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MuHMUCTepCTBa 34paBOOXPaHEHNS

Pecnybnukn benapycb
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[MepeyeHb BOMPOCOB 4151 BCTYNUTENbHOIO 3K3aMeHa
B K/IMHMYECKYH OpAUHATYPY MO CreumanbHOCTU «FeHeTUKa»

MPUHUMMBI OPFAHU3ALMM MEAWNKO-TEHETUYECKOW MOMOLLN
HACEJIEHMIO B PECIMYBJIMKE BEJTIAPYCb

CTpyKTypa MeAMKO-reHeTUYecKon cny6bl B Pecny6nvke benapycb. 3agaum
pecny6nMKaHCKOro 1 061acTHbIX NoApa3aeneHnin MeAMKO-reHeTUYECKOW CNyX0bl.

CTpyKTypa MefMKO-reHeTUYeCKoro nogpasgenerHus. OcHalleHue, B3aIMOCBS3b
C APYTrMMK NevebHbIMN yupexxaeHnsamn. OpraHusaums Tpya Bpada-reHeTmka.

OpraHmsaumss 1 OCHOBbl  Me[MKO-TEHEeTUYECKOro  KOHCY/NbTUPOBaHMA.
KOHTUHIeHTbI /ML, nog/iexawux MeanKo-reHeTUYECKOMY  KOHCY/IbTUPOBaHMIO.
MpUHLMNBI  MeAUKO-TeHETUYECKOr0 KOHCYNbTUPOBaHMSA MNPU  pas/InyHbIX BuAax
HacneCcTBeHHOW naTtonorun. Coctas/ieHre Po4OCI0BHON. ["eHeaniormMyecknii aHams.

ATnyecKne BOMPOCHI NPU MeANKO-reHeTUYECKOM KOHCY/IbTUPOBaHWUA. TpuHLUMN
KOH()MAEHUMANTbHOCTKN B paboTe Bpayva-reHeTuKa.

OpraHu3aums npeHaTasibHOW AMAarHOCTUKW BPOXKAEHHOW W Hac/ie[CTBEHHOM
natonorun. CKPUHUHT GepeMeHHbIX B | ¥ 2 TpumecTpax 6GepemMeHHOCTU.
BO3MOXHOCTM BbISIB/IEHNA HAC/EACTBEHHON WM BPOXAEHHOW Matofnornv nnoja B
pasHble CPOKN GepeMEHHOCTN.

OpraHu3ayms HeOHaTa/IbHOr0 CKPUHWHIA HacNeCTBEHHbIX O0e3Hei.

OpraHu3aymsi reHeTUYeCKoro MOHUTOPUHIa BPOXAEHHbLIX MOPOKOB Pa3BUTUA
(BIMP). Llenb v 3agayn reHeTMYecKoro moHuTopuHra BIP. YuyeT cBefeHuid B 6ase
[aHHbIX MOHUTOPWHTA.

OpraHmsaunsi reHeTUYecKMx pernctpos. Llenb ©  334aunM  reHeTUYecKumx
PErncTpoB HacneACTBEHHOW W BPOXAEHHON natonoruun. [pUHUMN perucTpaumm
nauneHToB/Cemeli C HacNeJCTBEHHON N BPOXKAEHHOW NaTo/oreil.

JKOoHOMUYeCKas 3P PeKTUBHOCTb MeANKO-TEeHETUYECKON CyXKOb.

OCHOBbI TEHETUKW YEJTOBEKA

MonekynsipHble OCHOBbl HAC/eCTBEHHOCTU. POMb HYKNEUMHOBbLIX KWCNOT B
XpaHEHUN W peanu3auun  TeHeTMuyeckoli  MHdopmaumn. CTpyKTypa reHa.
TpaHckpunuusa.  CnnaiicuHr.  AnnapaT  TpaHCAsiumMu.  MocTTpaHCNAUMOHHaS
MOAM(MKaLMA. dNUreHeTUKa. MUTOXOHAPUAbHBIA FeHOM.

LiuTonornyeckme OCHOBbI HACNeACTBEHHOCTU. XPOMOCOMbI Y XPOMOCOMHbII
Habop, OCHOBHble MOHATUSA. MwuT03: (hasbl, GUONOrNYecKUiA cMbicn. Meiio3: ¢asbl,



6monornyecknini cmblcn. CTPYKTYPHO-(WYHKLMOHaNbHas opraHu3aums XpOMOCOMHOM
HUTW. [eTepoxpomaTtMH U  3yxpomaTuH. CoOBpeMeHHble MPEeACTaBeHUs O
HOPMa/lbHOM KapuoTune yenoBeka. O6LLAas XapaKTepuUCTuKa, pasmepbl, CTPYKTypa U
YMC/IO XPOMOCOM 4enoBeka. [MpPUHLMMbI COBPEMEHHON HOMEHKMATYPbl XPOMOCOM
yenoBeka.

[MoHATME 06 ayToCOMax W MOMOBbLIX XPOMOCOMax. PeHOMeH X-XPOMOCOMHOWA
MHaKTUBALMK, €ero MexaHW3Mbl, OVMOMOTMMYECKUIA CMbICA, KIMHWYECKME acMeKTbl.
Po/b Y-XpOMOCOMbI B AETEPMUHALIAM 10N1a MO MY>XCKOMY TUMy.

MexaHu3Mbl, 06YCNOBNMBAOLLME KOMMYECTBEHHbIE MEPECTPOMKN KapuoTuna:
MWUTOTMYECKOE HEPACXOXAEHME XPOMOCOM B MNPOLECCe [eNeHUs COMaTUYECKMX
Knetok. [lMOHATME O XPOMOCOMHOM Mo3aumum3Mme. [MoHSTME O nonunaonuaMn wu
aHeynnouamn. MenoTMYecKoe HePaCXOXKAeHNe XPOMOCOM B MPOLLECCe FraMeToreHesa.
[MoHATME 06 0AHOPOAUTENBLCKON ANCOMUN, MEXAHN3MbI €6 BO3HUKHOBEHUSI.

MexaHu3Mbl, 00YyCNoBAMBaOLLME CTPYKTYPHblE MNEPECTPOVKN  KapumoTuna:
aeneummn (Konbla, AWULEHTPUKM) U OYNANKAUUW KaK CTPYKTYPHbIE MEpPecTPOiKu,
CBSI3aHHbIE C TeHHbIM Auc6anaHcOM KeTKU. HBepcuM — napaueHTpuyeckune u
NEPULEHTPUYECKME,  MEXaHM3Mbl ~ MX  BO3HWMKHOBEHMSl.  TpaHcnokaumm -
PELMMPOKHbIE, HEPELMUMNPOKHbIE, TaHAEMHble, AULIEHTPUYECKNE, POBEPTCOHOBCKMUE,
MEXaHU3Mbl UX BO3HMKHOBEHUS. V130XPOMOCOMbI, MEXaHU3Mbl MX BO3HUKHOBEHWS.
OCOGEHHOCTM rameToreHesa Yy HocuTeneil cbanaHCUMPOBAHHBLIX CTPYKTYPHbIX
NepecTpoeK KapmoTumna.

"eHbl 1 Npu3HaKku. OCHOBHbIE MOJENW HacneaoBaHus. MNprMepbl AOMUHAHTHbIX
N PELECCUBHbIX MPU3HAKOB Yy 4enoBeka. [1puM3HaKW, CLEMEHHbIE C  MOMOM.
[MeHeTPaHTHOCTb M 3KCMPECCMBHOCTb. nenoTponus. eHokonun. MeHOKONUN.

MyTaunoHHas U3MEHYMBOCTb. OTMUME MyTaUuii 0T MoAUtMKaLMIA. TPUUNHBI
BO3HMKHOBEHWSA MyTaLWIA.

Knaccuukaums myTaumii N0 YpOBHKO M3MEHEHWS HAacNeACTBEHHOIO MaTepuana.
["eHHble MyTaLUun. XpPOMOCOMHbIe abeppauuin. FeHOMHbIe MyTaLuWu.

Knaccuukauma myTtaumii no ux nokanusaumn. ComaTuyeckue MyTauun.
[epMUHaTMBHbIE MyTaumn. ChOHTaHHbIA MyTareHes. MeToAbl TecTMPOBaHUS
(hakTOpOB Cpeabl Ha MyTareHHOCTb. OLEHKa FeHEeTUYECKMX MOCNEACTBMIA BAUSHUSA
(haKTOPOB CpeAbl Ha OpraHn3M.

OCHOBbI ~ MOMNYNALUMOHHON  reHeTMKW. YacToTbl MPU3HAKOB W TEHOB.
"eHeTUYEeCKoe paBHOBECKE B MONYNALUMM U HapyLlatoLlme ero dakTopbl. MyTauum v
oTo0p.

OCHOBblI OHKOreHeTUKW. OHATME OHKOreHa, aHTUMOHKOreHa WM Ccynpeccopa
OnyXxonu.

"eHHas HXeHepusi. OCHOBHbIE NMOHATUS.

HACNEOCTBEHHOCTb N NMATOJI0I 1A

cTopusi pasBUTUS MEAMLMHCKOW reHeTUKN. ToHATE 00 eBreHNKe.

Bknag HacneACcTBEHHbIX W BPOX/AEHHbIX 3a00MeBaHWA B aKyLLEPCKYHO,
neauaTpUYecKyro, HEBPONOTMYECKYID M APYTYH NaTonornto, B PenpoayKTUBHbIe
noTepy, NepuHaTa/lbHY Y MNaieHYecKyr0 CMePTHOCTb, AETCKYHO 3a60/1eBaeMOCTb 1
VHBAIMHOCTb.



OObLLasa xapakTepucTmKa Hac/eACTBEHHbIX 60ne3Hel. Knaccugmkauma. Mogenu
HacnefgoBaHuA. CeMnoTuKa. MOHATUE CUHAPOMa, CNeAcTBUS, accoumaummn. FoHaTme
0 (peHOTMNMYECKOM Afpe CMHAPOMA. 3HAaYeHME MEHETPAHTHOCTU U 3KCNPECCUBHOCTY
B IMarHOCTUKE HaC/NeACTBEHHbIX 6OME3HEN.

BonesHu C HacneCTBEHHOM NpeapacnosioXeHHOCTbHO. Obuasn
XapakTepucTuka. MOHOreHHble W MOMUFEHHblIE  (POPMbI.  MIcnonb3oBaHme
6113HELOBOro MeToa A/1s1 BbISIBNIEHUSI HAC/1eACTBEHHOW NPeapacnoioXXeHHOCTN.

MeToAbl  AMArHOCTUKM  HacneACTBEHHbIX  3ab0neBaHU. KnnHuko-
reHeasiormyeckuin - aHanm3.  KoOMNbHOTEPHblE  AMArHOCTUYECKME  MPOrpammbl.
JTabopaTopHble  MeToAbl  AMArHOCTUKW:  BUOXUMWUYECKME, LIUTOTEHEeTUYECKMe,
MONEKYNAPHO-reHeTnYeckme. Metobl yHKLMOHAIbHON AMarHOCTUKN.

[MpUHUMNBI  IeYEHNS  HAacNeACTBEHHbIX 3ab0neBaHWMA;  CUMMTOMATUUYECKOE,
nartoreHeTnyeckoe. Koppekums obmeHa. 3amecTuTeNbHas Tepanus. [eHoTepanus.
Meanko-counanbHas peabunuTaums.

[MpodmnakTuka HacneACTBEHHbIX 3ab0neBaHUn. [MpeHaTa/IbHbI  CKPUHUHT
BPOX/AEHHbIX aHOMa/INIn Pa3BUTUA U XPOMOCOMHbIX 60/1e3HeN nnoga. HeoHaTabHbIN
CKPUHWHTI HaCNeACTBEHHbIX 60Ne3HEN.

OCHOBbI KJIMHNYECKOW TEPATOIOT U

OCHOBHbIe TepaToreHHble (pakTopbl (m3nyeckme, XUMNYECKNE,
ouonornyeckume). MexaHn3Mbl TepaToreHesa. TepMUHALMOHHbIN
TepaToreHeTUYeCKMIA Nepuog.

KnuHuyeckne nposBfeHns [eiCTBMSA TepaToreHHbIX (hakTopoB. OwmbKu
Mop@oreHesa: NOPOK pasBUTUA, AU3pynuua, Amcnaasns, deopmManms.

Knaccuukauma BPOXAEHHbIX aHOMa/IMiA B 3aBUCUMMOCTM  OT  0ObeKTa
BO3[eNCTBMA TepaTOreHoB: rameTonaTui, 6nactonarumn, amopuonaTnm, etonaTmm.

Knaccugpmkaums BPOXKAEHHbIX aHoMasIni B 3aBMCMMOCTU oT
nocnefoBaTe/lbHOCTUM BO3HUKHOBEHUSA: NEPBUYHbIE, BTOPUYHBIE.

[MoHATMe wm3onupoBaHHoOro BIP. T[loHATnMe cuctemHoro BIP. [loHAThe
MHOXecTBeHHOro BIP (MBI1P). MNoHaTre cuHgpoma MBIIP.

[MOpOKN HepBHOW cuUCTEMbI. TOPOKM TFOMOBHOTO Mo3ra. [MOPOKWM CMWMHHOIO
mo3ra. [1opoku onopHo-ABUratensHOro annapata. [1OpPOKM OpraHoB AbIXaHWS.
[MOpOKN >KenyaoUHO-KULLEYHOro TpakTa. [opoku cepAeyHO-COCYAUCTON CUCTEMBI.
[MOpPOKM MOYEBbLIENNTENIbHOW CUCTEMBI. [TOPOKM MOMOBbLIX OpraHoB. MOpoKK opraHa
3peHus. [1opoKn cnyxoBoro aHanmsaTopa. NMopoKn KOXN 1 ee NpnaaTkoBs.

XPOMOCOMHDbIE BOJIE3SHIN

MoHATME XPOMOCOMHOW 6one3Hn. Knaccuimkaums XpOMOCOMHBIX GO0/e3He.
PacnpocTpaHeHHOCTb XPOMOCOMHbIX 00Me3Heil B MONYNSUMW.  YAenbHbIA  BeC
XPOMOCOMHO/ MaToNOrMn B 3TWUOMOTUM CMOHTaHHbIX ab0pTOB. [loKasaHus ans
NPOBEeIEHNA LMTOreHETUYECKOr0 aHan3a.

®aKTopbl, BAMAOLME HA BO3HWKHOBEHME W MPOSIBMEHWE XPOMOCOMHO
MaToNorMn; BO3pPacT, Mo/, SMUMUHALIMA aHOMA/bHbIX FTaMeT U 3UroT.

®OpMbl  XPOMOCOMHbIX ~ 60Me3Heli:  MOSHble,  MoO3auuHble.  KMHKKO-
LUMTOrEHETMYECKas  XapaKTepPUCTUKA  CMHAPOMOB,  BbI3BaHHbIX  YMC/I0BbIMU
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aHoManuaMu aytocom. CuHapombl Tpucomum 8, 9, 13, 18, 21, 22 nap XpOMOCOM.
Cungpom Tpunnovngnn. OCobeHHOCTU MeAMKO-reHEeTUYECKOro KOHCY/IbTUPOBaHUS B
CeMbSAX C YNCNOBLIMU aHOMaTMSAAMU XPOMOCOM.

KNMHNKO-UNTOreHeTUYEeCKaA  XapakKTepucTMka  CMHIPOMOB  YaCTUUHbIX
TPUCOMMUIA  ayTOCOM. K/IMHMKO-LMTOreHeTMYecKas XapaKTepucTnkma CUHAPOMOB
4aCTUYHbIX MOHOCOMMIA ayTOCOM: cuHApom deldp (cuHApom Bosnbtha-XupLUXopHa).
CuHapom del5p (CMHAPOM «KOLLAYybero Kpuika»), cuHgpom dell 1pl12-pl13 (cuHAapom
«aHmpuaus - onyxonb Bwunbmca»), cuHgpom dell3q (cuHgpom  Opb6enw).
OCO6eHHOCTN MeAMKO-TeHeTUHYECKOro KOHCY/IbTUPOBAHNA B CEMbSX C YaCTUYHbIMU
MOHOCOMUAMWN N YaCTUYHBLIMU TPUCOMUAMNA.

CVHAPOMbI, CBA3aHHble C HapyLUEHMAMW B CUCTEMe TMOJI0BbIX XPOMOCOM:
CUHApoM X-MoHocoMuu (cuHApoM LllepelueBckoro-TepHepa), nonvcomua Xy
YEHLWMH, cuHgpom KnaiHpenbtepa. CTPYKTYpHble aHOMaiMnm X 1 Y XPOMOCOMbI,
(heHOTUMMYECKME NPOsBIEHNS. VIHTepCceKCyaibHble COCTOAHMUSA: YKEHCKUIA 1 MY>KCKOW
ncesforepmapoamtuamM. [puHUMNGI MeLUKO-TeHETUYECKOr0 KOHCY/IbTUPOBaHUS
NpW NaTO/I0rMM MOM0BbLIX XPOMOCOM.

CUHAPOMbI, CBA3aHHble C MWKPOCTPYKTYPHLIMW MepPecTporikamy KapuoTuna:
cuHapom Mpagepa-Bunnu, cuHApPoM AHresibMaHa, cuHgpoM Au-IxXopaxun, CUHAPOM
nuccsHueannun - Munnepa-Ankepa, cuHgpom Cwmuta-MareHuca. [loHATME O
reHOMHOM UMMPUTUHTE.

CbanaHcvpoBaHHbIe MePEeCTPOMKM XPOMOCOM. BnunsiHMe Ha penpogyKTUBHYHO
(PYHKUMIO 1 (PeHOTUMMYECKNe NPOABEHNA Yy HocuTened. MeauKo-reHeTn4eckKoe
KOHCY/NbTUPOBaHWE B CEMbSAX CO COaslaHCHPOBaHHbLIMM NMEePECTPONKaMm XPOMOCOM.

CMHOPOMOJIOI A

CuvHgpombl MBIIP ¢ ayTOCOMHO-AOMWHAHTHbIM  TUMNOM  Hac/e40BaHUA:
cuHgpom  Agamca-Onueepa, cuHapom BaH-gep-Byga, cuHgpom  6paxmo-0To-
peHa/bHbIN (CMHAOM-BOR), CMHAPOM 3KTPOAAKTUANK, 3KTOAEPMASIbHOW AMCrnasun,
pacLuenvHbl rybol/Heb6a (EEC-cmHapom), cuHapoM HyHaH, cnHapom Xont-Opama.

CuHppomMbl MBIMP ¢ ayTOCOMHO-peLeccBHbLIM TUMOM Hac/neoBaHUA: CUHAPOM
aKpOKasinesHblid, CUHAPOM TMAPONETabHbIA, CUHAPOM  TMAPOMETPOKO/bMOCA-
nonupaktunum - (Mak-Kblocuka-KaygmaHa), cuHapom  [y6oBUTUE, CUHAPOMbI
«KOPOTKMNe-pebpa-nonugaktunua» - cuHgpomsl KPI, cuHgpom KosHa, cvHApoMm
KpuntopTaibM-CUHAAKTUANK, cuHAPOM JloypeHca-MyHa-bapae-bugna, CuMHAPOM
MekKens, CUMHOPOMbI MHOXECTBEHHbIX NTepurnymos, cuHApoM Mopa (poTo-nmue-
nanbLeBon 2 Tun), cuHapom Hos-Jlakcosoid, cuHapom PobepTca, cnHapom CmunTa-
Nemnun-Onutua, cnHapom TpuroHouedganmm Onunua (C-cnHApoMm), CUHAPOM 3nnunca-
BaH KpeBenbpa.

CuHgpombl MBIP ¢ X-cuenneHHbIM peLeccuMBHbIM TUMOM  HacnefoBaHUA:
cuHgpom  FG, cuHgpom  MapTtuHa-benna,  cuHgpom  JleHua  (CvHApOMm
MUKpoghTasibMa/aHo(TasIbMa), CUHAPOM OTO-NafaTo-AnruTasbHbIN.

CuHgpombl MBIITP ¢ X-cuenneHHbIM JOMWUHAHTHbIM TWUMOM HacnefoBaHUA:
cuHgpom brnoxa-Cynbubeprepa, cMHAPOM Eonbla, CUHAPOM pOTO-NnLe-NasbLeson 1
™.



CuHgpombl MBIIP ¢ HeyTOUYHEeHHbIM TWMNOM HacnefoBaHUA M BCNeACTBUE
Cropaguyecknx MyTauuin:  CMHAPOM  arHaTMK-rononpo3sHuedannn,  CUHAPOM
ConbAeHxapa, cMHApoM «rpuma Kabykm» (cuHapom Humkasa-Kypoku), cuHapom e
NaHre, cuHppom «prune belly», LADD-cuHapoM, cuHapom Po6wuHOBa, CUHAPOM
PybuHwTeHa-Teinbu, cnHapoM XK-anpo3aHueganmu.

MoHsTne 06 accoymaumax: CHARGE, OEIS, VACTERL.

HeHacneacteBeHHble cuHapoMbl MBIP: AJAM KoMNieke, CUHAPOM KOPOTKOWA
nynosuHbl (Limb-body-wall complex), cuHgpom MonaHga, cMHApom XaHxapTa.

CUHAPOMbI,  00YC/OB/IEHHblE  TepaTOreHHbIMKM  (PaKTopamu:  aJIKOrosibHas
ambpuodpeTonatns, ambpuodeTonaTus BCNeACTBME MpuemMa NPOTUBOCYLOPOXKHbLIX
CPefCTB, CUHAPOM KOPEBOW KPacHYXW, TaMAOMUAHBIA CUHAPOM.

AKpovuedanocnHaaKTUIMK, CUHAPOM KapneHTepa, cuHApom [peiira, CUHAPOM
CakaTtn.

["nyxota. M30n1MpoBaHHOe HapyLleHue ciyxa. CUHAPOMbI C FyXOTOW: CUHAPOM
AnbnopTa, cMHApPoM AnbCTpeMa, cuHapom BaapaeHbypra, CMHAPOM Yiuepa.

"eHoZepMaTo3bl: 3KTOAepMa/ibHble AMCrNasuv, OYNNIe3HbIA  3NUAEPMOsNS.
XT1O3bl.

CUWHAPOMbI C NaTosorven CoefMHUTENIbHON TKaHW. HapylleHns 6uocnHTesa 1
CTPYKTYpbl KosinareHa. HecoBeplueHHbI ocTeoreHe3s. CUMHOPOM  «BSAMION  KOXMW»
(Cutis laxa). CuHapom dnepca-AaHno. CnHapom MapdaHa.

CuUCTEMHbIE CKeNeTHble AWChNasuMn:  axoHAponnasug, runoxoHaponnasng,
AnacTpoduyeckasn amcnniasns, MHOXeCTBEHHas 3K30CTO3Has Aucniasus.

CUHAPOMbI  C  HapyLlUueHWeM  MOMOBOA AU (EPEeHUMPOBKN:  CUHAPOM
TECTUKYNAPHON (DeMUHM3ALMK, YnCTasd AUCTEHE3NSA TOHAL,

K/IMHUKO-LMTOreHeTMYecKas XapakTepuctka CWMHAPOMOB C  MOBbILLEHHOW
HEeCTabWNIbHOCTbID  XPOMOCOM: aHemusi ®PaHKOHW, CcuHApom bBryma, arakcus-
TeNeaHrnoaKTasns, NMrMeHTHaa Kcepoaepma.

MOHOI'EHHbIE HEPBHO-MbILLUEYHbLIE 3ABOJIEBAHNA

CuctemMHas [ereHepauus HepBHOW CUCTeMbl: Xopesi [eHTUHITOHa, 60Me3Hb
®pugpeinxa, 60n1e3Hb LLITPOMNENs, TOPCUOHHAA MblLLEYHasA AUCTOHUS.

[MporpeccupytoLine MblLLUEeYHblE  AMCTPOGUM (KNMHUKO-reHeTnYecKas
XapaKTepucTnka, CnekTp MyTauuin reHa [AUCTPOPMHA, JleYeHne, MPOrHo3):
MUOANCTPOUSA AroleHHa-bekkepa, MUOANCTPOGUNSA NaHpy3u-AexepuHa,
mMuoamncTpoma Ipba-PoTa.

CnuHanbHble amuoTpodun: 1, 1, 1 Trnbl.

HacnefctBeHHble  3ab60/n1eBaHMS € FeMaTONIOMMYECKUMU  HapyLUEHUSIMA.
femopnnna, OCHOBHble TWMbl. HeWTponeHus BPOXAEHHas MNepuoamyeckas.
HeinTponeHnss  noctosHHas  (arpaHynouymTto3  KoctmaHa).  CuHApPOMBI €
TpombouuToneHunet: cuHgpom TAR, cuHgpom Kasabaxa-MeppuTa.

bonesHn c HacneacTBEHHbIM MpeapacrnonoXeHnemM. KnMHUKO-reHeTnyeckas
XapakTepucTnka Hambosee YacTbiX (opm. TpuMHUMNBI  MeANKO-TeHEeTUYECKOro
KOHCY/IbTMpOBaHUA. MNpogmnnakTuka.



HAC/TEACTBEHHbLIE BOJTESHV OBEMEHA

O06ulas xapaKTepUCTNKa HaceACcTBeHHbIX 60/1e3Helt obmeHa (HBO). 3Tnonorus
n naroreHes HBO. KnnHnuyeckas knaccugmkaums HBO. Tunbl HacnegosaHusa HEO.
YposHu gnarHoctukn HBO. MpuHuyunel neyeHuns HBO.

HBEO amuHokucnor. O6was KIMHU4Yeckas xapaktepuctuka.  TpuHUMnbI
AMarHoCTMKW. unepdeHnnanaHHEMUA: KNNHUKE, MeTabo/INYecKme HapyLleHus,
nabopaTopHas [AMarHoCTMKa, JlevyeHne, MeLUKO-TeHETUYECKOe KOHCY/bTMPOBaHWe,
MporHo3. MartepuHckas (MEHUNKETOHYPUA, KAVHMKA Y HOBOPOXAEHHbIX, /leYeHne v
MPOrHo3.

HBEO yrnesofgoB. O6Was KIMHUYECKass  XapakTepuctuka.  TpuHUMnbI
ANAarHOoCTUKMN.

HapylweHne o6meHa ranakTosbl: KIMHWKAE, MeTabosIMyeckre HapyLleHus,
ANAarHoCTNKa, nevyeHne, MeMKo-reHeTUYeCKoe KOHCY/bTUPOBaHWe, NPorHos.

HenepeHOCMMOCTb  caxapo3bl:  K/MHWKA, MeTabonMyeckue  HapyLLeHus,
ANAarHoCTNKa, nevyeHne, MeMKo-reHeTUYeCKoe KOHCYbTUPOBaHue, NPorHos.

HapyweHnss o6MeHa (DPYKTO3bl: KIMHUKA, METabo/MYeckme HapyLLeHWs,
ANAarHoCTUKa, nevyeHne, NPorHos.

BonesHn HakomneHWs rAMKoOreHa: (OpPMbl, K/MHWKA, MeTabonmyeckue
HapyLLEHWs, ANarHoCTMKa, NPOrHos.

MuTOXOHApWabHble  60Me3HK:  06WMe  NpeAcTaBleHUsl,  Hac/lefoBaHue,
KNMHWKa, NPUHLANLI ANArHOCTUKN, TeYEHWS.

BuTaMnMH3aBMCUMbIE ~ COCTOSHWUA:  06LAs  XapaKTepucTuKa,  MPUHUWUIbI
ANAarHOCTUKW.

Ancnunugemnn: 06LLas XapakTepucTnKa, MPUHLMMbI 4UarHOCTUKN.

HapylweHve o6bmeHa MypUHOB WMUMPMMUAMHOB: 06LLas XapaKTepucTuhKa,
NPUHLMMNbI AMarHOCTUKW, NIeYeHmne, NPorHos.

HapylweHnss TpaHcnopta W yTuausaumm MeTasnoB (6o/e3Hb  BusbcoHa-
KoHoBanoBsa, 6051e3Hb MeHKeca).

JInzocomHble 6onesHn. O6LAas XapakKTepuCTMKa, [AMArHOCTUKA, JieYeHue.
Mykononucaxapuaosbl. HapylleHve ranMkosunnposaHus GesikoB, 0iMrocaxapuziosbl
((byK0o3nao3, MaHHO3MA03 1 ap.). ChuHronmnngossl (bonesHs Tesa-Cakca, 60ne3Hb
Kpabb6e, 60ne3Hb Mowe, 60ne3Hb Pabpu, 60ne3Hb batTeHa v ap.).

[MepokcncoMHble 60ne3HM. OOLIad XapakTepucTUKa, AMarHOCTWUKA, fleYeHue.
CuHgpom LienbBerepa. HeoHatanbHasa afpeHONenKoauCcTpodus.

HapyweHne cuHTE3a W [eiCTBUA TOPMOHOB. O6Las XapaKTepucTuKa,
AMarHocTukKa, nedeHvie. [eekTbl CUHTE3a U AEACTBMSA TUPEOUAHbLIX TOPMOHOB.
Fvnotvpeos. [HdepekTbl CUHTE3a W [JENCTBUA  TOPMOHOB  HaAmnoyeyHUKOB
(apgpeHoreHUTaNIbHbIA CUHAPOM W Ap.). [edekTbl CMHTe3a U AeWCTBUA TOPMOHOB
pocTa.

HapylleHnsi B cucTemMe MeMbpaHHOro TpaHcropTa. HapylueHus TpaHcrnopTa
aMUHOKMCNOT.  JIN3MHYypuYecKas HenepeHocMMOCTb Gefika. bonesHb XapTHyna.
CuHgpom fe ToHu-Lebpe-PaHKoHW. LcTuHypus. ModeyHo-TyOyNsapHbIA aumnios.
Mmnodocpatemms. TMoveyHbI HecaxapHblii AvabeT. oyeyHbli COneBoi Auaber.



MyKOBMCUMAO3: K/MHWKA, MeTabo/IMYeCKne HapyLLEHWUSs, ANAarHOCTMKa, JieYeHne Wy
MPOrHo3.

ANbOVHM3M. XapaKTePUCTMKA OCHOBHbLIX TUMOB. AJIbOVHM3M [1a30-KOXKHbIN,
TUPO3MHA30HEraTUBHbIN.

NNABOPATOPHbBIE METOAbl AONATHOCTUKW HACNEACTBEHHbIX
BOJIE3HEW

LIMTOreHeTMYeCKne MeTObl ANArHOCTUKM XPOMOCOMHbBIX 60/1E3HEN.

AHanm3 xpomocom. [lokasaHusA K MNPOBEAEHUIO aHan3a XpomocoM. MeTtogbl
MPUroTOB/IEHNA NpenapaTtoB XpPoMocoM. OCOGeHHOCTM 06paboTKM  KIETOUHbIX
KyNbTyp 4719 NONyYeHUs NpenapaToB XPOMOCOM.

MeToabl OKpalnBaHWSA npenapaToB Xpomocom: MeTtodbl PaBHOMEPHOro U
andgepeHumpoaHHoro (Q- n G-MeTofbl) OKpawmBaHUS MeTagasHbIX XPOMOCOM.
MeToAabl BbISB/IEHNA MOBbILEHHON HECTabunbHOCT XpPOMOCOM. OCOGeHHOCTU
KynbTUBMpPOBaHUA W  aHaiu3a.  MOneKynapHo-UMTOreHeTUYecKne MeTodbl B
AMarHoOCTMKe XPOMOCOMHOW MaTonornm ¢ NpUMeHeHeM XPOMOCOM-CNeLngUuYeckmnx
JAHK-30H0B.

MpuHUMNBI MABHTUPUKAUMK MeTadasHbIX XPOMOCOM 4enoseka: [MpuHUuNGI
NOEHTUDMKALMN UHAMBUAYAIbHBIX XPOMOCOM YesloBeKa COr/laCHO MeXAyHapOoAHOW
cucTeMbl 0003HAYeHUs MJedy, PainoHOB, CErMEHTOB W CyOCErMeHTOB B Mpefenax
KaKOO0A XPOMOCOMbl. TepMWHOMOTUS U CMMBOSIbI B 0003HAYEHUW YUCNOBBIX
aHOMa/IMA  KapuoTuna 4enoBeka. TepMUHOMOMMA W CMMBOJIbI B 0603HAYEHUN
CTPYKTYPHbIX aHOMa/IMIA KapnoTuna Ye/oBekKa.

Bruoxnummyeckune mMetofbl ANarHOCTUKN HACNeACTBEHHbIX 60/E3HEN.

Buonornyecknin matepuan, NUCMob3yemblil B OBUOXUMUYECKUX MCCeL0BaHMSIX.
YCnoBus B3ATUA, XPaHEHUA N TPAHCMNOPTUPOBKM BMONOrMYECKOro MaTtepuana.

MosneKynsapHO-reHeTUYeCcKne MeTobl ANarHOCTUKN HaCNeCTBEHHbIX 60/E3HEN.

FeHom 4enoBeka (orpedeneHune). KapTtupoBaHWe reHoMa  Ye/OBeKa.
Mmbpuamsaumsa in situ. MeHeTUYeCKas KapTa Ye/loBeKa.

SH3UMbI, WUCNOMb3yeMble B MOJMEKYNAPHOM  KNOHMpoBaHUM 1 OHK-
anarHoctuke: AHK-nonnmepasbl, HyKneasbl.

Pectpukuma OHK. PecTpukrtasbl: Tunbl, Knaccupukaumsa. CainTbl pecTpuKLun.
PeCTpVKUMOHHBIA aHanu3 monekyn AHK,

AMMNNNUKALMOHHbIE  MeToAdbl,  npumeHsemble B [JHK-guvarHocTuke.
MonumepasHas LenHas peauns. CeKBeHMpPOBaHWMe.

MMbpunamsauoHHble MeToAbl, npuMeHsemble B JHK-gnarHocTtvke. Peakuus
onoT-rmépunamnsaunn. Annenb-crnewmgpuryeckas rmopuamnsaums. Ho3epH-
rmépuansaums.

AneKTpogopes HYKMNEUHOBBLIX KUCNOT. [MapameTpbl, Onpeaenstowme CKOpoCTb
murpaumn AHK yepes renb.

[Mpamble MeToabl AHK-agnarHoCcTuUKW. J1oXHble MyTalMW B reHax U OLeHKa
reHeTuyeckoro pucka. AHK-amarHocTuka v oueHKa reHeTUYeCKOro pucka.

KoceeHHble MeTogpl  OHK-gnarHoctukun:  MonvmopdHele  JHK-mapkepsbl.
[MoHATME MHpOPMaTMBHOCTU MeToga. OLeHKa reHeTUYecKoro pucka.
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MeToapl permcTpauum TOYKOBbIX MyTaumi. O6nactu npumeHeHns [HK-
AMarHocTnky, npeHatanbHaa [AHK-guarHoctuka. [lpecumntomatmyeckad [AHK-
ANarHoCTUKa W AMarHoCTMKa HOCUTENbCTBa HACNeACTBEHHbIX —3ab0/1eBaHUN,
[MpegumnniaHTaunoHHaa AMarHocTuKa. ['eHoOMHasA AaKTUNOCKOMKA.

Buonornuyecknin martepuan, wucnons3yembii B [AHK-gnarHocTuke. Ycnosus
B3ATWS, XPaHEHMS 1N TPAHCMOPTUPOBKIM G1OIOTMYECKOro MaTepuana.

MPEHATANBHAA ANATHOCTUKA HACNEACTBEHHbIX BONE3HEN

[MoHATME npeHaTasibHON AmarHoctukm (M4). O6uwwme nokasaHua K T4,
MeToaunyeckmne noaxoabi.

HewnHBasmBHble MeToAbl 4. YnbTpa3BykoBasd MpeHaTa/lbHasa [AMarHOCTUKA:
obwpe nNpUHUMNBI, METOAMYECKMe noAaxodbl K BbiasreHuto BIIP y nnoga,
paspeluarolias  CnocobHocTb  MeToga.  [pMMeHeHWe  MarHMTHO-Pe30HaHCHOM
Tomorpagun (MPT) anst npeHaTasibHOro BbisiBNeHUs BIP y nnoga. BuoxmMmmnyeckuia
NpeHaTasibHbliA CKPUHUHE MO CbIBOPOTOYHBLIM (DaKToOpam MaTepu: MNPUHLMMNBI Y
MeTOAMYECKNE NOAXO0Abl.

HBasuBHble MeToAbl [, Buoncus XOpuoHa: CPOKU  GepemMeHHOCTH,
MoKasaHus, OCNOXHEHUA. AMHMOLEHTE3. CPOKM 6GepeMeHHOCTM, MOoKasaHWus,
MPOTUBOMOKa3aHWA, MeTOAMKa MNPOBefEeHWs,  BO3MOXHOCTW  N1abopaTopHOro
nccnefoBaHns  (aMHUOTUMYECKOM HKMAKOCTW, KYNbTYpbl  K/IETOK), OCNOXHEHWS.
KopgoueHTtes:  Cpoks  GepeMeHHOCTW, MOKasaHWsd, MeToAMKa  MPOBeAeHMs,
BO3MO>XHOCTW 1ab0paToOpPHOro UCC/eA0BaHNA KPOBU M10AA, OC/TOXKHEHUS.

MpeHaTasibHad  AHK-gnarHocTMKa  HacneAcTBeHHbIX — 6one3Heil.  O6LLas
XapaKTepucTuka, Hambosiee 4acto BCTPevaroLmecs MOHOTeHHble 060/e3HN, Mpw
KOTOpbIX NpoBoAUTCA npeHaTtanibHasa HK-anarHocTuka.

[MoHATME  MpeAMMNIaHTaUMOHHON  AmarHocTuky.,  O6Lme  nokasaHwus.
MeToaunueckune noaxonbl. Bo3MOXHOCTW.

PEMPOAYKTVUBHAA NTEHETUKA
[eHeTUYecKMe acnekTbl MYXKCKOro 6ecrnnogus, MeTofbl WCCNeA0BaHuMS,

CTPYKTYypa.
["'eHeTnYecKMe acnekTbl XKEHCKOro 6ECI'IJ'IO,EI|I/IFI, METOAbl nccneaoBaHUA,

CTPyKTYypa.

HapyLueHne (hopMmMpoBaHMA Nona, AMarHoCTuKa, KIMHUYECKMe BapuaHThl.

BcnomoratenbHble penpofyKTuBHble TexHonoruu (BPT), Buabl, MoKasaHWs,
3 (PEeKTUBHOCTb. JKCTpakopnopaibHoe OnsIoA0TBOPEHNe (3KO),
MHTpannasmarmyeckoe seegeHve cnepmol (MKCK), buoncmsa suuka gns nonyyveHus
cnepmbl (TECE): nokasaHus, MOArotoBka, 0cobeHHOCTW nposegeHuss. MK npu
noAroTtoBke K BPT.

BPT npu BbICOKOM TEeHETUYECKOM PUCKe KaK BUA MeAULMHCKOW MOMOLLM
(MeAMUUHCKON NpodunakTnKn).
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