Jleknusa 9.

Tema: /ImarHocruka, npopuIakTHKA U JieYeHHe HACJIeICTBEHHbIX
3a0oJieBaHHM.

DJIEMEHTBI ITPOI'PAMMBI
[IpuHIATIBI KTHHAYECKON TUArHOCTUKHU HACJIEICTBEHHBIX 3a00JICBaHUH.

Ha60paT0pHLIe METOJbI JUAIrHOCTUKH HACJICACTBCHHBIX 0oJIe3HEelH: TUTOTCHCTUYCCKHUC,
6I/IOXI/IMI/I‘IGCKI/I6, MOJICKYJIIPHO-TCHCTUYCCKHC.

Bunb npoduiakTuky HacaeICTBEHHBIX OOJIe3HEH.

Menuko-reHeTh4eckoe KOHCYJIbTHPOBAaHUE KaK MPO(HIIaKTHKA HACIEICTBEHHBIX 3a00JIeBaHMA.
[lepcniekTHBHOE M PETPOCTIEKTUBHOE KOHCYJIBTUPOBAHHUE.

MaCCOBBIe, CKPUHHUPYIOIIKUEC METOJbI BEIABJIICHUA HACIICACTBCHHBIX 3a00JIeBaHUH.
HpeHaTaJ'IBHaH JuarHoCTHuKa (HCI/IHBEBI/IBHBIC 1 MHBA3UBHBIC MCTOI[BI).

HeonaranbHbIil CKpUHUHT

IUTAH JIEKIITHN

1. TIpuHOUOBI KTMHAYECKOW TUATHOCTHKY HAClIeCTBEHHBIX 3a00JIeBaHUM.
2. MeTtozpl COBpeMEHHOU reHeTUKH.

Ha60paT0pHLIe METOJbI JUAIr'HOCTUKH HACJICACTBCHHBIX 0oJIe3HelH: TUTOTCHCTUYCCKHUC,
61/IOXI/IMI/I‘I€CKI/IG, MOJICKYJIIPHO-TCHECTUYCCKHUC.

4. TlpodunaxTuka HacIeACTBEHHBIX OOJIE3HEH: BUIbI, OpraHU3allMOHHbIE (POPMBI,
3HaYeHUe.

5. Menuko-reHeTHYeCKOe KOHCYIbTHPOBAHUE KaK MPO(PUIAKTHKA HACIEICTBEHHBIX
3a001eBaHUil

6. IlpenartanbHasi AMarHOCTUKA (HEMHBA3WBHBIE U MHBA3UBHbBIE METO/IbI).
7. HeoHaTalbHBI CKPUHUHT.

8. JleueHue HaceACTBEHHBIX 3a00JIEBAHUIA.

1. IlpyHIUNBI KINHAYECKOH JUATHOCTHKH HAC/IECTBEHHBIX 3200/1€eBaHUIi.

Jlo HacTosIEro BPEMEHM [UArHOCTHKA HEPEAKO HAYMHAETCS C JKajnod OOJIBHOTO,
KIIMHAYECKOTO OCMOTpPa W XapaKTEPUCTUKU (PEHOTHUTIA, a 3aTeM ITOATBEPKIAOIIEH THarHOCTHKH
C WCIOJB30BAaHUEM Pa3HOOOPA3HBIX KIMHHUKO-Ta00pATOPHBIX M HHCTPYMEHTATHHBIX METOJIOB
HCCIIeI0OBaHUS!.

Hcnonb3oBaHne TpaaWIIMOHHBIX OOIICKIMHUYECKUX METOJOB Oa3upyercs Ha OIeHKe
3aKOHOMEPHOCTEH  TMpOSIBIIEHUST  HACJIEJCTBEHHOW  MATOJIOTUH, KoTopas  oOyclIOBJIeHA



B3aMMO/JICHCTBHEM T€HOB U OKpYXKaloIlel cpefpl. 3HaHWE ITHX 3aKOHOMEpPHOCTEH MoMOoraer
Bpady He TOJIEKO B IMarHOCTUKE, HO ¥ B JICUCHUH OOJIBHBIX.

IIpuHOHMOBI JUATHOCTHKH HACJIEICTBEHHBIX 0oJie3Hell 0a3upyloTcss Ha pe3ylbraTax
Bpa4eOHOr0 OCMOTpa U JTabopaTopHO-(QYHKIIMOHATBHBIX UCCIICIOBAaHMA. Y Bpada JOJIKHA OBITH
«TeHeTUYecKas HacTOPOKEHHOCTh». BmecTe ¢ TeM CyIIecTBYIOT OCOOEHHOCTH cbOopa
AHAMHECTHUYECKMX JIAaHHBIX, OCMOTpa OOJBHOTO C TOJO3pEHHEM Ha HAacleJICTBEHHOE
3a0o0yieBaHre, BBIOOpA KIMHUKO-TEHETHUYECKOTO METOJa TUArHOCTHKHU, MyTel (opMupoBaHUs
JIMarHOCTUYECKOTO TIOWCKAa W T.J. Bpad JODKeH TIOCTOSHHO TIIOTOJNHATH CBOM Oarax
reHeTuueckux 3HaHud. OJHAKO, HECMOTpPS Ha BBICOKYIO YacTOTy BpPOXKICHHBIX U
HACJIe/ICTBEHHBIX 3a00JIeBaHUH, MPOSBISIONIAXCS B JIETCKOM BO3pacTe, CIeAyeT OTMETHTh, YTO
WX JMAarHOCTUKA OCTaeTcs JOBOJBHO mTo3aHed. OMHON W3 MPUYMH TO3MHEH JAMarHOCTUKH
SBIISIETCST MaJloe 3HAKOMCTBO Bpadell C TPOSBICHHWSIMH HACIeJCTBEHHOW Taronoruu. B
MOBCETHEBHOM MPaKTUKEe HEOOXOIUMO YIENISITh OOJIbIe BHUMAHUE KIMHUYECKUM MPOSIBICHUSM
HACJIe/ICTBEHHBIX 3a00JIeBaHUN, CEMUOTHUKE HACJIEJICTBEHHOHW MATOJOTHH, IIEJIeyCTPEMICHHOMY
MOMCKY MUKPOTIPU3HAKOB 3a00I€BaHM U TPABIJILHON HHTEPIPETAIIMU TTOTYUYSHHBIX TaHHBIX

[IposiBiieHUsT HACIENCTBEHHBIX OOJIe3HEH OTIMYalOTCs INMUPOKOH BapuabelbHOCTHIO, OHU
pa3HOOOpa3Hbl MO0 HANPABIEHHOCTH W TIIyOMHE W3MEHEHWH MHOTHWX OPraHOB M CHCTEM, YTO
00yCJI0BIEHO OOJIBIIMM YHCIOM HO30JIOTHYECKUX (DOPM U TSIKECTHIO TEUEHHUSI.

Knunuueckasa nWarHOCTMKA HACJEICTBEHHBIX 3a00JE€BaHMI OCHOBBIBACTCS Ha JIAHHBIX
KIIMHUYECKOro 00cjieloBaHusl OOJIBHBIX, T€HEAIOrHUECKOT0 aHaIu3a U pe3ysibTaTax IIUPOKOIo
KOMITJIeKca JJabopaTopHO-(QYHKIIMOHATIBHBIX HCCIICTOBAHMUI.

TpaauMOHHO M HCTOPUYECKH AMArHOCTHKA 10 HEJABHEI0 BPEMEHHM OCYIIECTBISIACH OT
omucanusl (peHoTHIAa M MPHOIMKATACh K HCCIETOBAHUIO T€HOTHIIA, TO €CTh OT KIMHHYECKOH
XapaKTEePUCTUKN MATOJIOTUU K OIPENEICHUIO0 3THOJOrHYecKoro ¢aktopa (TeHHOH, T€HOMHOM
WIA XPOMOCOMHOHM MyTanuu). OJHaKO ypOBeHb HAyYHBIX MCCIIEIOBAaHHH B HACTOSIIEE BPEMS
TaKOB, YTO IO3BOJISIET MPOBOJHUTH TUArHOCTUKY HACJIEJICTBEHHBIX OOJie3HEH B JABYX MHpPSIMO
IPOTHUBOIIOJIOKHBIX HANIPABJICHUSIX: OT T€HOTHNA K (EHOTHITY WX OT ()eHOTHNA K TCHOTHITY U
Bce OoJsiee HaunMHaeT 0Ga3MpOBaTbCS HA UCCIENOBaHUM reHotuna. [losBuiaack BO3MOXKHOCTh Ha
OyTH OT TeHOTHNAa K (EHOTHITy HCIIONB30BaTh COOTBETCTBYIOIIME METOABI J1abopaToOpHOM
JIMarHOCTUKU HACJIEJCTBEHHBIX OoJe3Hell. B cBs3M ¢ 3TuM Hapsay ¢ OOIIEKIMHUYECKUMHU
CHUMIITOMAMH{ Ba)KHEHIIIee 3HAYEHHE B JUATHOCTUKE HACIEICTBEHHBIX OOJIe3HEH MPHOOpeTaroT
npyrue KIIMHUYECKHUE UCCIIEIOBAHMS: nmabopaTopHbIe, (GyHKIMOHATIBHBIE,
peHTreHopaguosornaeckue u jp. Kpome Toro, mpu AMarHOCTHUKE HACIIEACTBEHHBIX OOJE3HEH
ClleflyeT YYMThIBaTb Kak oOOIIMe MpHU3HAKH, XapaKTepHble Ui TPYyNIbl HacleJICTBEHHBIX
3a00IeBaHUH, TaK W BBUIBIATH CIEMU(HUUECKHE IPU3HAKU, XapaKTEpHBIE UL OTICIBHON
Ho3oJornuecko ¢gopmbl. Takum 00pazom, MOXHO BBLICIWTH JBE TPYIIbl METOJOB
JIMAarHOCTUKY - OOIEKIIMHIYECKNE U CTIEHATIbHbBIE «T€HETHYECKHE) METOIBL.

2. MeToanbl cOBpeMeHHOI reHeTHKH.

Obwexnunuieckue MemoOsbl BKIIOYAIOT: - XapaKTEPUCTHKY KIMHUYECKHUX IPOSIBICHHUN
MaTOJIOTUU (CeMHOTHKA) Y KOHKPETHOTO WHIUBUIYYyMa, - UCHOJB30BaHUE OOIINX MPHUHIIUIIOB
KIIMHAYECKOW JMAarHOCTHKH, MPUMEHSIEMBIX BO BpaueOHOH MpaKTHKeE, - IPUMEHEHUE PYTHHHBIX
KJIIMHUKO-JTA0OpAaTOPHBIX W HMHCTPYMEHTAJIBHBIX  METOJOB  OOcieloBaHUS  OOJIBHOTO
(kmuanyecknii ananmu3 kpou, DKI, D90, Y3U u ap.). Mcnonb3oBanue oOMEKIMHUYECKIX
METOJIOB SIBIISIETCS TPATUIIMOHHBIM JUISI MEIUIMHCKOM mpakTuku. l[lomydeHHBIe B pesyinbTare
KIIMHAYECKOTO OOCTIeIOBaHUS JIaHHBIE MOTYT BIIOJHE WCIIOJNB30BaThCS IS JMArHOCTHKH
HACJIe/ICTBEHHBIX 3aboneBanuii. Cienyer UMb JO0OAaBUTh, YTO «BH3YalbHOE» KIMHUYECKOE
o0cIiefioBaHEe JTOJKHO OBITH OCOOCHHO TIIATENEHBIM, TOCKOJIBKY OHO TIOCTOSTHHO HAIlpaBJIEHO
Ha TOWUCK MHUKPOCHMIIMTOMOB WM CJ1a00 BBHIPAXCHHBIX (DEHOTHUMHUECKUX TMPOSIBICHUN
Haclle/ICTBeHHOU marojioruu. K crenmmanbHBIM MeToAaM (KIMHUKO-TeHETHYECKUE) CIIeIyeT



OTHECTU: - (U3HMKAIbHOE OOCIeNOBaHME HE TOJIBKO OOpATUBINEroCs MalUueHTa, HO U €ro
POACTBEHHUKOB  (TIOMCK MaKpo- H  MHUKPOCHMIITOMOB  3a00JieBaHWM), -  KJIMHUKO-
TeHeaIOTUYeCKU METOJI, BKIIIOYAIOMMA B ceOs COCTaBlIeHHWE POJIOCIOBHOW WM €€ aHaiu3, -
CHHJIPOMOJIOTHYECKUI TOIX0A K JUArHOCTUKE (B KIMHUYECKOW Te€HETHKE CHHIPOM HEpPEeIKO
MIPUPABHUBACTCS K MOHITHIO OOJIE3HB), - HCIOIH30BAHHUE CIIEIIMATBLHBIX JTa00PaTOPHBIX METOI0B
(WccieoBaHne KaprOTHITA, XPOMOCOMHBIHN aHam3, npuMmenenune JIHK-30H10B, cekBeHUpOBaHHE
u np.). Jlo Hacrosimero BpeMEeHH TOYHAs TUATHOCTHKA BPOXKIEHHBIX W HACIEJICTBEHHBIX
0oJIe3HEW MPENICTABISETCS CIOXKHON HEe TOJBKO JJIsl Bpada-Tienarpa W HEOHATOJIOTa, KOTOPhIE
MIEPBBIMU BCTPEYAIOTCS C JAHHBIMU MATOJOTMYECKAMU COCTOSIHUSIMU, HO U JIJISl Bpaya-TeHeTHKA.
CloKHOCTh ~ JTMarHOCTHKK  OOYCJIOBJIEHA TIPEXKJE BCEr0 TPOMAJHBIM MHOT000pa3zueM
HACJIE/ICTBEHHOW TMAaTOJIOTUH, OOJNBIIUM YJEIbHBIM BECOM HACJIEJICTBEHHBIX (DaKTOpOB B
MATOJIOTHH JIETCKOTO BO3pacTa M B TO K€ BpPEMS PEIKOCTHIO OTACTBHBIX ee (popM, a Takxe
CXOJICTBOM  CHMIITOMOB  HAClIeJICTBEHHBIX 3a00JieBaHUN ¢  KJIMHUYECKOH  KapTUHOU
HEHACIIC/ICTBEHHON TaToNoruu  (TIepeKphiBaeMOCTh  cuMITOMOB). C  HacleICTBEHHBIMH
00JIe3HsIMHU BCTpedaeTcsl Bpad JI000i CrennaabHOCTH: B HEBPOJIOTHH HacuuThIBaeTcs Oosee 600
HACJIeJICTBEHHBIX 3a00JieBaHul, B Jepmarosiorun - 6oiee 300, B opranpmosoruu -6osee 350 u
T.1. OnHOMY Bpauy 3HaTh BCe HACIIEICTBEHHbIE 00JIE3HU HE MPEACTABIISETCS BOZMOKHBIM, Jae
B Tpeenax OJHOW crenuanbHoCcTH. OJHAKO Bpad JIOJDKEH OBJIAACTH OOIMMH TNPHHIIATIAME
JUATHOCTHKHU, YTOOBI CBOEBPEMEHHO 3amoJI03PUTh HACIIEJCTBEHHYIO MATOJOTHIO U HAIpPaBUTh
OOJILHOT'O Ha T€HETUYECKOE 00CIEIOBAHNUE.

3. JIabopaTopHbIe METObI THATHOCTHKH HACIEICTBEHHBIX 00JIe3Hell
HUTOT'EHETUYECKHWE METO/IbI
» [lokazaHus IS POBEICHHS IMTOTCHETHIECKUX UCCIICOBAHU

[Tokazanus A1 IUTOTEHETHYECKOTO HCCIEOBAHUSI JIOCTATOUYHO IMUPOKHE, OCOOEHHO MpH
aKyIIepCKO-TUHEKOJIOTMUeCKO W  JleTckoil martosoruu. Huke NpUBOIUTHCS IepedeHb
(BO3MOXHO, HETOJHBIA) COCTOSIHUM, MPU KOTOPBIX C JUATHOCTUYECKUMH IIEJISIMU HAJ0 UMETh
pe3yNbTaThl IUTOIE€HETUYECKOTO MCCIIE0OBAHUS, TPOBEIEHHOT0 y ManuenTa (mpodannia) u npu
clly4ae HeOOXOJIMMOCTH Y €r0 POJACTBEHHUKOB.

1. Tlomo3peHue Ha XpOMOCOMHYIO 00JI€3HB 110 KIMHUYECKOW CUMIITOMATHKE (17151
MTOATBEP)KICHHSI TMarHO3a).

2. Hanmnuwme y pebGeHka MHOXKECTBEHHBIX BPOKICHHBIX IIOPOKOB pa3BUTHS, HE
OTHOCSIIIUXCSL K TEHHOMY CUHJIPOMY.

3. Mmnorokpatssle (6oJiee 1ByX) CIIOHTaHHBIE a00PThI, MEPTBOPOKICHUS HITH
POKIEHUS IeTel ¢ BpOXKIEHHBIMU TOPOKAMU Pa3BUTHSL.

4. Hapymenue penpoayKTHBHON (YHKIIMU HESICHOTO T'eHe3a Y KEeHITHH U MYKUUH

(mepBuYHas ameHoOpest, OECTIIOHBIN Opak u 1p.).

CymecTBeHHas 3aiep>KKa YMCTBEHHOTO M (PU3HUECKOTO pa3BUTH y peOeHKa.

6. IlpenartanbHas quarHocTuka (10 BO3pacTy, B CBS3H C HAJMYKUEM TPAHCIOKAIUH Y
poauTesel, Ipu poKIACHUY MPEABIIYIIEro peOeHKa ¢ XpOMOCOMHOM 00JIE3HBIO.

7. Ilomo3peHue Ha CUHIPOMBI, XapaKTEPU3YIOITUECS XPOMOCOMHON
HECTaOMIIbHOCTHIO (Y4eT XpoMocoMHbIX abepparmii u CXO ).

8. Jletiko3bl (urst qud hepeHIMATEHON THArHOCTHKH, OIeHKH () ()eKT-HBHOCTH
JIeYSHUS] U TIPOTHO3A TEUCHHUS).

9. OreHka MyTareHHbIX BO3ACHCTBUH (palallMOHHBIX, XUMUYECKHX ).

hdl




. HeO6XO)II/IMOCTB LUATOINCHETUYECKUX HUCCIIEAOBAaHUMN

MC,Z[I/II_II/IHCKI/IX OFpaHI/I‘-IeHI/Iﬁ IJIL IIPUMCHCHUS IMUTOTCHCTUYCCKUX MCETOJO0B HCET. O,[[HaKO
HeO6XO,Z[I/IMO IIOMHUTH, YTO 3TH MCTOABI TPYAOCMKHEC, JOPOTHUEC, HA3HAUCHUC HX Hayraa HC
OIpaBaaHO. HpaBI/IJ'IBHCe HasHa4YaTb HUTOTCHCTUYCCKOC UCCIICAOBAHUC 10 pCKOMEH AU Bpava-
TCHETHUKA IMOCJIC MPOBCACHUA MCIUKO-TCHETHYCCKOT'O KOHCYJIbTHPOBAHUS.

OnpIT paboThI 3apyOEKHBIX MEAUITMHCKAX YUPEKICHHUH MOKa3aal HEOOXOUMOCTh CO3/IaHuUs
[ATOTEHETHYECKUX Jaboparopuii mpu OOJBIIUX MHOTONPOPUIHHBIX OOJBHUIIAX W MEIHKO-
TeHETHYECKUX KOHCYIhTAIUSIX, KOMIUIEKCHO OOCITY)KHBAIOIIUX KaKOW-THO0 paifoH wim ropoa. B
Poccun mutoreHeTnueckue MCCIEOBAHUS MPOBOJSATCS B MEIUKO-TEHETHYECKHX KaOWHEeTaX U
MEIMKO-TEHETHYECKIX KOHCYThTAIIHSX.

BUOXMMHMNYECKHUE METO/IbI

buoxumuueckne MeToNbI B abOpaTOPHOW JTUATHOCTHKE HACIEACTBEHHBIX Oo0Je3Hei
MPUMEHSIOTCS ¢ Hadana XX B. bruoxwMmudeckue mokaszarenu (MepBUYHBIN, OCIKOBBIA IPOIYKT
reHa, HAKOIUICHHE MAaTOJOTHYECKHX MEeTabOJINTOB BHYTPU KIETKM W BO BHEKJIETOYHBIX
KHUIKOCTSIX OOJILHOTO) OTPaXalOT CYITHOCTh OOJIe3HW OoJiee aJeKBAaTHO, YeM KIMHUYECKUE
CUMITOMBI, HE TOJBKO B JUAarHOCTUYECKOM, HO U B TEHETHYECKOM acrlekTe. 3HAYMMOCTh
OMOXMMHUYECKAX METOJIOB TOBBINANACH MO0 Mepe OINUCAHWS HACJIEJICTBEHHBIX OOJe3HeW W
COBEpIIIEHCTBOBAHUS ATUX METOJIOB (3JeKTpodopes, XxpomaTorpadusi, CIEeKTPOCKOIHUS U Jp.).

buoxumuueckre MeTOAbl HAmpaBleHbl Ha BBISIBICHUS OMOXMMHUYECKOTO (heHOTHIA
opranusMa. Y poBHH, Ha KOTOPBIX OIEHUBAETCSI (EHOTHUII, MOTYT OBITh Pa3HBIMHU: OT MIEPBUYHOTO
MPOJAYKTa TeHa (MOJUIENITUIHOM 1IEeTIHN) 10 KOHEUYHBIX MeTa00JIUTOB B Moue Uiy note. [loaromy
OMOXMMHYECKHE METO/bl Ype3BblYalHO MHOrooOpa3Hbl M HX 3HA4YeHHE B JIMArHOCTUKE
HACJIE/ICTBEHHBIX 00JI€3HEH OCTOSIHHO BO3PACTAET.

B cBsa3u ¢ MHOTOOOpa3neM OMOXMMHYECKHX METOJOB, MPUMEHSIEMBIX B JabopaTOpHOM
JTUATHOCTHKE HACJIEJCTBEHHBIX OOJe3Hel, B HCIOJIb30BAHUU 3TUX METOJOB JIOJDKHA OBITh
ompenerneHHas cucreMa. Y oOciemyeMoro mpoOaHaa WM 9WIEHa €ro CeMbH HepealbHO
WCKITIOUYUTh BCE HACTEICTBEHHbIE OO0JE€3HU, KOTOphle MOTYT OBITH B TMOJIe 3pEHHUS TIpU
oOciefioBaHNy. Eciam MpUMEHSITh BO3MOXKHOE YHCIO METOJIOB JIMATHOCTHKH, TO TOTJa KaxkI0e
oOcieoBaHUE CTaHET OYEeHb TPYJAOEMKHM H JOJATUM. BOT moueMy HCXOJHAas cXema
o0CIIeZIOBaHUSI CTPOUTHCS Ha KIMHUYECKOW KapTHHE OOJIe3HH, TeHEATOTHYECKUX CBEICHUSX W
OMOXMMHUYECKON CTpaTeruu, KOTOPhIE MO3BOJSIOT ONMPENeTUTh NalbHeHIuit X014 00cae10BaHus
Ha OCHOBE TIOATAITHOTO UCKIIFOYEHUSI OMPe/IeIEHHBIX KIIacCOB O0JIe3HEH.

Heobxomumo  mog4epkHYTh, YTO OHOXMMHYECKHE METOJAbl (B OTJIMYHH  OT
[UTOTEHUYECKNX) MHOroctyneHdarsl. s ux mpoBeaeHUs TpeOyeTcs ammaparypa pa3HbBIX
KkimaccoB. OObeKTaMH OHWOXMMHYECKON JTUArHOCTUKH MOTYT OBITh MoOdYa, IOT, IUTa3Ma M
CBIBOPOTKA KpOBH, (OPMEHHBIE OJIEMEHTHI KpPOBH, KYIbTYphl KJIETOK ((HUOpPOTIIACTHI,
JTUMQOIIUTHI).

OcHOBHas 11e7lb NTEPBUYHOM TUArHOCTHKHU 3aKJIIOYAETCS B TOM, YTOOBI BBISIBUTH 3J0POBBIX
WHIUBUAOB U OTOOpaTh WHAMBUAOB MJIS TOCJIEAYIONIEro YTOYHEHHsS JuarfHoza. B Takux
nporpaMmax NepBUYHON JUATHOCTUKU B KAU€CTBE OOBEKTOB MCIHOJIB3YETCS] MOYa U HEOOJBIIOEe
KOJIM4ecTBO KpoBH. IIporpammbl nmepBUUHON OMOXMMHYECKON TUArHOCTHKU HACIEICTBEHHBIX
00J1€3HEN MOTYT OBITH MACCOBLIMU U CEIEKMUSHLIMU.



= MaccoBble IPOCEUBAIOIINE TPOTPAMMBI B IUATHOCTUKE (PEHUIIKETOHYPHH, BPOXKAECHHOTO
THIIOTUPEO03a, aJPEHOTCHUTAIFHOTO CHHAPOMA, BPOXKICHHBIX aHOMAJIMH Pa3BUTHUS
HEpBHOU TpyOKu u Oone3nu [layHa.

[Ipm wucnonp30BaHWM MPOCEUBAIOIIETO METoJa B OHOXUMHUYECKOW JIMAarHOCTUKE MOXKHO
BBIJICIMTH JIBA YPOBHS: MEPBUYHBIA M yTOuHsOMMK. Kaxaplii U3 3TUX YpPOBHEH MOXKET OBITH
Pa3HO00pa3HO HATPYKEH PEAKUUSIMU B 3aBUCUMOCTH OT BO3MOKHOCTH JIA0OPATOPHH.

= CelneKTHBHBIE  JIMATHOCTUYECKHE  MPOTpPaMMbl _ MPEIyCMATPUBAIOT  MPOBEPKY
OMOXMMHYECKMX aHOMaIWii oOMeHa (ModYa, KpOBb) Yy TAIMEHTOB, Y KOTOPHIX
MO/IO3PEBAIOTCS TeHHBIE HacleJCTBeHHbIE Oose3Hu. DakThueckW Takue MPOrpaMMBbI
JOJDKHBI  (DYHKIIMOHHPOBATh B Kaxaoi Ooipmmoit OombHuIe. [lokazamms mms wx
MPUMEHEHHsI TOCTATOYHO IMUPOKHE, CTOUMOCTH KaXKJIOTO aHaN3a HEBBICOKAs.

B cenexkTuUBHBIX mHporpamMmax MOTYT HCIOJb30BaThCSl MPOCTbIE KAaYECTBEHHBIE DPEAKIINH
(HampuMmep, TeCT C XJOPUJOM JKele3a Ui BBIABICHUS (DEHUIKETOHYpHH WA C
TUHATPO(MEHWITHIPA3HHOM JUIi  BBISABIICHHUS KETOKWCIOT) WM Oojiee TOYHBIE METOJFI,
MO3BOJISIIONIME OOHApY)XUBaTh OONbIIME TPYNIbl OTKIOHeHWH. Hampumep, ¢ MOMOIIBIO
TOHKOCIIOMHON Xpomarorpaguu MOYM M KPOBH MOKHO JHMAarHOCTUPOBATH HACIE/CTBEHHBIE
HapYIICHUSI oOMeHa AMUHOKHCIIOT, OJTUTOCaXapHuI0B u [JIMKO3aMHUHTIIMKAHOB
(MykomonmcaxapumoB).  ['azoBas ~ xpomarorpaduss ~— TpHUMEHSETCS  JUISI  BBISABIICHHS
HaCJIe/ICTBEHHBIX OoJsie3Hell oOMeHa opranmdeckux Kucior. C MOMOIIBIO 3JekTpodopesa
reMOIJIOOMHOB JUArHOCTUPYETCs BCS IPyIIa reMOorI00MHOMaTU .

Hepenko mnpuxomuthesi yrayonsTh OHOXMMHUYECKHH aHANU3 - OT KOJIMYEBCTBEHHOIO
ompesieNieHus MeTaboIuTa JI0 ONpe/IeNieH!s] aKTUBHOCTH ()epMeHTa (MCIOJIb30BaHNE HATUBHBIX
TKaHeHl WM KyJIbTUBUPOBAHHBIX KIIETOK), HAIPUMEp, C IOMOIIBI0 (IFOOPOMETPHICCKUX
METO/HK.

Iloxazaausamu JJIL IIPUMCHCHU A OMOXHMUYCCKHX MCTONOB AUArHOCTHUKU Y HOBOPOKICHHBIX
SIBJIAOTCA TaKUE CUMIITOMBI, KaK

"  CYIOpOTH,

" KOMa,

"  pBOTa,

"  THUIIOTOHWSI,

" KeNTyXa,

* crnenupuYecKuil 3arax MOYH U T0Ta,

" anumao3,

" HapyIIeHHOE KHCIOTHO-OCHOBHOE paBHOBECHE,
" OCTaHOBKa pocTa.

VY neteit OMOXMMHYECKHME METOJBI WCIOJB3YIOTCS BO BCEX CIydasx IMOJ03pEHHsS Ha
HaCJIeJICTBEHHBIC 00JIe3HN OOMEHa BelecTB (3a7epkka (PU3HUECKOTO W YMCTBEHHOTO Pa3BUTHS,
moTepsi MPHUOOPEeTeHHBIX QYHKINH, crienuduueckas s Kakoi-Tud0 HaclIeCTBEHHOUW 0oNe3HU
KJIMHAYeCKasi KapTHHA).

buoxumuueckre MeToAbl TPUMEHSIOTCS ISl JUArHOCTHKU HACJIEJICTBEHHBIX OoJIe3HEH H
TeTepO3UTOTHBIX COCTOSIHUN Y B3pOCIBIX (TenaToJEHTUKYIIsIpHas JiereHepanus u 1.4.). Cienyer
OTMETHUTh, 4YTO I JUArHOCTUKU MHOTUX OoJie3Held OMOXMMHMYECKHE METOJIbl 3aMEHSIOTCS
MOJIEKYJISIPHO-T€HETHUYECKUMH JTHO0 B CBSI3U C OOJBIIONH TOYHOCTBIO MOCIEAHHUX, JUOO € HX
SKOHOMUYHOCTBHIO.



MOJIEKYJIAPHO-TEHETUYECKHWE METO/IbI

PazpaboTka MONEKYISIPHO-TEHETUYECKUX METOJOB JMArHOCTUKH HACJEJICTBEHHBIX
0oJe3Hel YaCTUYHO OTOABHHYJIA HHTEPEC K OMOXUMUYECKUM HCCIIeI0BAaHUSIM, HO BCKOPE CTaJO
SICHO, UTO B OOJIBIIMHCTBE CJIy4yasX yKa3aHHbIE METOJblI JIOMOJHSIOT JIPYr Apyra, MOCKOJIBbKY
MOJIEKYJISIPHO-T€HETHYECKH ONMCHIBAETCSl [€HOTUN , a Onoxumuuecku ¢eHotun . A OGOJe3Hb -
3TO B KOHEYHOM cueTe (eHOTHI. VIMEeHHO MOATOMY, HECMOTpSI Ha CIOXKHOCTh, 4 MHOTJA M Ha
JIOPOTOBU3HY OMOXMMHMYECKUX METOJOB, UM MPUHAMIEKHUT Beayllas poJib B JUArHOCTUKE
MOHOTEHHBIX  HACIeJCTBEHHBIX Oomne3Hell. CoBpeMEHHBIE BBICOKOTOYHBIE TEXHOJIOTHU
(ckuakocTHast xpomarorpadus, Macc-ClIeKTpOMETPHs, MArHUTHAS PE30HAHCHAS CIIEKTPOCKOTIHS,
OoMOapIupoBKa OBICTPHIMU HEHTPOHAMM) TIO3BOJISIOT UICHTU(PUITUPOBATE JTIOOBIE META0OIUTHI,
cnenudryecKue 111 KOHKPETHON HACIeICTBEHHOMW OOJIe3HH.

Monekynapuo-cenemuueckue mMemoospl - 310 Ooyibliasi U pa3sHooOpa3Hasi TpyIa METOJIOB, B
KOHEUYHOM cYeTe IpeJHa3sHAuUeHHBIX JUIS BBISIBICHUS BapHaluil B CTPYKTYpE HCCIEIYeMOro
yuactka JIHK (autens, reHa, permoHa XpPOMOCOMBI) BIUIOTH JIO  PacHIM(ppPOBKH
IIOCJIEZIOBATEILHOCTY OCHOBAaHUN. B ocHOBE 3THX MeTo10B Jexar Manunyssuuu ¢ JJHK u PHK.
B pesynbrare OypHOro pa3BUTHS MOJEKYJISpHOW TeHeTHKH uenoBeka B 70-80-x romax wm
MOCTIeIYIOIIEr0 YCHEITHOrO U3yUeHHUs] TeHOMa YeJloBeKa MOJIEKYJISIPHO-T€HETHUYECKHUE METO/IbI
LIMPOKO BOILIUIM B MEJUKO-T€HETUUECKYIO IIPAKTHKY.

CxeMaTu4yHOE OMHMCAaHUE OCHOBHBIX ITANOB U BapuaHTOB. OCBOEHHUE K€ ITUX METOOB, KaK U
JPYTUX METOJI0B TabOpaTOPHON AMArHOCTUKH, TpeOyeT CeIUalbHON MOrOTOBKYU B
COOTBETCTBYIOIIHX JTA00OPATOPHUSIX.

1. ITonyuenue o6pasnoB JIHK (nnmu PHK) siBrisieTcst ucXoAHBIM 3TarioM BCEX METOJIOB. DTOT
ATl peain3yeTcs B IByX BapuaHTax:

a) Beizenenue Beer JIHK (ToTanpHOM Wi TEHOMHO) M3 KJIETOK;

0) HaKOIUIEHHE OTpeIeNIEHHBIX ()parMeHTOB, KOTOPBIE MPE/IoJIaracTcs aHaTH3UPOBATh C
TIOMONIBIO TTOJIMMEPA3ZHOMN IIEMTHOW PEAKITUH.

Ucrounmkom renomuoit JIHK Moryt OvITh HOOBIE siApOcoaepKamiye KICTKU. Brimenennas u3
kiretok JIHK mpencraBiasier coboit Bech reHoMm opranu3ma. [losTomy Takme oOpa3Ifsl
HaszpBatoTcss reHomMHOW JIHK. Ha mpakThke daime WCHOIB3YIOT TepH(pepruIecKyr0o KpOBb
(JIeHKOLIUTHI), XOPUOH, aMHHOTHYECKUE KIETKH, KyJIbTyphl pubpodiacto. J[i1s oqHOrO aHanmza
HE00X0/IMMO MMETh (B 3aBUCHMOCTH OT HCIIOJIB3YEMOI'0 METO/Ia) OT HECKOJIbKHX HAaHOTPAMMOB
no Heckosbkux MukporpammoB JIHK. Jlns storo TpeOyercs AeHCTBUTENBHO HEOOJBIIOE
KOJIMYECTBO OHMOJIOTHYECKOro MaTepuana: Hampumep, 20-40 mr xopuona, 1 mi kpoBu, 5-10 mr
KyJbTYpPBI KIETOK. J[JIs1 OCyIecTBIeHHs] HEKOTOPBIX METOJ0B JOCTATOYHO | Karliio KpOBU WA
COCKOO SIHUTENHS CO IIEKH, WIM HECKOJIBbKO BOJIOCSHBIX JIyKOBHUIl. BO3MOXXHOCTH MpOBEEHUS
MOJIEKYJISIPHO- TE€HETHYECKOTO aHajin3a ¢ HeOOJBIIMM KOJHYECTBOM JIETKOJOCTYITHOTO
OMOJIOTHYECKOr0 MarepHalia SBISETCS METOJUYECKHUM IIPEUMYIIECTBOM METOJIOB Ha3BaHHOMU
rpynmnbsl. K aromy eme MoxHO 100aBuTh, uTo BblAeneHHas J[HK ommnakoBo mpuromna st
MIPOBEJICHUSI PA3IMYHBIX BAPUAHTOB METOJOB M MOXKET JIOJIFO COXPAHSATHCS B 3aMOPOKEHHOM
BHJIE.

2. Pecrpuxims JIHK Ha ¢QparMeHTB sBISETCS HEOOXOIAMMBIM JTalloM B MOJICKYJISPHO-
TeHETUUYECKOM TUArHOCTHKE. DTOT MPOIECC OCYIIECTBISETCS] PECTPUKTA3aMH, OTHOCSIIUMCS K
rpymie 6akTepraTbHBIX SHAOHYKIIea3. B reHeTnke yeroBeKka UCIoIb3yeTcsl HECKOJIBKO JIECSTKOB
pa3HbIX pecTpukra3. OCHOBHOE UX CBOWMCTBO - pa3pbiBaTh AByxienoueynyio JIHK B mpenenax
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CTPOTO ONpEAENEeHHBIX [UIl KaXIoro (¢parMeHTa MocJe0BaTeIbHOCTSIX HYKICOTUIOB
MPOTSHKEHHOCThIO 4-6 map ocHoBanuit (peako Oomwimne). Ilpu oGpabotke renomuoit JIHK
pECTpUKTA30i TMOTydaeTcs 3aKOHOMEpHBIM Js JaHHOro ¢epMeHTa Habop (parMeHToB
Pa3AYHON JUITNHBL.

3. Duekrpodopes dparmenToB JIHK obecreumBaer pasjeicHHe 3THX (PParMEHTOB IPU HX
pacnpesielieHud Ha MOBEPXHOCTU arapo3HOro Win nojuakpriamuanoro ress. @parmentsr JITHK
JBUXKYTCSL B TeJle, MOMEIIEHHOM B IIOCTOSIHHOE DJIEKTPHUYECKOEe II0Jie, OT OTPHUIATEIHHOrO
MOJIF0ca K TOJOXKUTEIBHOMY B 3aBUCHMOCTH OT pa3MepoB (UeM Oojbllle OTHOCHTEIbHAS
MOJIEKYJISIpHas Macca (pparMeHTa, TeM MeJUIEHHee OH JIBUXKETcs B djekTpudeckoM node). [locne
OKOHYaHUs1 3jeKkTpodopesa kaxapii pparment JIHK 3anmMaer ompeneneHHoe MOJO0XKEHUE B
BUJIE JAMCKPETHOH IMOJOCHI B KOHKPETHOM MecTe reis. J[uHy Kaxaoro ¢parmMeHTa MOXHO
OTIpeNIeNIUTh ITyTeM CpaBHEHUs NPOHIEHHOro (parMEeHTOM pacCTOSIHUS C PACCTOSHHUEM,
poiIeHHBIM cTaHaapTHBIM o6paznioM JIHK ¢ u3BecTHRIMU pazmepaMu.

4. Busyanmuzanus u uneHtudukamnus pparmenron JIHK .

4. IlpodpunakTuka Hac/IeACTBEHHbIX 00JIe3HeH: BU/Ibl, OPraHH3AIlHOHHBIE (hOopMBI,
3HaYeHHe

IIpoghunaxmuxa — 3TO KOMITJIEKC MEpPOTPHUSITHN, HAIPABICHHBIX Ha MPEIYIPEKICHAE
BO3HMKHOBEHHSI W Pa3BUTHS HACIEJACTBEHHBIX W BPOXKACHHBIX Oone3Hedl. Pazmmuaior
MEPBUYHYIO, BTOPUYHYIO ¥ TPETHYHYIO TPO(HIAKTHKN HACTEICTBEHHON MATOJIOTHH.

Ilepsuuynas npoguraxmuxa HACIEICTBEHHBIX OOJNe3HEH — 53TO KOMILUIEKC MEPOIPHITHH,
HalpaBJICHHBIX Ha NpeAylpexIeHue 3adaThs OoibHOTO pebenka. Peammsyercst 9To
MJTAaHUPOBAHUEM JIETOPOKICHUS U YIYUIIEHUEM Cpeibl OOUTaHUS YeJIOBEKa.

[ImanupoBaHme JeTOPOKICHHS BKIIOYAET TP OCHOBHBIC TIO3HIIHH.

1. OnTUManBHBIA PEeNPOIYKTHUBHBIA BO3pACT, KOTOPBIM IS KEHIIUH HAXOIUTCS B Mpeesax
21—35 net (6onee paHHHE WU TO3HHE OEPEMEHHOCTH YBEJIIMUHUBAIOT BEPOSITHOCTD POKIICHUS
pebeHKa ¢ BpOXKIACHHOMN MaTOJIOTHEH).

2. OTKa3 OT NETOPOXIEHUS B CIy4asX BBICOKOTO PHCKa HACIEJICTBEHHOW W BPOKICHHOW
MaTtosorud (IpU OTCYTCTBUU HAACKHBIX METOJIOB JOPOJOBOM JTUATHOCTHKH, JICUCHWS,
aZlanTauy U peaduiuTaruu OOJIbHBIX).

3. OTka3 oT JeTOpoXAeHHs B Opakax C KPOBHBIMH DPOJCTBEHHHUKAMH U MEXKIY ABYMS
TeTepPO3UTOTHBIMU HOCHTEIISIMA TIATOJIOTHYECKOTO TeHa.

VYaydmenue cpeapl 0OOUTaHUS YeIOBEKa HAMPABIICHO TJIaBHBIM 00pa3oM Ha MpeAyIlpekIeHue
BHOBh BO3HHKAOIMUX MyTanuii. OCYyIIECTBISETCS 3TO JKECTKUM KOHTPOJIEM COJIEpIKAHHUS
MYyTareHOB M TePATOr€HOB B CpeJie OOUTaHUS YeIOBeKa.

Bmopuunas npoghunaxmuka oCymecTBISIETCS 3a CYET MpephIBaHUsS OEPEeMEHHOCTH B CiIydae
BBICOKOW BEpOSITHOCTH 3a00JieBaHUs y IUIOJA WM YCTAaHOBIEHHUS JTUArHo3a MpeHaTalbHO.
[IpepriBaHre MOKET MPOUCXOAUTH TOJBKO C COTJIACHS JKEHIMUHBI B YCTAHOBJIICHHBIE CPOKH.
OcHoBaHueM ISl STUMHUHAIMK SMOpHOHA WM TUIOJA SIBJISIETCS HACJIeICTBEHHAas OOJIe3Hb.
[IpepriBanre OEpEeMEHHOCTH — pelIeHWE SBHO HE caMmoe JIydlliee, HO B HACTOSIIEEe BpeMs
€IMHCTBEHHO TPUTOTHOE TIPH OOJIBIITMHCTBE TSIKENBIX U CMEPTEIHHBIX T€HETHUECKHUX Ae(PEKTOB.

Tpemuunas npoghunraxmuxa HaACIEJACTBEHHBIX OOJI€3HEW HampaBlieHa Ha IpeIoTBpaIleHHe
pa3BUTHUs 3a00JIeBaHUS Y POJUBIIETOCsS peOCHKA WM €r0 TsDKETBIX MPOsIBICHUU. Ty hopmy
Npo(MITAKTHKA MOXHO Ha3BaTh HOPMOKOIIMPOBAaHWEM, T. €. Pa3BHTHE 3JIOPOBOTO pebeHKa c
MaTOJIOTUYECKUM TEHOTHIOM. TpeTudHas mpoduiIakTHKa HEKOTOPHIX (OpM HaCleCTBEHHOU
MATOJIOTHA MOYKET COBIAJATh C JICYCOHBIMH MEPOTPHUSTHIMHA B OOMIEMEIUIIMHCKOM CMEICTIE.
[IpenoTBpaieHne pa3BUTHS HACIEICTBEHHOTO 3a00jeBaHus (HOPMOKOIMPOBAHKE) BKIIIOYAET B
ce0sT KOMIUIEKC JIeYeOHBIX MEPOIPHSITHH, KOTOPhIE MOXHO OCYIIECTBIISITh BHYTPUYTPOOHO WITH
MOCIIe POXKICHUS.



Jlis  HEeKOTOpBIX HACJIEACTBEHHBIX 3a0o0jieBaHMN (HAIpUMeEp, pPe3yC-HECOBMECTHUMOCTD,
HEKOTOpBIE alluypHUH, FAJIAKTO3EMHUSI) BO3MOKHO BHYTPUYTPOOHOE JIeUeHHE.

HauOonee mmpoko mnpenoTBpalieHue pa3BUTHS 3a00JI€BaHUSI MCIOJIB3YEeTCS B HACTOsIIEe
BpeMSl JJIs1 KOPPEKIUHU (JIeUeHUs1) MOCie PpoKIeHHs 00IbHOrO. THIHMYHBIM IPUMEPOM TPETUUHOU
IpOoQUIAKTUKHA MOTYT OBITh (DEHUIIKETOHYPHSI, TUIIOTHPE03. MOKHO ellle Ha3BaTh LEIUAKUI0 —
3a00JieBaHKEe, KOTOpPOE pa3BHBAaeTCs B Hadaje NMpUKOopMa peOeHka MaHHOM Kameill. Y Takux
JieTell IMeeTCsl HeMEPEeHOCUMOCTh 3J1aKOBOro Oenika ritoTeHa. VckimoueHne Takux OENIKOB U3
MU TOJHOCTBIO TapaHTUPYET peOeHKa OT TshKeNeUIneidl MmaToJIoruu KelyJOYHO-KUIIEYHOIO
TpaKTa.

OPI'AHU3AIIMOHHBIE ®OPMbI ITPOPUIIAKTUKHU

[IpodunakTuka ocymecTBiIsieTcs B HECKOJIBKUX OpraHU3allMOHHBIX (popmax:

-MEeJIUKO-TeHETHYECKOe KOHCYJIbTUPOBAHUE;

"  [epUKOHIEINIMOHHAS NMPodUIaKTHKA,;

" [IpeHaTajbHas U MPEKOHIENIIMOHHAs JUarHOCTHKA;

"  [IpEeKJIMHHUYECKas JUarHOCTHKA;

"  JUArHOCTHKA I'€TE€PO3UTOTHBIX COCTOSHUIA;

®  UCHaHCEepU3alUs CEMEH ¢ HACIeICTBEHHOM 11aToJIOTHeEl;

" [poBepKa Ha MyTareHHOCTh U TUTHEHWYECKas periiaMeHTarus GaKkTopoB Cpebl;

" [ponaraHja MEJIUKO-TEHETUYECKMX 3HAaHUI Cpelud MEIULUHCKOrO IIepcoHala u
HaceJIeHUS.

NYTU NPOPUJTAKTUKU HACJIEJCTBEHHbBIX 3ABOJIEBAHUM

[lytu mpoumiIakTHKM  HACIEACTBEHHBIX  OOJE3HEW  OmpeAeNsioTcs IpUYMHAMH,
CIIOCOOCTBYIONIMMH UX pa3BUTHIO. K 0CHOBaM MpOQMIAKTUKHA OTHOCSTCS CIIETYIOIINE MEPHI:

1. 3anper Ha OJM3KOpOACTBeHHbIe Opaku. l37gaBHa 3aMeueHO, 4YTO Yy CYNpPYIroOB-
POJCTBEHHUKOB YacTO POIKIAOTCSI OONBHBIE M OCTa0IeHHBIE JIETH, TIOATOMY Y MHOTHUX HapOJIOB
CJIOKUJIOCH OTPULIATENIFHOE OTHOINEHUE K TakuM OpakaM. Kak mpaBuiio, MyTanuu B reHax HOCST
PEIeCCUBHBIA  XapakTep, IO3TOMY B TeTepO3UTroTe OHH HE TPOSBISIOTCS. Y  JABYX
POJICTBEHHUKOB, HMEIOIUX OJMHAKOBBIE MYTAallid, BBIIIE BEPOSATHOCTh MPOSIBICHUS
penieccuBHOTO reHa, u coriacHo Il 3akony Menpenst coctaBut 25%.

2.3anper Ha ynorpe0JieHHe AJKOroJsi 1 HADKOTHYeCKHX BemecTB. X ynorpebienune
BeJIeT K HapyIIEHHIO IpoIiecca KOHBIOTAI[H XPOMOCOM B Mel03¢e, T.K. alTKOTOJIb — ST JUIST JTFO0O0M
KJIETKH, OCOOCHHO I0JIOBOH. B pe3ynbTare B HEKOTOPBIX MOJOBBIX KJIETKaX MOTYT BO3HHUKHYTb
W3MEHEHUs CTPYKTYPBI M YMCIIa XPOMOCOM, YTO MOXET MPHBECTH K TSDKENIBIM YPOJICTBAM HITH
YMCTBEHHOU OTCTaJIOCTH.

3.bopn0a 32 YHCTOTY OKpY:KAWIIEH cpeabl, 0COOCHHO MPOTUB 3arps3HEHUS MyTareHaMu
— BELIeCTBaMH, BBI3BIBAIOIIMMH HW3MEHEHHMsT B TIeHaX M XpoMocoMmax uejoBeka. Jlokazan
MyTareHHbI 3(Q(eKT KypeHus W KeBaHHS Tabaka, paJMOaKTHBHOTO HW3IYYCHHUS, BBIXJIOIMHBIX
ra3oB, XHMHYECKHX Kpacutened, JakoB. IlOCTOSHHO TOMONHSETCS CHHCOK JIEKapCTB,
00JTaafoIX MyTareHHBIM JICHCTBHEM.

4. Meauko-reHeTH4YeCKOe KOHCYJIbTHpPOBaHHe. BrepBeile B MHpe OHO OBLIO
opranu3oBaHo B 1929 roay coBerckuMm HeBponatosorom C.H. JlaBuaeHKOBBIM. ITO OBLT MEpBHIT
Imar Bpava-TeHeTHKa Ha IMyTH MponaraHjbl MEIUKO-TeHETHYeCKUX 3HAHUU Cpeld MalieHTOB.
Pe3ynbTaTHBHOCTh TaKOro KOHCYJIBTHPOBAHHUS 3aBHCHT OT TOTO, B Kakhe CPOKH POTUTEITH
00paTHIIACH 3a MOMOINBI0. Pa3miyaloT peTpoCneKTUBHOE KOHCYIbTHPOBAHUE (ECTIH B CEMbE YKe
ecTh OOJIbHOH PeOCHOK) 1 MEPCIEKTUBHOE (710 POKICHHUS ITEPBOTO peOCHKA).

S. NopooBasi AMATHOCTHKA HACJIEJICTBEHHBIX 0OJE3HEH, KOTopas MpeaycMaTpuBaeT UX
CBOEBpeMEHHOE BhIsABIeHHUE. Tak, oOs3aTenbHOE yIbTpasBykoBoe ucciemoBanue (Y3M) Bcex
OepeMeHHBIX JkKeHIMH Ha 30% CHHU3WIO pOXIECHUE JeTed C TSDKENbIMH IOPOKaMH.
JlaGopatopHast OpojoBasi JUArHOCTHKA, T.€. MCCIEIOBAHHUE OKOJIOILIOMHBIX BOJ WM KIIETOK



000JIOUKH TJI0JIa Ha paHHUX cpokax (6-11 Henmenw), Hy)KHA KEHIIUHAM cTapiie 35 JIeT U TeM
KEHIIMHAM, Y KOTOPBIX YXKe POJIUIINCH JIETU C BPOKJIEHHBIMU TOPOKaMU
IIyTn npoduiIakTHKN Hac/IeCTBEHHBIX 00/1e3Hell YejioBeKa

3anper Ha 3anpeTHa
ynotpebnexmne 6AU3KOPOACTBEHHbIE  MeauKo-reHeTnyeckoe
asKorona u 6paK|/| KOHCYNbTMpPOBaHMe
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5. Meauko-reHeTH4ecKoe KOHCYJHTHPOBAHHE KAK NPOQHIAKTHKA HACJIEACTBEHHBIX
3200./1eBaHMii
B Hactosimee BpeMss B MpaKTUYECKOM 3JIpaBOOXpaHeHWH B Poccuu mporpammsl

NpoQHIAKTHKA BPOXKIACHHOW W HACJICJICTBEHHOW TATOJOTHH PEATU3YIOTCS B MEIHKO-
TeHEeTUYECKOM KOHCYJIhTUPOBAHUU, MPEHATAIBHON JIMArHOCTHKE, HEOHATAIHHOM CKpPUHUHTE
HACJIeJICTBEHHBIX 00JIe3He# oOMeHa. OcTabHBIE (OPMBI eITie He BBEJICHBI.

Meauko-reHeTHUeCKOe KOHCYJIBbTUPOBAHUE TIPEJCTAaBISIET COOOW CHEIUATN3UPOBAHHYIO
MEIUITMHCKYIO TIOMOIIb HACEJICHHIO M SBJSICTCS B HACTOSINEEe BpeMsS OCHOBHBIM BHIIOM
npoUIaKTUKH BPOKIECHHONW W HACleACTBEHHON MaTojoruu. [ eHeTnueckoe KOHCYJIbTHPOBAHUE
— 9T0 BpayeOHas NEeATCIILHOCTh, HAIlpaBJICHHAs Ha IPEIyNpekKIeHUE TOSBICHUS OOJBHBIX C
BPOKJICHHOU U HACIIEJCTBEHHON MaTOJIOTHEH.

3a)laanl/l MEIUKO-TCHETUIECCKOI0 KOHCYJIbTHPOBAHUA SABJIHIOTCH:

- peTpo- M TMEepCHEeKTUBHOE KOHCYJIbTUPOBAaHHWE ceMel U OOJIbHBIX C HacJeICTBEHHOU u
BpPOK/ICHHOW MMaTOJIOTUEH;

-IpCHaTajJibHasA JUArHOCTUKA BPOKACHHBIX U HACJICACTBCHHBIX 3a00JIcBaHUMA YJIbTPAa3BYKOBLIMH,
TUTOIrCHCTUYCCKUMU, OMOXMMHUYECKAMU U MOJICKYJIIPHO-TCHECTUYICCKUMU METOJaMU ;



-[IOMOLIb BpadaM pa3JIMIHbIX CHEeNUaJIbHOCTEH B MOCTAHOBKE JMArHo3a HAaCJIEACTBEHHOI'O HIIH
BPOXKACHHOTI'O 3360J'I€BaHI/I)I, €CJIM IJId 3TOro TpeGYIOTCSI CIICOHUAJIBHBIC TCHETHYCCKHE MCTOAbBI
HUCCIICAOBAHUA,

- 0OBSICHEHHUE ManueHTy U €ro CEMbC B ,[[OCTyHHOI\/'I (bopMe O BCJIMYMHEC PUCKA UMCTbH 00JIBHOE
IIOTOMCTBO U OKa3aHUC UM IIOMOIIHU B IIPUHATHU PCIICHUS,

-BeJICHUE TEPPUTOPHATBHOTO PETHUCTpa ceMeld W OOJBHBIX C BPOXKIEHHOW W HACIIeJICTBEHHON
[IaTOJIOTUEN U UX AUCIIAHCEPHOE HAOIIOCHMUE;

-Iponarasjia MeIMKO-reHeTHYEeCKUX 3HaHUHN Cpel HaceIeHMUsI.
Yame Bcero 3a koucyabTamueii B MI'Ll (Meqnko-reneTnvdeckne meHTPbI) 00pamawTCsi:

- 3JI0pOBBIE POJIMTEIHN, Y KOTOPBIX POIUIICS OOJIHHOM peOeHOK;

- CeMbH, TJie OOJIEH OJIUH U3 CYNPYTOB, M POJUTENEH HHTEPECYET MPOTHO3 3J0OPOBhS Oy IyIIUX
JeTel;

- CeMbHU MPAKTUYECKH 3J0POBBIX JETeH, y KOTOPHIX MO JTUHUU OJHOTO WU O0OUX POJAMUTENEH
HUMEIOTCS POJICTBEHHUKH C HACJIEICTBEHHOH MaTOoI0THei;

- pOIUTENH, JKEeNAIoLINe y3HATh MPOTHO3 370POBbsl OpaTheB U cecTep OOJIBHOro pedeHka (He
BO3ZHUKHET JIM aHAJIOTUYHOE 3a00JIeBaHNe Y HUX B JaJIbHEHIIIEM, a TaKXkKe y UX JeTei);

- CeMbH, B KOTOPBIX CYIPYTH SIBJISIFOTCSI KPOBHBIMH POJICTBEHHUKAMU;

- 6CpeM€HHBIC JKCHIOIMHBI C IIOBBINICHHBIM PHUCKOM POXKIACHHUA aHOMAJIBHOI'O pe6eHKa
(MOXKWIION BO3pacT, MEPEHECEHHOE HAa paHHUX CPOKax OepeMEHHOCTH cephe3Hoe 3a0o0JieBaHuE,
IMpUEeM JICKaApCTBCHHLIX IIPECIIapaToB, pa60Ta Ha BpCAHOM IPECAIIPUATHU U llp)

Kpome mnepeuncieHHBIX cilydaeB HEOOXOIUMO, 3al0J03PHB HACJIEJICTBEHHYI0 MATOJIOTHIO,
HanpaButhb ceMbio B MI'L] npu cienyrmux nokazaHusax:

-HaJIMYKMe aHAJOTMYHBIX 3a00JIEBaHU WIIM CUMITOMOB y HECKOJIBKUX YICHOB CEMbH;
-IIepBUYHOE OeCIlIoIne CYIPYTroB;

-IIEPBUYHOE HEBBIHAIIMBAHNE OEPEMEHHOCTH;

-OTCTaBaHUE B YMCTBEHHOM U (PU3UYECKOM Pa3BUTHH;

-poxsieHue peOeHKa C BPOXKICHHBIMH MOPOKAMHU PA3BUTHS;

-IICpBUYHAsA aMCHOPECH, OCOOCHHO B COYCTAHUH C HCOOPAa3BUTUCM BTOPHUYHBIX IIOJIOBBIX
IIpHU3HAKOB,

-HaJIMYUC KPOBHOT'O POACTBA MCIKAY CYIIPYIraMHu.

OcoOennocthto  paboter MIT[ sBisiercs TO, 4YTO UCCIEAYIOTCS HE TOJIBKO YEJIOBEK,
oOpaTUBIIKINCS 3a KOHCYJbTaluel (mMpoOaHa), HO W UWICHBI €ro ceMbH. g reHeTudeckou
KOHCYJBTAIlUU TPeOYIOTCS MOAPOOHEIE CBEACHUS O POJACTBEHHHKAX MPOOAH/Ia, YaCTO BO3HUKAET
HEOOXOIUMOCTh B WX YINIYOJIGHHOM OOCJEAOBaHWUU. OTO MTPHBOJAHUT K TOpa3io OOJBIIAM
3aTpaTaM BpEeMEHHU, YeM Ha mpuemMe O0JTHHOr0 TIOOBIM JIPYTUM clienuaincToM. Ha mepBuYHBIM
IIPUEM CEMBHU C COCTaBJIEHUEM pOJIOCIIOBHON TpeOyerces 1vac 20 muH, Ha MOBTOpHBINA — 30 MHUH.
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VY poauteneét © MEAMIIMHCKUX PaOOTHUKOB JOJDKHA OBITh HACTOPOKEHHOCTh B OTHOINCHUHU
HACJIe/ICTBEHHOM MaToJIOTUH, KOTJa Yy peOeHKa 00HapyKUBAIOTCS CJIEYIOIINEe TPU3HAKU:

- 3a/iepKKa (HapyleHue) (U3nIecKOro WK MCUXHYECKOTO Pa3BUTHS;

- BPOKJIEHHBIE TOPOKHU Pa3BUTHS BHYTPEHHUX M HAPY>KHBIX OPraHOB;

- cmenuUUeCKHUii MBET WX 3alMax MOYM W TeJa; YacTble MHQPEKIHOHHBIe 3a00JIeBaHUS,
W3MEHEHHUsI KOXKH, BOJIOC, HOI'TeH, 3yOOB; aHOMAJIUU CKEJIeTa;

- IATOJIOTUS OPTaHOB 3pEHUs, KaTapakTa, aTpopuu; yBeTUUCHHUE TIEYCHH U CEJIC3CHKH.

Kpome mnepeurcieHHBIX BbIIIE MPU3HAKOB, 3aMOJO03PUTHh HACIEACTBEHHYIO IaTOJIOTHIO U
HAMpaBUTh CEMBIO HA MEIUKO-TEHETHYECKYI0 KOHCYJIhTAIIMIO HEOOXOJUMO: MPHU aHAJOTUYHBIX
ciaydasx 3a0oJieBaHHSI Yy POJCTBEHHHKOB; MpH HAJIWYUM CAMOIPOU3BOJBHBIX abOPTOB,
MEPTBOPOXKIACHHM, JeTell C MOpPOKaMU Pa3BUTHS; B CIydasX BHE3AITHONW CMEpTH; pOJUTENeH B
Bo3pacTe (KSHIIMH cTapiie 35, My>KUuH cTapine 45 JIeT); Ipu MEPBUIHOM OECIUIOIUH.

[Ipn Hammuuu THOO0TO M3 MEPEUYNCIICHHBIX COCTOSHUM KpaliHe Ba)XHO OOpaTUThCS K Bpady-
TeHETUKY, KOTOPBIA MOMOXKET HCKIIOYUTHh WM TMOJATBEPIUTH HACIEICTBEHHOE 3a00JIeBaHUE U
OTIpeICTTUT HYKHBIE PEKOMEHIAIIH.

[Ipy KOHCYJIBTHPOBAHMM BO3HUKAIOT HE TOJBKO T'€HETUYECKHE, IUarHOCTUYECKHue, HO U
ATHYECKHE BOMPOCHI: BMEIIATENLCTBO B TallHy CEMbH IMPH COCTABICHHH POJIOCIOBHOM;
oOHapyeHHe  HOCHTeNss  NaTOJOTMYEeCKOro TIeHa; HECOBHNAJEHHE  MacHopTHOrO U
OMOJOTUYECKOTO  OTIIOBCTBA,  HEOOXOJAMMOCTh  CTEPWIM3AIMM M HCKYCCTBEHHOTO
OILJIOIOTBOPEHUS IIPU BHICOKOM T€HETUYECKOM PHCKE.

MenunuHacke pabOTHUKU, OCOOCHHO CPeIHUN MEAWIIMHCKUM MepCOHaN, MPOBOSIINNA MHOTO
BpeMEHH C OOJIbHBIM M WIEHAMU €ro CeMbH, JTOJIKHBI OBITh OCTOPOXHBI B HHTEPIIpPETALUU
MoObIX TaHHBIX. (CM. mpakT. 3anstue Ne9)

6. IlpenarajgbHasi JUATHOCTHKA.

Ilpenamanvnaa OuazHocmuka — 5TO JOPOJOBOE OIpeNeIeHUE BpPOXKICHHON WM
HacJleZICTBEHHO! maTojoruu y mwioaa. C opraHu3alMOHHON TOUKU 3peHHs Bce OepeMeHHbIe (03
CHEeNMAThHBIX ITOKa3aHWi) JOMKHBI O0OCIEJ0BaThCS I HCKIIOYCHUS HACIeJCTBEHHOU
MATOJIOTUU TPOCEUBAIOIIUMU METOJaMU (YJIbTPa3ByKOBOE OOCIeIOBAaHUE, OHMOXMMHYECKHE
HCCIIeIOBaHUS CHIBOPOTKHA O€pEMEHHBIX).

Oco0oe BHMMaHHME JOKHO OBITH YAEIEHO MPOBEICHHUIO CHEIUATBHBIX METOJO0B JIOPOJOBOMA
JIMarHOCTUKA 10 CTPOTUM IIOKa3aHUSIM U HMCKIIIOYCHHST KOHKPETHBIX HACIeJCTBEHHBIX
3a00JIeBaHUM, YIKE UMEIOIINXCS B JAHHON CeMbe.

IMoxazanus IJIA MIPOBEACHUSA HpeHaTaJIbHOﬁ AHATHOCTHKH:

" HaJu4ue B CeMbE TOYHO YCTAHOBIEHHOI'O HACJIEICTBEHHOTO 3a00JIeBaHUS;

® BO3pacT MaTepu cTapiie 35 JIeT, OTIa crapiie 45 JeT;

"  HajgW4ue y MaTepu X-CIETUIEHHOTO PEIECCHBHOTO MAaTOIOTUYECKOTO TeHa;

® (OepeMeHHbIe, UMEIOINE B aHAMHE3€ CIIOHTaHHbIE a0OPThI, MEPTBOPOKIEHUSI HESICHOTO
reHe3a, JeTell ¢ MHOXECTBEHHBIMH BPOXJICHHBIMH TOPOKAMH pa3BUTUS U C
XPOMOCOMHOM MATOJIOTHUEN;

"  HaJW4ue CTPYKTYPHBIX IEPECTPOEK XPOMOCOM Y OJIHOTO U3 POIAUTENEH;

"  [eTepO3UTOTHOCTH 00OMX POJUTENEH IPU ayTOCOMHO-PEIECCUBHBIX 3a00JIEBAHUSIX

MeToabl IpeHATAIBLHOM IUATHOCTHKH:
1. Heuneazusenvie memoObl IpeHATAILHON JUATHOCTHUKH.
VYIbpTpa3ByKOBOE WCCIENOBAaHHE IUIOJAa CTAHOBHUTCS OOs3aTENFHBIM  KOMIIOHEHTOM
oOcnemoBanusi OepeMeHHbIX JkeHIUH. C  pa3BUTHEM U  COBEPIICHCTBOBAHUEM
obopynoBaHuss W MeTOAWKH Y3W CTaHOBHTCS BO3MOYKHOM JHATHOCTHKA XPOMOCOMHBIX
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Oomne3Helt W BPOXKIACHHBIX MOPOKOB Pa3BUTHS BO BTOpOM TpumecTpe OepemenHocTH. C
oMot Y3 muarHoCTHPYIOTCS TIOPOKH Pa3BUTHUSI KOHEYHOCTEH, eeKThl HeBPaTbHOM
TpyOKH, NedeKThl epeHeil OPIOIHON CTeHKHU, THAPO- U MUKpoIliedaus, TOPOKU cep/ala,
QHOMAJIUU TIOYEK.

JI7ist TUarHOCTUKY BPOXKACHHOM M HacleACTBeHHOM martonoruu Y 31 HeoOXoAuMo TPOBOIUTE B
JTUHAMUKE Ha PaHHUX M 0oJiee MO3JHUX CpoKaxX OepeMEHHOCTH, 10 MEHBITIeH Mepe /iBa pasza (12
— 14 nepenu u 20—21 Hegenu GEpeMEHHOCTH).

broxumudeckne  METOABI  BKJIIOYAIOT — ONpeAelicHHe YpoBHS  aibda-peromporenHa,
XOPUOHHUYECKOTO TOHAOTPOINHMHA, HECBSI3aHHOTO ACTPAANO0JIa B CHIBOPOTKE KPOBU OEPEMEHHBIX.
OTU METOJIbI SIBJISIFOTCS MPOCEUBAIOIIMMH KaK IMpe/IBapUTeNIbHbIE NIl BBISIBICHUS BPOJKIEHHBIX
MOPOKOB pa3BUTUS (IedeKThl HEeBpadbHOUW TpPyOKW, HedeKThl mepenHell OpIOIIHON CTEHKH),
MHOTOIUIOAHOW OEpeMEHHOCTH, BHYTPHYTPOOHON ruOenn I1ioda, MAajoOBOJHUS, YTIPO3BI
MpephIBaHUs, XPOMOCOMHBEIX 3a00JIeBaHMN IJI0Ja M JAPYTUX MMATOJTOTHMYECKUX COCTOSTHUM.
OnTuManbHBIE CPOKH HcclieoBanus — 17—20 Henens OepeMEeHHOCTH.

2. Hueasuenvie memoowvi. K HWHBa3sHBHBIM METOJIAM OTHOCSTCS: aMHMOIIEHTE3,
XOPHUOHOHMOTICHS ¥ KOPJIOIIEHTE3, TIIAIICHTOIICHTE3 U (DeTOCKOIHS.

AMHuUouenme3 — Tmpoleaypa MOJIyYeHUsT aMHUOTHYecKOH >kuakoctu (15—20 mur) myrtem
MYHKIIUM aMHUOTHYECKOTO MEINKa Yepe3 MepeIHIO OPIOIIHYI0 CTEHKY WJIM Yepe3 Blarajuiie
Ha 16 —20-ii Henene OepemenHocTH. [locrme 20-i HeAeTH KOJIMYECTBO <(OKU3HECITOCOOHBIX)
KJIETOK 3HAUUTENbHO yMeHbInaercs. Kietku miona, copepxkamuecs B IJIOJHOW SKHUJIKOCTH,
BBIPAIIUBAIOTCS HA CICHMUATBHBIX CpeIax NSl MOCIeayIomeld JMarHOCTUKH BCEX XPOMOCOMHBIX
Oone3nelt. JlnarnocTuka reHHbIX 0O0JIe3HEH MOJIEKYJISIPHO-TE€HETUYECKUMH METO/IaMU BO3MOJKHA
1 6e3 KyIbTUBHPOBaHUsI KJIeTOK. [Ipu mpoBeieHrr aMHUOIIEHTe3a BO3MOKHBI OCIIOKHEHUS
(rubenp moa, HHGHUIIEPOBAHKE MOJIOCTH MaTKK). OTHAKO 3TOT pHCK He mpeBbimaet 0,5 %.

Xopuonobuoncua npoogutcss Ha 7— 11-ii Hepensx OEpeMEHHOCTH C UEIBIO MOJIYUYESHHS
KIETOK JUIS TpeHATaIbHOW JIuarHocTUKU. KIJeTKH BOpPCHH XOpHOHA HECYT Takyl IKe
TeHeTUUYECKYI0 MHPOPMAIUIO, KaK U KJIETKU TJI0Ja. AHAIN3 ITHX KIETOK IUTOTeHEeTUYECKUMH,
OMOXMMUYECKAMH W MOJIEKYJISIPHO-TEHETHYECKIMH METOJAMHU HCIIONIB3YeTCs IS JIOPOIOBOM
JTMATHOCTHKU MHOTHX HACJICJICTBEHHBIX OOJIE3HEH.

28

| YneTpassyk
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Kopoouenmesz — B3siTe KpOBH U3 MYNOYHOM BEHBI IO MPOBOAUTCS HA 15—22-i Hexensax
OepeMEeHHOCTH, HEKOTOphIE CIIEUATUCTBI MPOBOAST 3Ty HpOlEeAypy Ha Oojiee paHHUX CpOKaX.
KynpTuBUpOBaHUE JEHKONMTOB JaeT BO3MOXKHOCTH MPOBECTH ITMTOTCHETUYECKUN aHAIM3.
Kpome Toro, mo ob6pasziam KpoBH BO3MOKHA OMOXMMHYECKAs M MOJEKYJISPHO-T€HETHYECKas
JUArHOCTHKA HACIIeCTBEHHBIX 0oJie3Hel Oe3 KyIbTUBUPOBAHMSL.

@emockonua WUCHOIB3YETCS] MPH MPOBEIEHUH OWONCHM KOXHM WIM NEeYeHH, JIMOo mpu
nepeauBaHuU KpoBU IUony. C ee MOMOIIBIO MOXKET OCYIIECTBISTHCS MpsiMOe HaOIo/IeHue
IJI0/1a, TUATHOCTHKA 3a00JIeBaHUi KOXKM, HapyUICHU pa3BUTHS IMOJIOBBIX OPraHoB, Je(EKTOB
JuIa, KOHeuHocTel U naibiieB. OHAKO B HacTosIIee BpeMs (PeTOCKOMMs KaKk METO] JOPOI0BOM
JTUArHOCTUKYU IIPUMEHSIETCS] PEJIKO.

7. HeoHaTtaJbHbIA CKPUHUHI.

HeonaTtanpHbI CKpUHUHT HACIEACTBEHHBIX 00JIe3HEH

HaubGonee ycmemHo mnporpaMMbl paHHEW (JOKIMHUYECKOW) JUArHOCTUKU HACJIEICTBEHHBIX
Oosie3Helt OBUIM HMCMOJB30BaHBl B OTHOINIEHWM HACJIEJACTBEHHBIX OOJIe3HEH oOMEHa BEIEeCTB Yy
HOBOPOXJEHHBIX. WX ocyinecTBiIeHne Oa3upyeTcss Ha MacCOBOM XapakTepe o0CieOBaHHUs,
6€30TOOPHOM TOIX0/1€ K 00CIIeIOBAHUIO, IBYXATAITHOM TOJIX0/I€ K IMarHOCTHKE.

MaccoBoMy NpocenBaHMIO MMO/IJIeKaT HACIEACTBEHHBIE 3a001eBaHusl OOMEeHa:

MPUBOIAIIHE K THOCTN WM CTOHKOW yTpaTe TPYJIOCHOCOOHOCTH W MHBaIHAU3auu (63 paHHero
BBISIBJICHHSI U CBOEBPEMEHHOTO JIeue "HUS);
BCTpeyaroluecs ¢ 4actotoi He pexe yeM 1:20 000 HOBOpOKI€HHBIX;

JUISL  KOTOPBIX pa3pabdoTaHbl aJieKBaTHblE W OSKOHOMHMYHBIE METOJbl IpEeABAPUTEITHHOIO
(ckpuHHUHT) BBISIBIICHUS U 3()(PEKTUBHBIC TTOATBEPIKIAIOIINE METOIBL;

JUISL KOTOPBIX pa3paboTaHbl METO/IbI JIEUeHHU I, peaOuIUTaIluK U aJanTallku.

B eBpomelickux cTpaHax MacCOBBIM CKPUHUHT TPOBOJUTCS JJSI JOKIMHUYECKOTO BBISBICHUS
(EHUITKETOHYPHH, THIIOTHPEO3a, BPOXKICHHON THUNEPIUIa3HMH HAAIMOYECYHUKOB, TATAKTO3EMHUH H
MYKOBHUCITH103a.

B Poccum maccoBoe mpocenBaHME HOBOPOXKICHHBIX Ha (DEHUIIKETOHYPHIO OCYIIECTBISETCS
MOYTH TTOBCEMECTHO U Ha TUIIOTHPEO3 B OTJEIBHBIX PETHOHAX.

Ilepuxonyenyuonnas npogurakmuxka — 35TO KOMIUIEKC MEpOIPHITAN Ui oOecredeHus
ONTHUMAJILHBIX YCJOBHM JUISI CO3pEBAaHUS 3apOJBIIIEBBIX KIETOK, O0Opa30BaHUS 3UTOTHI,
UMIUTAHTALlMU 3apO/JIbIIA U €r0 PAHHETO Pa3BUTHUSL.

Tokazanuamu 0751 NepUKOHYENYUOHHOU NPOPUIAKMUKU SAETAIOMCSL:

" Halu4he B CEMbE PHCKa IO BPOXKICHHBIM IOPOKAaM pa3BHTHS, TAKHUM KaK Je(EKTHI
HEBpaJIbHOH TPyOKH, pacieInHbl TyObl M HEOA, TOPOKH cepala U Ap.;

"  [pUBBIYHOE HEBHIHAIIUBAaHUE OEPEMEHHOCTH,

"  poXXIeHHeE JeTel ¢ runoTpodueit;

"  caxapHblif Jua0eT U HEKOTOpbIe IpyTrue SHAOKPUHOIATHH;

"  XpOHHMYECKAas COMATHYEeCKas MaTOJOTHUS y OJTHOTO U3 POAUTENEH;

= paboTa OAHOIO U3 CYNPYTrOB Ha BPEIHOM IIPOU3BO/ICTBE.
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[lepukoHnenuuonHas NPOQHIAKTAKA BO3MOXHA IpPH YCIOBHM, 4YTO OEpeMEHHOCTh He
ciyyaiiHas, a Cynmpyrd ee IUTaHHpYIoT. 3a 3 - 4 Mec 10 3a4aTwsl CYynpyrd MPOXOJsAT TMOJIPOoOHOE
MeIMIIMHCKOe 00cieIoBaHne, B TOM uHciie Ha Hannure nHpekuuu. [Ipopunakruyueckoe edenue ¢
IPUMEHEHHEM CIIEIHATIBHOTO KOMITJIEKCa BATAMHHOB, MUKPO3JIEMEHTOB CYIIPYTH HPOXOJT 3a 2—
3 mec. o 3auvatus. JKenatenbHO coOmonaTh cOanaHcupoBaHHOe nUTaHue. llpu HacTymeHun
OepeMEeHHOCTH JKCHIIIIHA IPOXOIUT 00CIe0BaHNE IO TPOTpaMe NMPEeHATATbHOH IUArHOCTHKH.

8. Jleuenne Hac/JeACTBEHHEIX 00/1€3HEH.

Tepanusi Hac/IeACTBEHHBIX 3200/IeBaHHII - KOMIUIEKC CPEJCTB W METOJOB KOPPEKIHUH U
IpeJOTBpAIICHUST  HACJICJACTBEHHBIX 3a0oyieBaHU. Bkimrodaer MeToapl  MeTaOOJOMMKH,
r€HOTEpaIuy, TUETOTEPANNH U Jp.

OO0mme moaxXoabl K JIEYEHHUIO HACJIEACTBEHHBIX OOJIE3HEW CXOMOHBI C IMOAXOJaMH K
nedeHuro OoJie3Hel 000 apyroi stuosioruw. [Ipw medeHWH HaCIeICTBEHHOW NATOJIOTHH
MTOJTHOCTBIO COXPAHSETCS MPUHITAI WHIUBUIYATU3UPOBAHHOTO JIeUeHHUs (JIEYUTh He 0O0JIe3Hb, a
0OJIe3Hh 'y KOHKPETHOTO 4YeJOBeKa). OTOT TMPUHIUN OCOOCHHO BaXEH, ITOCKOJBKY
HacCJIeJICTBEHHBIE 00JIe3HH 00JIaJal0oT TeTePOreHHOCThIO U C OJIHOM M TOW JK€ KIMHUYECKOH
KapTUHON MOTYT MPOTEKaTh pa3Hble HACJIEJACTBEHHBIC 3a00JIEBaHUS C pa3HBIM IaTroreHe3om. B
3aBUCUMOCTH OT F'€HOTHUIIA, YCIOBUH TIpe- M MOCTHATAILHOIO OHTOT€HE3a MPOSIBICHUS MYyTallui
Yy KOHKPETHOTO WHJIUBHIA MOTYT MOIU(UIIMPOBATHCs. B leueHnn HacaeaCTBEHHBIX O0JIe3Hel U
0oJie3He ¢ HaACJEJCTBEHHON MPEapaclofioKEHHOCTHIO BBIACISIIOT CIEIYIOIINE HalpaBIeHUS:
CUMIITOMATHYECKOE, TAaTOTEHETUYECKOE, STHOTPOITHOE.

1) Cumnmomamuuecroe nevenue - KOPPEKIHSI MATOJIOTUUECKUX CUMIITOMOB U 00JIETYCHHE
COCTOSTHHS OOJIEHOTO

" [IpPUMEHEHHE aHAJIBIE€THKOB I CHATUS O0IH

"  JCHOJIb30BAHME AaHTUTUCTAMUHHBIX CPEJICTB

"  MYKOJIUTUKHU IIPU MYKOBHCIIEPO3€

" [OpuMeHeHHe PU3UOTEPATUN

" [epeJMBaHUE KPOBH IIPU FEMOJIMTHYECKUX aHEMHUSIX.

HpI/I HACIIeJICTBEHHBIX 3a00JICBaHUIX JICKapCTBa CITOCOOHEI JICUHTH JTUIITH CAMITTOMBI —
I[e(beKT T'CHa OCTacTCsa

"  XHPYPTrUYECKOe - yCTpaHEeHUE BPOXKICHHBIX 1e(eKTOoB;
"  PEKOHCTPYKTHUBHAsI XUPYPIHS;

2) Illamoecenemuueckoe jieyeHue - KOPPEKIUs OMOXUMUIECKOTO U (PU3NOJIOTHIECKOTO MPOIIECCOB
(HaciencTBeHHbIe 60JIe3HH OOMEHOB)

® BocmoJiHeHHe nedunurTa pepMeHTa WM TOPMOHA (caxapHbIil 11adeT, THIOTHPEO3)
"  ynajcHWe HaKaIUIMBAOIIETrocs MeTabonTa (BhIBEICHUE, I1a3Modepes U T.1.)

"  OrpaHW4YeHHe cyOcTpara B IUIIe

"  yJalleHWe WM 3aMelIeHUe MTOBPEXKICHHBIX TKaHeH

[Tpumep ¢ permmkeTonypueii. CiemryeT TOMHHUTb, YTO K 3pEIOMY BO3PACTy UyBCTBHTEIHHOCTH
HEPBHOM CHUCTEMBI K MIPOYKTaM pacmajia peHuTaTaHuHa CYIIIeCTBEHHO CHIKACTCS U

OrpaHUYCHHUE B JUCTC MOXKET OBITH CHIDKEHO WJIA OTMEHEHO.

" JIeYCHHUE MPOJYKTAMHU I'€Ha, T.€. BO3MEIIECHUE TOTO, YTO HE TIPOU3BOTUTCS
*  Bo3MeIlIeHUe GepMeHTa;
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" TpaHCIUIAHTaLYs OpraHa (BI/IHO‘IKOBaSI JKeJie3a, Imankpeac u T.I[.).

3) Aoanmuposanue cpedvl KAk Memoo ledeHus - ycmpaneHue QaxKmopos pucka u3
OKpyHCalowell Hac cpeovl.

4) [T'ennas mepanus
Ileab reHHol Tepanuu — yCTPaHUTh IPUYKHY 3a00JI€BaHUSI, TO €CTh TeHETUYECKUH TepeKT
ITHYeCKHEe MP00JIeMbI:
= [losBieHHE «CIIPOSKTUPOBAHHBIX) JeTel (yculieHue OIaronpusiTHBIX U TIOJJaBICHHE
HEOJIaronpusATHBIX TPU3HAKOB)
= HecoBeplieHCTBO TEXHOJIOTUH !
* Heo0xoxuMo poBe/ieHNe Ha YPOBHE T€HETHUYECKOTO arapara KJIeTKH
MeTtoabl reHHOH Tepanuu
*CoMaTryeckasi reHHast Teparms
—He nepeaeTcs Mo HacIe/ICTBY
*3apoplmeBasi rTeHHAsT TepaTHs
—TIOBCEMECTHO 3arpelieHa

HOI{XO}ILI TeHHOH Tepanmun

noaxogsl
Yepes TpaHCTBHOS Hepes npamoi HanpaanexHas
COMATHYECKMY TRAHCrBHO3 MOLMMKALMS
KNETOK in vitro (i vivo) reH0B YeN0oBENa
Traxecnayngu4ecKka Hecneuudomyeckii
BEATOP € 38]aHHbLIM BEKTOP € 33fiaHHLIM
reHoM EHOM
Belgenenue PeuMnNAHTALHA
Opran MYHKUMA WM | KIETOK-MMLUEBHER | TpaHcreHos TPAHCTEHHbIX
GonbHoro ™| (WHOrAG X AononH- e | KneToK-MuWeHei
{MyTaHTa) PE3BKLMA | tenmHoe pasuHomenHe i vifro
B KyN=TYpE) B QpraHH3m

— O\

|O|JI'EHDTpGI‘IHa.ﬂ| | IKTONMYECKaA |




Bonpoce! u 3axanns
1. aiiTe omnpejielieHue TEPMUHY «ITPOPHITAKTHKAY.
. HazoBuTe myTHn peanuzanuu nepBUYHON MPOYUTAKTUKH.
. C moMOIIIbI0 KaKUX MEPONPUSATHI peaTn3yercsi BTopudHasi mpoduIakTuka?
. Kax mposiBisieTcst HacieicTBeHHas TaTOJIOTHS?
. HazoBuTe opranm3arnuonHbie GopMbl TPOPUITaAKTHKY.
. Uto Takoe MeANKO-TeHETHUECKOEe KOHCYJIbTUPOBaHHE?
. KaxoBpI 3a1aun MeIMKO-TreHETHYEeCKOT0 KOHCYIbTUPOBAHUS?
. [lepeuncnure mprUUMHBI 0OPAIIAEMOCTH B MEIMKO-TE€HETUYECKYIO KOHCYIBTAIUIO.
. Ilepeuncnute npu3HaKM, HA OCHOBAHMHM KOTOPBIX MOXHO 3al0J03pUTh HACJIEJICTBEHHYIO
MaTOJIOTHIO.
10. Yto Takoe mpeHaTabHAs TUarHOCTHKA?
11. Ha3oBuTe mokazanus Jisl MPOBEICHUS TPEHATATBHON JUAarHOCTUKH.
12. Tlepeuncnute HEMHBa3UBHBIE ¥ NHBA3UBHBIE METOIbI JUArHOCTUKHU.
13. HazoBute xkpuTepuu oTOOpa HACIEICTBEHHBIX 3a00JEBaHUN [UIsI MPOCEUBAIOIIUX
MpOrpaMM JUarHOCTUKHU HACIEACTBEHHBIX 00Jie3HEN Y HOBOPOKIEHHBIX.
14. Ilepeuncnute HaCIeICTBEHHBIE 3a00JeBaHUS, MO KOTOPHIM MPOBOJMUTCS MAacCCOBBII
CKpUHHUHT B Poccuu 1 3amajHbIX cTpaHax.
15. HazoBuTe mokazanus Jisl IEPUKOHIIETIIIMOHHON PO UITAKTUKH.
16. B yem 3akiroyaeTcst IEPUKOHIEMITHOHHAS TTPO(HITaKTUKA?

O 0 O\ L B~ W

Bonpocs! 15181 caMOKOHTPOJIS 3HAHUH

1.Kakne nprduHBI TPHBOIAT K BOSHUKHOBEHUIO TIOJHBIX M MO3aWYHBIX ()OPM XPOMOCOMHBIX
OolesHei?

2. Kak MOXHO 00BSICHUTB TOT (haKT, 94TO OOJIE3HN C AaHOMATTUSIMHU MOJIOBBIX XPOMOCOM UMEIOT
MEHbIIIe KIMHUYECKUX MPOSIBIIEHUH, 4eM 00J1e3HU 00yCIOBIEHHbIE aHOMAIIUSIMHU ayTOCOM?

3. Kakne BO3MOKHBI CTIOCOOBI TOMOTIIH OOJBHBIM ¢ XPOMOCOMHBIMHE OOJI€3HSIME ?
4. [puBeuTe MpUMEpPHI TeHHBIX OOJIE3HEN YeI0BeKa C pa3IMYHBIMU THIIAMH HACIIECJIOBAHUS ?

5. Kakuie MeTo 16l H3y4YeHHs HAClIeICTBEHHOCTH YeJIOBEKa UCITOJIB3YIOTCS TP THArHOCTHKE
T€HHBIX 00JIe3HENH?

16



Ipunosxncenuel
KpaTKaﬂ XaApPpaAKTEPUCTUHKA HEKOTOPBLIX MOHOT€HHBIX HACJICACTBEHHBIX 3a00/1eBaHAi

MuHEMaTBHBIN
. Tun Hacneno-
3aboJieBaHue ZHarHOCTHECKAH] A Haubonee yacTele oOpaieHus
KpUTEpHii
Aapckora cungipoMm ([ 'uneprenopusm, AJl i DHJIOKPUHOJIOT
OpaxuIaKTHIINS,
KOXKHas X-c1. P
CUHIAKTUIINS,
HU3KHUHI POCT,
«II1AJICBHTHAS
MOIIIOHKA
Arnoccuu- Muxkporenus, MUKpo- |AJ] Xupypr
aJaKTWINN CUHAPOM |WUIIK
(cunzpoM XaHxapTa)
aryioccus,
pPEeaYKIIMOHHBIE
MMOPOKH
KOHEYHOCTEN
Anpenorenutaibhbli [ Iporpeccupyromast  |AP OHJIOKPUHOJIOT
CHUH/IPOM BUPHIIM3AIINS,
JIBOMCTBEHHOE
CTPOEHHE MOJIOBBIX
OpraHoB, yCKOPEHHOE
COMaTHUYECKOe
pa3BuTHe
Axkporedaio- Axpornedanus, Al Heiipoxupypr,
CUHIAKTHIINS
CUHJIAKTUJIUS pa3InyHON CTEeTeHH XUPypr
An0uHU3M JlemurmeHTanus AP Odranpmorior
KOXH,
IJ1a30KO0KHBIN
BOJIOC, IJ1a3,
THPaA3UHA30 CBETOOOSI3Hb,
HETaTUBHBIN
HUCTAarM
Anbnopta cuapom (CHUKEHHE cyXa, AJl, Hedponor, otonspunrosor
(Hedpur reMarypus u
MPOTEUHYPUS X-c11. P
HACJIEACTBEHHBIN C
TTyXOTOM)
ATtakcus- Arakcus, AP Hesponor
TeJIeaHTUIKTa3Us TEeJIeaHTUIKTa-3Hs,
(cungpom Jlyu-bap) |peuunuBupyroiue

WH()EKIINHA BEPXHUX
JIBIXATEJIbHBIX ITYTeH,
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CHIDKEHHE YPOBHS
IgA

bapne-bunns
CHUHJIPOM

Oxwupenue,
THIIOTOHAIN3M,
YMCTBEHHas
OTCTAJIOCTh, CIIENOTa,
TIOJTUTAK THJTHSI

AP

DHIOKPUHOJIOT, ICHXOHEBPOJIOT,
odTameMoIIoT

bexBura-Buaemana
CHUHJIPOM

Owmoaorerne,
MaKpoTJIOCcCus,
MaKpOCOMHSI

ALl

Xupypr

Bunbsimca cunapom
(cuHIpOM WIHIIA
ab(hay)

HeoGpraHOE 1110,
HaJIKJIaIIaHHBIA
CTEHO3 a0PTHI,
YMCTBEHHAsI
OTCTANIOCTD,
TUTIEPKAJIbIAEMHUST

IIcuxoneBpoIOT, KapAUOXUPYPT

AMaBpoTHyeckas
nnnotusa Tes-Cakca

3anepxka
MICIXOMOTOPHOTO
Pa3BUTHUSL, MBIIIICYHAS
THITIOTOHWSI, CJIETIOTA,
paHHSSI CMEPTh

AP

JleTckuii HEBponaTosor

I'emodumus A

KpoBoTeuenus,
reMapTpo 3bl,
nedpurut VIII
dakropa

X-ci. P

T'emarosor

Jlapcena cunapom

MHOXEeCTBEHHBIC
BPOKJICHHBIE
BBIBUXH, HEOOBIUHOE
JIUII0, CKEJIETHBIE
aHOMaJIHs

AJlu AP

Optomnen

Mapdana cunapom

Bricokwnii pocr,
apaxHOJIaKTU S,
MOJABBIBUX
XpycTaluKa,
aHEBpHU3Ma a0PThI

Kapnuoxupypr, odraismosnor

Mpieunast
nucTpodus
Jrommenna

Mbrmeunast
¢I1a0oCTh,
MICEBIOTUTIEPTPOPHS
HUKPOHOKHBIX MBIIIIII,
IIpOrpeccupyromee
TEUCHUE

X-cm. P

Hespomnatosior

Heitpopudpomaros
(6ome3Hb
Pexnunrayzena)

[TurmeHTHBIE MSATHA,
MHOYXECTBEHHBIE
HelpoprOpoOMBI,
TJIOMa 3pUTEIEHOTO
HEepBa

Hespomor, nepmatosor
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Ocrteorenes
HECOBEPIIICHHBIN

IToBeIIEHHAS
JIOMKOCTH KOCTEH,
roJryOble CKIIEpHI,
OTOCKJIEPO3bI

AJlu AP

Xupypr, OTOJISIPUHTOJIOT

Paccena-CuiibBepa
CUHIPOM

OTtcTaBanue B pocTe,
cnenuduueckoe
JIMIIO0, aCHMMETPHS
CKeJeTa, HapylleHue
TI0JIOBOTO Pa3BUTHS

ALl

DHJIOKPUHOJIOT

PyOGunmmreiina-
TeitOu cuagpOoM

ITporpeccupyromas
YMCTBEHHAsI
OTCTAJIOCTB,
LIIUPOKUE HOTTEBHIE
(ayaHTu MepPBHIX
MaJIbLEB KUCTEN U
CTOII, XapaKTepHOE
JM1LO

ALl

IIcuxoneBposor

VYiepa cuaapom

Bpoxnennas
HENpOCEeHCOpHas
rJIyXoTa,
OATMEHTHBIN
pETUHHUT

AP

CypnoJor, OTOJISPHHTOJIOT,
odTameMoIoT

Ipunaoxenune 2

IIpumepsbl 3an1ucH KAPUOTHIIOB

Denortun

Kapuortumn

HopMmainbhblil MykunHa

46, XY

HOpMaJ'IBHaSI JKCHIIIMHA

46, XX

Tpucomus 21

MyuuHa ¢ cuaapoMoM JlayHa, mpocras

47, XV ,+21

HopManbHblii My>KunHa, HOCUTEIb

45, XY, t(14q; 21q)

PoGepTcoHOBCKOM TpaHCIOKaIuu (Harmpumep,
orel], peOeHKa C TPAHCIOKAIMOHHON (hopMoit
cunpoma Jlayna

KOPOTKOTO IJICHYa XpOMOCOMBI 5

JHeBouka ¢ cuaapomom llatay, mpocrast 47, XX, +13
Tpucommus 13

Manpumnk ¢ cuHIpOMOM DBap/ica, IpocTas 47, XY, +18
Tpucomus 18

JleBouKka ¢ CHHAPOM «KpuKa Komkuy (aemenust | 46, XX, 5p- niun

46, XX, del(5p)

JleBouka ¢ mopoKamu pa3BUTHSI (JeNeIus
JUTMHHOTO TIeYa XpoMOCOMBI 18)

46, XX, 18q- niu

46, XX, del(185)

MyX4rHa ¢ XpPOHHYECKIM MHUEIIOJICHKO30M

46, XY, 1(9934;22q11)*

Cunapom Teprepa (MoHOCOMUST X-XPOMOCOMBI)

46, XX/47,XXX

HopmaipHas sxeHInuHa (MO3aMYHOCTB 110 YUCILY
X-XpoMocoMa

47, XXY
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MyxuunHa ¢ cunapom Knaiinpensrepa

46, XX, inv(7)(pl4q25)

HopwmanpHas neBouka (mepuieHTpudecKast 47.XYY
HMHBEPCHS] XPOMOCOMEI 7)
HopmanbHbiii My )4rHa ¢ TojgucemMuein Y 46, X, i(Xq)

(M30XpOMOCOMa TIO JUTMHHOMY Tieuy X-
XPOMOCOMBI)

JleBouka ¢ HapyIIEHHBIM CTPOCHUEM T'e€HUTAINI

Ipunaoxenune 3

XapaKTepl/ICTI/IKa HaCJICeACTBCHHBIX 3360HeBaHHﬁ, BbISIBJISIEMBIX IIYTEM CKPpUHUHI A

HOBOPOKIE€HHBIX
3abosieBaHue JledexT (Hamboee yacThIif) Kommnueckoe Koppexkmus
MPOSIBIICHUE
Oenunnkeronypus |lepunut Cynoporwu, OrpanudeHue B
(eHUITATAHUHTUAPOKCHIT  [3K3eMaTO3HOE paloHe IpoayKTOB
asbl MOpaXeHHe KOXKH, MUTaHus peOeHKa,
OTCTaBaHUE coJieprkarux (HeHu
MICUXOMOTOPHOTO aNaHUuH
pa3BUTHS,
MUKpoluedanus,
YMCTBEHHast
OTCTaJIOCTh
lNanaxrozemus Jlepumut ragakro3ol- 3agepxka Jluerta, MOJHOCTHIO
dbocharypununtpanchepassl|(HU3NIECKOTO U JUIIEHHAS TATAaKTO3bI
YMCTBEHHOTO
pa3BUTHUS, PBOTA,
MopakeH!e MeYeHw,
KaTapakTa, yMCTBEHHAasI
OTCTaJIOCTh, PAHHSA
CMEPTb.
Bpoxnennsrii Hapymenune 6uo cuaTe3a CyXxocTh KOXH, 3a 3amecTuTenbHAs
TUTIIOTHUPEO3 TUPEOUTHBIX TOPMOHOB MOPHI, HEBPOJIOTH Tepanwust
YecKue HapylIeHus, TUPEOUTHBIMU
300, MHKCeIEMA, TOpMOHaMU
ciaboymue
AJlpeHOTeHH Henocrarounocts 21- Boinenstor Heckonbko |Haznauenue
TaJTbHBIN TUJIPOKCHIIA3hI KIIMHUYECKHIX [JIFOKOKOPTUKO-
CUHIPOM BapuaHToB. [Ipu yac  |cTeponaHbIX mpe
TOW BHPWJIBHOM (popMe |mapaToB, MUHE
y MaJTbYMKOB — PAIOKOPTUKOUIOB
MPEKIEBPEMEHHOE
MI0JIOBOE CO3PEBAHUE; Y
JIEBOYEK —
MYCKYJIMHU3AIIHS
HapYKHBIX TEHUTAIUH.
IIpu conbreps romiei
dbopMe — yropHast
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pBOTa, 00€3BOXKHUBAHUE,
CO CYJIUCTBIN KOJLIAIC

MyxkoBucuu103

AnoManus 6einka —
TpaHCMEMOPAHHOTO
peryysTopa mpoBOANMOCTH
XJIOPUIOB B KJIETKA

Kamens, penenusu-
pyrore OpOHXUTHI,
CHUHYCHTHI, THEBMOHUH,
OOWJIBHBIN CTYII,
HaToJIOTUs

IOJIKEITY IOYHOU
HKeJe3bl

Haznauenue
MYKOJIUTUKOB,
MaKpeaTHIeCKUX
(hepMeHTOB,
AHTUOMOTUKOTEpamus,
KOMILJIEKC
JIBIXaTebHBIX
YIpaXHCHUU

21




