloueunsrii Hecaxapubiii quader. IloueuHslid coneBoit aualer.
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MykoBUCLIHI03: KIMHUKA, METa00JIMYECKUe HapylIeHUs, JUAarHOCTUKA, JICUEHUE U
IIPOTHO3.

AnpOMHU3M. XapaKTepUCTUKA OCHOBHBIX THIOB. AJIBOMHU3M TJ1a30-KOKHBIMU,
TUPO3UHA30HETaTUBHBIN.

JIABOPATOPHBIE METO/AbI AMATHOCTHUKN HACJIEACTBEHHbBIX
BOJIE3HEN

[{uToreneTuyecKkre METO bl TUArHOCTUKN XPOMOCOMHBIX 0O0JIE3HEH.

Ananmn3 xpomocoM. [lokazaHusi K IMPOBENEHUIO aHAIM3a XpOMOCOM. MeTomabl
OPUTOTOBJICHUSI TpernapaToB XpomocoM. OcobGeHHOCTH 00pabOTKH KIETOYHBIX
KYJIBTYP JUJIS IOJIYYEHHS ITPEMAPATOB XPOMOCOM.

Metonbl OKpalIMBaHUS MPENapaToB XpoMOcoM: MeTonbl PaBHOMEPHOIO H
mudepenmmupoBanHoro (Q- u G-meroapl) okpammBaHus MeTada3HBIX XPOMOCOM.
Metoapl BBISBICHUS TOBBIIMICHHONM HECTAOMIBHOCTH XpoMocoM. OcoOeHHOCTH
KYJbTUBHUPOBAaHHUS M aHain3a. MOJEKYJISPHO-UUTOTCHETUYECKUE METOAbl B
JTMArHOCTUKE XPOMOCOMHOM MaTOJOTHU C MIPUMEHEHUEM XPOMOCOM-CIEIIU(PUIECKUX
JAHK-30H710B.

[Tpuniunel uneHtudukanuu MetadaszHbIX XpPOMOCOM denoBeka: [IpuHIUIIBI
UAeHTUGUKAIIMY UHANBUIYAIBHBIX XPOMOCOM YEJIOBEKA COTJIACHO MEXTyHapOIHOM
CUCTEMBbl 00O3HAuYEHHUs TUIeY, PAHOHOB, CETMEHTOB U CYOCErMEHTOB B Mpejernax
KOKI0M XpoMocOMbl. TepMHHOJOTHS U CHUMBOJIBI B OO0OO3HAYEHHH YHCIOBBIX
aHOMaJIUK KapuUOTUIAa YeJioBeKa. T[EepMUHOJIOTHUS M CHUMBOJIBI B 0003HAUYECHUU
CTPYKTYPHBIX aHOMAQJIMM KapUOTHUIIA YEIIOBEKA.

buoxumudeckue MeTo1bl JUArHOCTUKU HACIIEICTBEHHBIX O0JIE3HEH.

buonornyeckuid Matepuain, UCHOJb3yeMbld B OMOXMMHUYECKUX HUCCIEIOBAHUSX.
YcnoBus B3SITHS, XpaHEHUS U TPAHCIIOPTUPOBKY OMOJIOTHYECKOT0 MaTepuaa.

MonekynasipHO-TeHETUYECKUE METO/Ibl JUArHOCTUKH HACJIEACTBEHHBIX OOJIE3HEH.

I'enom d4yenoBeka (ompenenenue). KapTupoBaHue reHoMa  yeloOBeEKa.
I'ubpuanzanus in Situ. ['eHeTHuecKas KapTa deaoBeKa.

OH3UMBI, HCHOJIb3yEMbIE B  MOJEKYJIsIpHOM KioHupoBanuu u JIHK-
nuarnoctuke: [JHK-nmonmumepassl, Hykiieassl.

Pectpuxuust JIHK. Pectpukrassi: Tumnsl, knaccudukaius. CalThl PEeCTPUKITUH.
Pectpuknmonnsiit ananus mosekyn JJHK.

Amvmndukanmonasie  Meroabl, npumensembie B JIHK-mmarnoctuke.
[TonmumepasHas uenHas peausi. CEKBEHUPOBAHHUE.

['mbpunuzanuonusie Metoanl, npumensieMbie B JIHK-muarnoctuke. Peakius
0JIOT-TUOpUIN3AIIUH. Annenb-cnenuduyeckas ruopuan3aIus. Hozepn-
ruopuan3aLIus.

DnekTpodope3 HYKJICHMHOBBIX KHUCJIOT. [lapamerpsi, ompenensioniue CKOpoCTh
murpauuu JHK gepes rensb.

[Ipsmbeie metoasl JIHK-muarnoctuku. JlokHble MyTalmuu B reHax W OILIEHKA
remetnueckoro pucka. JIHK-nuarnoctuka v orieHka reHeTHYE€CKOro pruckKa.

KocBennbie w™eroasl JIHK-muarnoctuku: Ilomumopdusie JIHK-mapkepsr.
[Tonsitue nabopmaTuBHOCTH MeTOAa. OIIEHKA TEHETHYECKOTO PUCKA.
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Metoaesl peructpanud TOYKOBbIX MyTaumi. OOnactu npumeHenus JIHK-
nuarHoctuku, npenaranpHas JHK-mmarnoctuka. IIpecumnromarnueckas JIHK-
JUArHOCTMKAa M JMAarHOCTHKA HOCHUTEIbCTBA HACJEACTBEHHBIX 3a00JICBaHUM.
[IpequMIUTaHTalIMOHHAS JUArHOCTUKA. [ ' €eHOMHAs TaKTHIIOCKOIIHS.

buonornuecknii marepuan, ucnonsdyemsld B JIHK-aumarnocrtuke. VYcnosus
B3SITUS, XPAHEHUS U TPAHCHIOPTUPOBKU OMOJIOTMYECKOr0 MaTepuaa.

IIPEHATAJIBHA S JUATHOCTUKA HACJIEJICTBEHHbBIX FOJIE3HEU

[lonsitue mnpenatanbHoi auarHoctukud (ILJ[). OOmme mnokazanus k[
Meroauyeckue noIxXo/bl.

HeunBaszusuble Metonsl IIJ[. YnpTpasBykoBas mnpeHataibHas IHArHOCTHKA:
oOlue MPUHILMIBI, METOJIWYECKHe TMOoAXoAbsl K BbiaBieHuro BIIP y moxa,
paspemiaromias  CrmocoOHOCTh  Merojaa. [IpuMeHeHHe MarHUTHO-PE30HAHCHOMU
tomorpaduu (MPT) nns npenaransHoro BoisiBiienus BIIP y miona. buoxumudeckuit
MpEeHaTabHBI CKPUHUHT 1O CHIBOPOTOYHBIM (hakTOpaM MaTepu: NPUHIUIBI U
METOIMYECKUE TTOAXO/IbI.

WNuBasuBubie wmetonbl IIJI. buomcust xopuoHa: Ccpoku OEpeMEHHOCTH,
MOKa3aHUs, OCJOXKHEHHUA. AMHHOLEHTE3: CpPOKM OEpEeMEHHOCTH, TOKa3aHHUs,
INPOTHUBOIIOKA3aHUs, METOJMWKA IMPOBEIEHUS, BO3MOXKHOCTH  JIaDOPAaTOPHOIO
uccieoBanusl (aMHUOTHYECKOW KUIKOCTU, KYJbTYPhl KIETOK), OCJIOKHEHHUSI.
Kopnouenres: cpoku OEpeMEHHOCTH, TIOKa3aHMs, METOJIMKa TMPOBENICHUS,
BO3MOYKHOCTH JIa0OPAaTOPHOTO UCCIIEAOBAHUS KPOBH IO/, OCIOKHEHUS.

[Ipenatanpuas JJHK-mmarnoctuka HacieacTBeHHBIX — OosesHei.  OOmias
XapaKTEePUCTHKA, HAMOOJee YacTO BCTPEYAIOIIMECS MOHOTEHHBIE OO0JIe3HU, MpH
KOTOpBIX ITpoBoauTcs npeHaranbHad JJHK-nuarnocruka.

[lonsiTue  MpeaUMIUIAHTAIMOHHOW  AuarHocTuku.  OOmme  moKa3aHusl.
Meroanueckue noaxoasl. BoamoxHOCTH.

PEITPOAYKTUBHAS ' EHETUKA
['eHeTHyecKre acMeKTbl MYXCKOro OecIuionusi, METOAbl HCCIeIOBaHUS,

CTPYKTYpa.
['eHeTHUecKrE ACMEKThl KEHCKOro OecIuIoAusi, METOJbl HCCIedOBaHus,

CTPYKTYpa.

Hapymenue hopmupoBanus mosna, TMarHOCTHKA, KITMHUYECKUE BAPUAHTHI.

Bcnomorarenbabie penpoayktuBHbie TexHonorun (BPT), Buabl, mokazanus,
3G (HEKTUBHOCTD. DKCTpaKopIopaibHOe OIIOJJOTBOPEHUE (BKO),
uHTpariazmatudeckoe BBenenue crepmbl (MKCH), Ouoricus simuka A MOdy4deHus
cunepmbl (TECE): moka3zanus, moarotroBka, ocodeHHoctu mposeneHus. MI'K npu
noarotoBke Kk BPT.

BPT npu BBICOKOM T€HETHYECKOM PHUCKE KaK BHJ MEIWLMHCKOM IMOMOIIH
(MeIMIIMHCKOMN NMPO(UIAKTUKH).
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