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BBenenue

I'eneTnka - HayKa O 3aKOHAX HACIEICTBEHHOCTH M U3MEHYHBOCTH KHBBIX OPTaHU3MOB.
[Ton HAaCIEACTBEHHOCTHIO MOHUMAIOT CBOMCTBO OPTaHU3MOB ITOBTOPSTH B PSAIY MOKOJICHUH
MPU3HAKU, CXO/IHbIE TUIIBI OOMEHA BEUIECTB U UHIUBUYaIbHOTO Pa3BUTHUS B LIEJIOM. [Ipyrumu
CJIOBaMH, HACJIEJICTBEHHOCTh OOECIIEUNBAET BOCIPON3BEICHUE HOBOTO TIOKOJICHHS B CTPOTUX
(dopmax UCXOTHOTO BU/IA 3a CUET Mepeadn HacaeICTBEHHON HH(OpMAIK O TPU3HAKAX U
cBOMCTBax. MI3MEHUYHMBOCTH - IIPSAMO IPOTUBOIIOJIOKHOE CBOUCTBO. biraroapss N3MEHYMBOCTH Y
MOTOMCTBA MOSABIISAIOTCS HOBBIE MTpU3HAKU. MI3MeHeHHas HacneACcTBeHHAs HH(popmanus
nepesaeTcs B MOCIEAYIONIEM OT MOKOJICHHUS K IIOKOJICHHUIO.

HacnencTBeHHOCTh M M3MEHYMBOCTB JIEKAT B OCHOBE BCEX JKU3HEHHBIX MPOSIBICHUH 1
TaKXe SBISIOTCS MEPBUYHBIMU HEOTHEMJIEMBIMU CBOMCTBAMH KMBBIX OpraHn3MoB. bes
HACJIEICTBEHHOCTH ¥ M3MEHUYHMBOCTH HEBO3MOYKHA Obli1a ObI 3BOJIONKS KU3HU Ha 3emiie. B
dbopMupoBaHuu Kak Ouonoruyeckoro suaa Yemaoseka pazymuoro (Homo sapiens) orpa-

KCHBI BCC 06III€6I/IOJIOFI/I‘~IeCKI/IC TCHCTUUYCCKHNE 3aKOHOMCPHOCTH.

I'enetuka yenoBeka Hapsiny ¢ Mopdosorueii, pusuonorueit 1 OMOXUMUEH SBISETCS
TEOPETUYECKUM (PYHIAMEHTOM COBpEeMEHHOI MeauIHbI. OHA N3y4aeT SBICHUS
HACJICICTBEHHOCTH U U3MEHYMBOCTH Y YEJIOBEKA HA BCEX YPOBHAX €r0 OPraHU3aluu U
CYIIIECTBOBAHUSA: MOJIEKYJISIPHOM, KJIETOYHOM, OPTaHU3MEHHOM U MOMYJISIHMOHHOM. B cBOEM
pa3BUTHU T€HETHKA YEIIOBEKA MOCTOSTHHO IIOAMHUTHIBATACH» U3 00IIeONOIOTHYECKUX
KOHIEMNIINH (9BOJIIOIIMOHHOE YU€HUE, OHTOTEHE3), U3 TeHETUUYECKUX OTKPBITHI (MEHAETU3M,
XPOMOCOMHAsi TEOpUsI HACTIEACTBEHHOCTH, nHpopmarronHas poib JJHK), u3 noctmxenuit
TEOPETUYECKON U KIIMHUYECKON METUIINHBI.

Mo>kHO npeAnoaraTh, YTO y 4eJIOBeKa OKOJIO 1 MJTH T€HOB, OHAKO XapaKTep
HaCJIeTOBaHMsI U3y4YeH He OoJiee ueM y HeCKOJIbKUX coTeH. [1o xapaktepy HacieqoBaHUs
MPU3HAKOB YEJIOBEK UMEET PsiJi 0COOEHHOCTEH, OTIIMYAIOIINX €r0 OT OCTATbHBIX OPTaHU3MOB. Y
HEro 00JIaJIal0T TeHbI C HETIOIHBIM JIOMUHUPOBAHUEM , U TAK)KE CUJIbHA IEHEHTPAHTHOCTD B
MPOSIBJICHUM MHOTMX JJOMMUHAHTHBIX U PELECCUBHBIX F'€HOB. XapaKTepHa KCIPECCUBHOCTD
reHoB. MHOTHe MpU3HAKN 00YCIOBIEHBI MTOJMMEPHBIMU T€HAMHU.

VY yenoBeka yCTaHOBJIEHBI BCE 24 TEOPETUYECKH BO3ZMOKHBIEC TPYMIIbI CIEIJIEHHS T€HOB.
N3 Hux 22 nokaqn30BaHbl B AyTOCOMAX, B KAX0M U3 KOTOPBIX COJEPIKUTCS IO HECKOJIBKO
reHoB. bonee 100 reHOB JIOKATM30BaHO B MOJOBBIX XPOMOCOMAX

MenuiuHCcKas FTEHETUKA U3y4aeT POJib HACIEACTBEHHOCTH B BO3HUKHOBEHUU MTATOJIOTHHU
YeJI0BEeKa, 3aKOHOMEPHOCTH TIEPe/Iav OT IMOKOJIEHUS K MOKOJECHUIO HACIEACTBEHHBIX 00JIe3HEH,

pa3palaTbIBaeT METO/Ibl TMArHOCTUKH, JIEYCHHS U TPO(PUIAKTUKU BceX POpM HacleACTBEHHON



narosnoruu. CHHTE3 JOCTHKEHHI B MEIMIIMHE U T€HETHKE HaMpaBiieH Ha 60pb0y ¢ 60JIe3HAMU U
YIIY4IIEHHUE 300pOBbs JIIOAeH. Tak e OHa OTBEYaeT Ha CIIEAYIOLNE KOHKPETHBIE BOIIPOCHI:
KaKH€E HACJICICTBEHHBIC MEXaHU3MBI ITOAJIEP’KUBAIOT TOMEOCTa3 OPraHU3Ma U ONPEIEIIIOT
3I0pOBbE MH/MBUA; KAKOBO 3HAYEHHE HACIIEICTBEHHBIX ()aKTOPOB B ATHOJIOTUH 00JIE3HEH;
KaKOBO COOTHOIICHNE HACJIEJCTBEHHBIX M CPEIOBBIX (HEHACIIEACTBEHHBIX) (DaKTOPOB B
naTtoreHese 00Jie3Hel; KaKoBa POJIb HACIIEACTBEHHBIX (DAKTOPOB B ONPEACICHUN KIMHUYECKON
KapTHUHBI 00JIe3HeN (M HaclIeACTBEHHbBIX, U HEHACIIEACTBEHHBIX ); BIMSET JIU (1 €CIIU BIUSET, TO
KaK) HacJeICTBEHHAas KOHCTUTYLUS Ha IPOLIECC BBI3IOPOBIICHHS U HA UCXO/ OOJIE3HH; KaKHe
HACJIEICTBEHHBIE (PAKTOPHI ONPEACTAIOT CrienUpHUKY (HapMaKOIOTHIECKOTO M IPYTUX BUJIOB
JICYCHMUS.

3HaHHE TE€HETUKH HAIIPSIMYIO CBS3aHO CO 3I0POBBEM HE TOJIBKO HAC CaMUX, HO U
3I0POBbEM HAIlIUX JI€TEN U BHYKOB.

Hauano neaauare mepBoro Beka CBsA3aHO ¢ TAKMMH yCIIEXaMH I'€HETUKH, KaK
pacmmudpoBKa reHOMa YeJI0BeKa, KIIOHMPOBAHUE JKUBBIX OPTaHU3MOB, JICYCHHE 3a00JIeBaHU,
paHee CUUTABIIUXCS HEM3JIEUMMbIMHU, JOCTUTHYThI BIEUATIIAIOLINE YCIIEXH B 001aCTH
MOJIEKYJISIPHOM I'€HETUKH, T03BOJIMBIINE OT (JOPMAJILHOI'O ONMCAHUS 3aKOHOB HAaCJIEI0BaHUs U
€IMHMUIL HACJIeI0OBaHUs MEPENTH K X AeTaIbHOU naeHTUPUKauu. Takum o0pa3om, FreHETUKa

3aHUMACT OAHO M3 BEAYIIHUX HaHpaBJIeHI/Iﬁ B COBpeMeHHOﬁ HayKe.



I'eHHBbIEe MyTAIMH KAaK MPUYHHA HACJEACTBEHHBIX 00J1e3Heil

B o0meii crnoskHOCTH TPUMEPHO Y 4% HOBOPOXKIEHHBIX MPOSBIISIOTCS OTUETIUBBIE
CHUMIITOMBI HAaCJIECTBEHHBIX aHOMAIINH, SBISIOIIMXCS PE3yAbTATOM Pa3HOOOPa3HBIX MYyTaIHil.
Hazno yuuteiBath u T0, 4YTO ACHCTBHE XMMUYECKHI MyTareHHbIX (PaKTOPOB, a TAKXKE PaHaLluu H,
BO3MOYHO, BUPYCOB BEJIET K IOCTOSTHHOMY yBeJIMUeHHUI0 MyTauuii. HacnencrsenHsle
3a00J1eBaHNs MOT'YT BOSHUKHYTb [TPY U3MEHEHUH B CTPOEHUH XPOMOCOM IOJIOBBIX WU
COMATHUYECKUX KJIETOK U HACJIEICTBEHHBIX CTPYKTYp Ha MOJIEKYJIIPHOM YPOBHE.

MytupoBanue reHa, 00eCIednBaroero CUHTE3 ONpPeIeICHHOTo OenKka-(hepMeHTa,
HE00XO0AUMOTro JIs1 OCYILECTBICHUS TOW WIM MHOM TKaHEBOH peakiuy, IPUBOIUT K HapyILIEHUIO
nocienHeil. Hanpumep, 11 HopmMabHro MeTaboau3Ma aMUHOKHCIIOTH] (DeHHIIalaHuHA
HE00XO0IMMO MPUCYTCTBHUE CHIEUPHUECKOro (hepMeHTa , IO BIUSHHEM KOTOPOTO (peHUITaTIaHIH
OKUCIISIETCA B PYTYI0 aMUHOKHUCIIOTY- TUPO3UH. V3BecTHA MyTalus, KOTOpas IpUBeIIa K
HOSIBJICHUIO PELIECCUBHOIO TeHa, OJIOKUpYrolero oopazoBanue pepmenTa. Tak, eciu 3TOT
MYTUPOBABIINI T'€H HAXOJUTCSA B TOMO3UIOTHOM COCTOSIHUM, HEOOXOAUMBIN (PEpMEHT He
oOpa3zyercs, U OKHCIIeHUE (PeHIIaTaHHA B THPO3UH CTAHOBUTCS HEBO3MOXKHBIM. BmecTo aTOro
(eHnnanaHuH MmpeBpamaercs B GQEeHIIMTUPOBUHOTPAIHYIO KHCIIOTY, KOTOPasi, BBIACTSETCS C
Mouoi. Hapyiienune HopManbHOro MerabosniMa peHuIalaHuHa IPUBOAUT K PA3BUTHIO
HACJIEICTBEHHOI' 0 3a00IeBaHUs- (DEHUIIKETOHYPUH, XapaKTEePU3YIOILENCs ONpeaesIeHHON
dbopMoil ymcTBeHHOM oTCcTanocTu. [1o Takomy ke NMPUHIUITY MyTallud MOTYT OJIOKHPOBATH
00MEH MHOTUX IpYruX O€JIKOB U (EPMEHTOB, HEOOXOAUMBIX ISl pA3BUTHUS YEJIOBEKA.

I'enoxonus u eHOKONUSA B IATOJOTUH YeJI0BEKA

P cXOHBIX 110 BHEIIHEMY ITPOSIBJICHUIO TPU3HAKOB, B TOM YHCJIE U HACJIEICTBEHHBIX
0ose3Hel, MOXKET BbI3BIBATHCS PA3JIMYHBIMU HEAJJIEIbHBIMU reHaMu. Takoe siBJIeHHe
Ha3bIBAETCs FreHOKoNuel. buonornyeckas npupo/ia FeHOKOMUM 3aKII04aeTCsl B TOM, YTO CUHTE3
OJINHAKOBBIX BEUIECTB B KJIIETKE B PAJE CIy4acB JOCTUTAETCS Pa3HBIMU IYTSMHU.

B HacnencTBeHHOMN MAaTOMOTUH YesloBeKa OOJIBIIYIO POJIb UTPAIOT TaKke (PEHOKOUH —
Mo (pUKaOHHbIe n3MeHEeHHs. OHU 00YyCIOBIEHBI TEM, UTO B MPOLIECCE PAZBUTHS O]
BJIMSTHUEM BHEIIHUX (PAKTOPOB MPU3HAK, 3aBUCSIIUN OT ONPEeAeIEHHOr0 T€eHOTUIIA, MOXKET
WU3MEHHUTHCS; IIPU 3TOM KOIUPYIOTCS IPU3HAKHU, XapaKTEPHBIE JJIs Ipyroro reHorumna. B
pa3BUTHU (PEHOKOIHI HEPEAKO BAXKHYIO POJIb UTPAIOT (DaKTOPBI CPEbl- KIMMaTHUECKHE,
duznueckue, XuMU4ecKue, collalnbHble, Onojoruueckue. BpoxkaeHHble MHPEKINN TaKkKe MOTYT
CTaTh NPUYMHON (PEHOKOMHUH.

CymecTBoBaHME I'eHO- U (PEHOKOMHIA, HEPEIKO 3aTPyTHBI



MPOBJEMbBI MEJUIIMHCKOM '’EHETUKHA

E1e HeraBHO 3TUYECKHE U IIPABOBBIE U B MEHbIIEH CTENEHN COLMAIbHbIE IPOOIEMBI
BO3HHUKAJIU B MEJUIIMHCKOM I€HETHKE IPEUMYIIIECTBEHHO B CBSI3U C MEAMKO-T€HETHUECKUM
KOHCYJIbTUPOBAaHHEM M CKPUHHUHIOM HOBOPOXKJICHHBIX Ha HEKOTOPHIE HACJIEACTBEHHBIE O0IE3HH
oOmena BemiecTB. OHHU 3aTparuBajl OTHOCHTEIHHO HEOOJIBIIYIO YacTh OOIIECTBA B OCHOBHOM
Pa3BUTBIX CTPaH, B KOTOPBIX MEIUKO-TEHETUYECKHE KOHCYJIbTAL[MK CTaJId COCTABHOM YacThbIO
IPAaKTUYECKOI'0 3paBOOXPAHEHUS U HE MMEIH LIMPOKOI0 OOIECTBEHHOTO PE30HAHCA.
[Tonoxenue, 0OAHAKO, U3MEHUIIOCH B CBSA3H C CO3JJaHMEM HOBBIX T€HOMHBIX TEXHOJOTHNA U
peanu3anuen nporpaMMel «I'€HOM YeoBeKay. TH HOBbIE TEXHOJIOTMU NPUHIUITAATBHO MOTYT
3aTparuBaTh HHTEPECHl 3HAUYUTEIBHON YaCTH WICHOB J1I000ro o01iecTBa Kak B pa3BUTHIX, TaK U
pa3BUBAIOIIMXCS CTPaHaX, TAK KaK CO3JJal0T BO3MOKHOCTH aHAIM3a €HOMA U BBISBICHUS B HEM
T€HOB, KOTOPBIE MOTYT PEATM30BBIBATHCS B MATOJIOTHUECKUE (DEHOTHUIIBI ¢ OOJBIICH M
MEHBIIEH BEPOATHOCTHIO MPAKTUIECKU JJIS1 KAKIO0TO YeJIOBEKA WIIM, HAIIPOTHB, BBISIBICHUS
I€HOB YCTOMYMBOCTH K Pa3JIMYHBIM 3a00JI€BaHUSIM U MTATEHTOBAHUS UX I1OCIIE10BaTEIbHOCTEN C
LEJIbI0 KOMMEPUYECKOr0 UCIOIb30BAHUS.

KoHkpeTHbIe peKkOMEeHJaIMK 110 CII0c0o0aM pemIeH s STHYECKUX mpodieM B 001acTi
MEIUIIUHCKON TeHETHKH OBbUIH pa3paboTaHbl B pamkax [IporpaMMel 1o HaciieICTBEHHBIM
6one3nsim BO3: «PexoMeHn1yeMoe MeXIyHapoAHOE PYKOBOJICTBO IO ATUYECKUM IIpodiieMaM B
MEIUIIUHCKON TeHeTHKe U MeIMKO-TeHeTndeckol ciayx0e» (Proposed International Guidelines
on Ethical Issues in Medical Genetics and Genetic Services). DTOT J0KyMeHT ObLT IPUHAT Ha
COBEILlaHUU

BO3 «Otuueckue uccnenoBanus B MEIUIIMHCKOM reHeTrke» (15—16.12.1997 1.,
JXeneBa) ¢ ydacTreM SKCHEPTOB U3 MPOMBIIIJICHHO PAa3BUTHIX U PA3BUBAIOILUXCS CTPaH.

JokymenTt BO3 yka3biBaeT, 4TO K MEIULIMHCKON T€HETHKE, KOTOpas SIBJISIETCS YaCThIO
MEIUIUHBI, TPEKIE BCETO JOJKHBI OBITh IPUMEHEHBI 00IIHe STHUECKUE TPHHIIUAIIBI METUIIHEI,
TaKue Kak:

MPU3HAHUE ABTOHOMHUM JIMYHOCTH, TIOJ] YEM M0/Ipa3yMeBaeTCsl  IPaBo

YCJIO0BCKAa caMOMy

pemars Bce  BOIPOCHL, KOTOPBIE  KAacaroTCs €ro 3M0POBbA, U 3aIUTAa JIULL C
OTpaHUYEHHOM  aBTOHOMMEW (AETel, ULl ¢  YMCTBEHHOM OTCTaJIOCTBIO U JIp.); B
Ka4yecTBE BBICIIETO0  MPUOPUTETA paccMaTpuBaeTcs  00S3aHHOCTh Bpada  00ECHeyuTh

Omara JJIA JIMYHOCTH YU MaKCHUMaJbHOM IIOJIB3bI OT MCAUITMHCKUX npouecayp A



3I0POBbSI;  HEMPUYMHEHHUE Bpela  3JI0POBBIO MAlMEHTA WK MO0 KpaliHel mepe
CTpPEeMIICHHE MUHUMU3UPOBATh  3TOT Bpe;

CIPaBeIMBOCTh MEAMIIMHBI,  IOJPa3yMeBaIOIIas PaBHbIA  JOCTYIH YJICHOB
oOmiecTBa K OOIIECTBEHHBIM  Ojaram, T.. IpaBO  Ka)KJOro YeJIOBEKa HA  PaBHYIO WU
YPaBHEHHYIO JIOJIO TI0 TOTPEOHOCTH B JIOCTYIEe K HEOOXOUMBIM JUIsl  HOPMAJIbHOH JKU3HH

MEJIUIIUHCKUM TEXHOJOTUAM,  KOTOpBIE MOJIEPKUBAIOTCA  CPEJICTBAMH U3
0011ecTBEeHHBIX (hOHJIOB.

MeauuuHcKkass — T€HETHKAa MPENOCTaBIsAeT  MEIUIIMHCKYIO IOMOIIb  OOJIbHBIM C
HACJICJCTBEHHOM  MATOJIOTHEH, a TakKe X  ceMbsiM. OCHOBHOM  I1€JIbIO MEJUKO-
TEHETUYECKON  CITY>KOBI SIBJSIOTCS:IIOMOILb  JIFOASIM C HACJIEICTBEHHBIMU
HApYIICHUSMH, a TAK)KE  TOMOIIb UX CEMbSIM  JKUTh M Y4acCTBOBAaTh B PEHPOAYKIIMU
HACKOJILKO ~ BO3MOXKHO HOpMajibHO,  oOecmeuumBaTh ceMbU  HH(pOpManuen, KoTopas
nomorasa Obl UM CIIeIaTh  CO3HATEIbHBIN

BEIOOD B OTHOIICHUH PEMPOIYKTHBHOTO  TOBEICHUS M CBOCTO  3JIOPOBBS,
MOMOTaTh  CEMbSIM, OOPATUBIIMMCS B KOHCYJIbTAILIMIO, MOJYYUTh  JTOCTYH K
COOTBETCTBYIOIIEH  METUIIMHCKOM cyx0e (  IUarHOCTHYECKOH, TepaneBTHUECKOH,
peadMINTAITMOHHON WU MPO(DUIAKTHYECKON) UM CIICIIMAJIbHBIM OpraHaM  COLIMAJIbHOM
MOJJICPKKHA,  TOMOYb CEMbE  aJaNTUPOBATHCS K TOMY, UTO B HEHl  €CTh OOJILHOM ¢
HACJICICTBEHHOW MATOJIOTUEH, U  MPEAOCTABISATh TAKUM  CEMbSIM HH(OpMALIHIO O
HOBBIX METOZaX  JICUCHHUS U APYTrUX  BHUJAAX MOMOIIU  OOJBHBIM C COOTBETCTBYIOIIEH
HACJIEICTBEHHOMW MATOJOTHEMN.

B cBs3u c yka3aHHBIMH ~ BBINIE HETSIMU B paboTe MEIUKO-TEHETHUECKOM
CIIY’)XOBbI TOIDKHBI ~ OBITh UCIIOJIB30BAHBI  CIEAYIOIINE dTHUECKUE  MPUHIIHIIBL.

OcylecTBIATh  CIpaBeJIMBOE pAaCIpeieieHHe  OOIEeCTBEHHBIX CPEACTB  CPEIu
TeX, KTO B HUX HY)K/IaeTcsi  OoJibIlle BCEro;  MPEJOCTaBIsAThH CBOOOAY  BBIOOpa CEMbE B
npoOJemMax, CBI3aHHBIX C ~ TE€HETHUKOW. B pemennn  penpoayKTUBHBIX MPoOIeM  ocoboe
MpaBO  JOJDKHO MPHUHAJJICKATh  KCHILIWHE; B TEHETUYECKOH  CIy»0e MOMKHO
JOMHHHUPOBATh TOOPOBOJIBHOE  COTJIACHE, UACT TU  PEUYb O TCHETUYECKOM  TECTUPOBAHHH
WJIM JICYEHUH,  HEOOXOJUMO OTPaXKIaTh  CEMBIO OT HACWJIHS CO  CTOPOHBI OOIIECTBa,
rocyJapCcTBa WJIM MEIUIIHHBI.

MeaunuHcKas TeHETUKA  JIOJDKHA MPOSIBIATE  YBAXKEHHE K Pa3HOOOPA3UI0

TOYCK 3pCHUA,

CYHICCTBYIOLIEMY B MOIYJISINUN OTHOCHUTCIIBHO €€ aKTHUBHOCTH, IIOHHUMAaHHIO

JrOEN ¢ y4eTOM MX 00pa30BaTEeIbHOTO U MHTEJUIEKTYaJIbHOTO YpOBHS.  Meauko-



reHeTHYecKas Cy>k0a  JTOJDKHA COTPYIHUYATh C  OOILIECTBEHHBIMHU acCOIMALUSMHI
OOJIBHBIX M CEMEH ¢ HACIEeICTBEHHBIMH OOJIC3HSAMH,  AKTUBHO 3aHUMATbCi  OOydeHHEM
HOMYJSLUK  OCHOBaM NeHETUKHU.  MeOuIMHCKas TeHeTHKa  JI0JDKHA IPEensTCTBOBATh
T00bIM popMaM  TUCKPUMMHALMK OOJBHBIX IPU MX  HPUHATHM Ha paboTy,  3aKIIOUYEHHH
CTPaxoOBBIX  JIOTOBOPOB, pH yuebe.  Menuko-reHeTndyeckas ciyx6a  JT0JDKHA
BO3/ICP)KUBATHCS OT  TMPEIJIOKEHUS CEMbSIM  TECTOB HMJIM MPOLEAYP, HE  MOKAa3aHHBIX UM C
MEIUIUHCKON  TOYKH 3pEHHs; OHa  JIOJDKHA o0ecreynBaTh  IOCTOSHHBIA KOHTPOJIb
Ka4yecTBa CIyKObI,  BKJIIOYas JaOOPaTOPHYIO.
OpnHoil U3 Hanbosiee  BaKHBIX COCTABISIONIMX — MEIUKO-TEHETHYECKOU CIIyKObI B

M000M cTpaHe  sBJIAETCSA MEAMKO-TEHeTHUYecKas  KoHcynbrauus. B nokymente BO3
npejiaraercst CoOIroIeHue  CISAYIOIIUX STHUECKUX  IPHUHLUIOB B pabOTe  MEIHUKO-
IeHETUYECKOM KOHCY/IbTallUU:

1) yBa)KEHHE OOJBHBIX U CEeMeH, 00paTUBIIMXCS 32  KOHCYJbTAIUEH,

2) yBaXXCHHE MX  MHCHHS, MPEJOCTABICHUE  IOJHOW M TOYHOH  MEIUKO-
TeHETUYECKON HHPOPMAIIMK  KOHCYJIbTUPYIOIIUMCS;

3) szamuTa  MEIMIIMHCKOM TaiiHBI,  Kacaroleics OONBHBIX M UX  CEMEH, OT
[OCSraTeNIbCTB HA HEE CO  CTOPOHBI padoToAaTeNe,  CTPaXOBUIMKOB WJIU IIKOJIBI;

4) uHpopmanysg 60JLHOTO U CEMbU O BO3MOXXHOM  HEMPaBUIHLHOM
UCIIONIb30BAaHUN  TEHETUYECKOW MHPOpMAIMM  TPEThEil CTOPOHOI;

5) MH(POPMHUPOBAHNE KOHCYJIBTUPYIOIIETOCs, YTO OH  00s13aH COOOIIHTH
CBOUM OJIM3KMM  POJICTBEHHUKAM O TOM, YTO JIJISl HEKOTOPHIX U3 HUX  CYIIECTBYET PUCK

3a005IeTh HACIIEJICTBEHHBIM  3a00JIeBaHHEM WJIM HACJIEICTBEHHBIM  3a00JeBaHUEM
MOryT  OOJIeTh UX JIETH;

6) B HEKOTOPHIX CIy4asx  HMH(DOPMUPOBATH KOHCYIBTHPYIOIIETOCS, YTO €ro
MOPAJIbHBIM 00s13aTE€JILCTBOM  SIBJISIETCSI COOOIIUTH O  CBOEM T'€HETHMYECKOM  CTaTyce,
€CIIM OH  MOJKET HAHECTU  BPEJ OKPYKAIOIINM;

7) MIPEJICTaBIATh KOHCYIBTUPYIOIIUMCS  TOJIHYIO HH(OPMAIIMI0O  HACTOJBKO,
HACKOJIBKO 3TO  BO3MOJKHO B K&KJIOM  KOHKPETHOM CJIy4ae;

8) WCIIOIh30BaTh B KOHCYJIbTUPOBAHUU  HEIECPEKTUBHBIN MOIXO]I, 32
UCKITIOYCHHEM TeX CITy4aeB,  KOrJa BO3MOXKHO  JIeueHHUE 3a00JIeBaHMUS;

9) JI€TH ¥ TIOJIPOCTKU  JTOJDKHBI yYaCTBOBAaTh B MPUHSATUU PEIICHMUS,

KOTOPOC UX HEIMOCPEACTBCHHO KacacTCsd B TCX ClIydasix, Korzaa 5To BO3MOJXHO,



10) Bpau-reHeTHK O00si3aH  BCTYIHTH B MOBTOPHBI ~ KOHTAaKT C
OOIBHBIM/CEMBEHN,  KOTIIa OTO HEOOXOOUMO B CBSI3M C IIOABIEHHUEM  HOBBIX
BO3MOXKHOCTEH B OKa3aHMU MEJUKO-TEHETHYECKOH  ITOMOIIH.

[loHATHE « TEHETHMUYECKUH CKPUHHHI»  OTHOCHUTCS K TECTaM,  KOTOpPBIE
IpPEAINONaracTcsi  MPUMEHATH B MOMYJISIINUY WM B TPYIIIE JIUIL IS BHISIBICHHS
MHIIMBHIyyMOB C BBICOKUM  PHCKOM Pa3BHTUSL  ONPENEICHHOTO HACIIEICTBEHHOTO
3a0oneBanusd. BO3 npeuiaraer  MCNOib30BaTh CAEAYIOUUME  ATUUYECKHUE IPUHLMIIBI IPU
NPOBEICHUH TCHETUYECKOTO  CKPUHHUHTA MM TECTUPOBAHUSI.

['eHeTHYECKUI1 CKDUHUHT MM TECTHPOBAHHE JOJDKHBI  OBITH aOCOIIOTHO

,Z[O6pOBOJ'II)HBIMI/I

, KpoMe  OeCIUIaTHOIO CKPMHHUHIA  HOBOPOXKJEHHBIX HAa HEKOTOPbIE
HacJie/ICTBEHHbIE 00JIe3HU

oOMeHa BelleCTB,  KOIJa paHHssl  JAMArHOCTHUKA U JIEUEHUE  IO3BOJIAIOT
NpPEJOTBPATUTh  pa3BUTHE 3a00JICBAHMS.

['eHeTMUECKOMY CKPUHHMHTY WJIM ~ TECTUPOBAHMIO JIOJDKHA  IPEALIECTBOBATh
pa3bsiCHUTENbHAs ~ paboTa Mo MOBOJY  IIeNieil CKpUHUHTA M €70 PEe3YJIbTaTOB, a TAKXKE O
TOM,  Kakue BO3MOXKHOCTH JUIsl ~ BbIOOpa OTKPBIBAIOTCSA  IEpe]l TECTUPYEMbIMHU.

AHOHUMHBIN CKPUHUHT € SMUAEMUOJOTHUYECKUMH LETSIMU  MOJKET IIPOBOJAUTHCS

TOJIBKO B TOM CiIyya€,  KOTJa MOIyJsLUs  IOCTaBJIEHA B U3BECTHOCTH O €TO
npoBeeHUH. Pe3ynbTaTbl  CKpUHUHIA HE IOJDKHBI ~ CTAaHOBUTHCS U3BECTHBIMU
paboTonaTensiM, CTPaxoBIIMKaM U IIKOJbHBIM aJIMUHUCTpALMSIM 0€3  MHIUBUAYAIbHOIO
corylacust Jyis ~ TOro, 4ToObl ~ M30€XaTh BO3MOXKHOM ~ TUCKpUMUHAIMU. B penkux
cilyyasix, KOrjja ~ O3HaKOMJICHME C pe3yJbTaTaMU  CKPUHUHIA MOXET  OBbITh B HHTEpecax

MHIUBUAYYMA WM OOIIECTBEHHOM  0€3011acHOCTH, IPEACTaBUTENb  3/PaBOOXPaHEHUs
JOJDKEH  MPOBECTH MHIUBUAYAIbHYIO  paboTy Cc TéM, 4ToObl  yOeauTh UHIUBUIYyMa B
HEOOXOJUMOCTH TAaKOTO  PELICHHUS.

PesynpTaThl  TECTUpOBaHMA JODKHBI  OBITH IOBEJEHBI  Y€pe3 MEIUKO-
FEHETUYECKYI0  KOHCYJBTAIMIO 0 IPUHUMABIIUX  y4acTHE B CKDUHUHIE,  OCOOEHHO
€CJIM 3T  pe3yjbTaThl ObUIM  HEOJIArONONYYHBIMU U TPEOYIOT — MPHUHATHS PELICHUS O
JanbHEHIuX AeWcTBUAX.  EciM CylecTBYIOT — METOJIbl JCUSHHS WIM  MPOQUIAKTUKU
BBISIBJICHHBIX ~ COCTOSIHMM BO BPEMsI ~ I€HETHYECKOI'O0 CKPUHUHIA, O HUX  CIIEQYEeT
HE3aMeJUIMTENbHO  COOOIIUTH JIUI[AM C  TO3UTHUBHBIMH pe3yJabTaTaMH  CKPUHUHTA.

Ortuyeckue  TpeOOBaHMS K MHPOPMHUPOBAHHOMY  COTJIACHIO OTJIMYAIOTCS B

3aBUCHUMOCTH OT TOIO, HUACT JIK p€Ub O KJIMHAYECKOI IMPAKTHUKE NN



HCCJIEI0BATENbCKOM MpPOeKTe. B KIIMHUYECKON MpakTUKE  TIe€HETUYECKOE TECTUPOBAHUE
MOXET MOTPeOOBaThCA B paMKax MPEIojJaracMoro  MeIUKO-TeHETHYECKOro 00ciIeI0BaHus

unauBuayyma. [lpu stom  coxpansercs TpeOoBaHHe K J0OPOBOJILHOMY COTJIACHIO HA
TaKoe TECTUpPOBaHMHE, 2  MH(GOPMUPOBAHHOE COTJIACKE  JIMIIO MOXKET  MOJIHUCATh MOCie
TOTO, KaK OOBSICHEHAa  1IeJIb TECTUPOBAHHUS,  OLICHEHBI IIAHChI, YTO  TECT MOXET  JaTh
TOYHOE  TPEJCKa3aHue, OOBSICHEHO, KAK  YEJOBEK HIIM €r0 CEMbsI  MOTYT HCIOJB30BaTh
pe3yNbTaThl TECTUPOBAHUS,  OYEPUYCHBI MOTEHLIMAJIbHBIE  BBITOJBI OT TECTUPOBAHUS, KaK U,

HAMpOTHUB, COLUATBHBIA U1 TICUXOJIOTMYECKUN PUCK OT  IMPUMEHEHUS TECTUPOBAHUS.
HesaBucumo oT perieHuss  MHAMBHUIA WA €T0 CEMbH  OTHOCHTEIIBHO TECTUPOBAHUS
MEIUIUHCKAs TIOMOIIb UM OyZleT OKa3aHa B JIFOOOM cllydae.

UroObl monyuyuTh  MHGOPMUPOBAHHOE COTJIACHE HA  y4YacTHE B

IIpOBCACHUHU

UCCIIEI0BATEIbCKOrO IPOCKTa UM KOHTPOJIS 32 KAUECTBOM  I'€HETHYECKOro
TeCTa, HMHIUBUAYYMY TpeOyeTcsi  OOBSCHUTH:

* OKCHEPUMEHTAIbHBIA  XapakTep W LieJdb  PabOThI
* QoYeMy  IPUIJTIACHIIM YeJIOBEKa U JOOPOBOJIBHOCTh YUacTHUs B IPOLENype

° Hey,Z[O6CTBa n BO3MOKHBIN PUCK TECTUPOBAHUSA KaK 1 HHAUBHUAYYMaA, TaK

" €ro CEMBbHU

* HCOIIPEACICHHOCTDH TeCTA AJId MMPEACKA3aHUA U TOYHOI'O TCHCTHUYCCKOI'O

KOHCYJIbTUPOBAHUA

¢ BO3MOXHYIO BBII'OJY OT NOCJICAYIOIICTO IMPUMCHCHUS TECTa JJIA APyrux

" IJI1 HAyKH

® KOH(i)I/II[GHIII/IaJ'H)HOCTI) JaHHBbIX, KOTOPBIC OTHOCATCA K KOHKPETHOMY

YeJI0OBEKY

®* CKEM MOKHO BCTYIIUTH B KOHTAaKT, YTOOBI BBISICHUTD JIFOOBIE
BOIIPOCHI, KaCatOIIUCCA IMMPpOCKTa , WJiH, B CJIy4dac KOH(bJ'II/IKTa

¢ TIIpaBoO YCI0BEKa OTKa3aThbCsa OT y4dacCTus B IIPOCKTE B JII000€e BpEMA

° COXPAHCHUC 3a UHAUBUAYYMOM U €TI0 ceMbei IIpaBa Ha MCIUIIMHCKOC
O6CJ'IY)KI/IB8.HI/IG, JaXX€ €CJIN OH OTKa3aJICA OT y4acCTHusd B IMPOCKTC.
B nocnennue roJibl B MEIUITUHCKOM ITCHCTHUKE CTaJIn HUCIIOJb30BaTh

MMPECUMIITOMAaTHICCKOC TECTUPOBAHHUC, T.C. BBIABJICHUC 300POBBIX HIO}IGI;'I, KOTOPBIC



HACJIC/IOBAJIM T€H,  OOYCIIOBJIMBAIOUINIA pa3BUTHE  HACIEICTBEHHOIO 3a00JI€BaHUS MPH
JIOCTaTOYHO MPOJOJDKUTEIIBHON — KU3HU UHJIMBUIYyyMa, U  TECTUPOBAHUE HA
MPEJIPaCIONOKEHHOCTh,  KOTOPOE MO3BOJIAET  BBIIBUTH MHAMBHIYYMOB C ~ T'€HaMU
MPEIPACIIONOKEHHOCTH K ONPEeIEHHBIM MYJIbTU()AKTOPHAIBHBIM  3200JICBAaHUSM,
TaKuM,  HampuMep, Kak UIIeMudeckass  Oosie3Hb cepima win pak. [Ipy  TectupoBaHuM Ha
IIPEIPACIIONOKEHHOCTh  JaK€ BBISIBJIEHHE  I'€HOB IPEAPACIONI0KEHHOCTH €lIE HE
03HAYAET, UTO YEJIOBEK  00s3aTeiabHO 3a00IieeT.

BO3  mpemnaraer cienyromuye — 3THYECKHE HOPMBI DU MPOBEICHUU
IPECUMIITOMaTUYECKOT0  TECTHUPOBAHUS, UM TECTUPOBAHUS HA  IIPEIPACIIONOKEHHOCTB!

TectupoBaHue Ha  I€HETUUYECKYIO IPEIPACIIONIOKEHHOCTD JIUL[ C  CEMEHHBIM
HAKOIUICHHEM  pakKa WM CEepJCYHO-COCYIUCTRIX  3a00JIeBaHUM CIEeyeT  NPUBETCTBOBATD,
€CJIM  PE3yNIbTaThl TECTUPOBAHUS ~ MOTYT ObIThb  3(PPEKTUBHO UCIIOIB30BAHBI JIJIS
npopMIAKTUKY U JICUECHUsI  COOTBETCTBYIOIIMX 3a00JIEBaHUIA.

Bce  TecTwl Ha mpeapacnoNoKEHHOCTh  JOJKHBI OBITH  JOOPOBOJIBHBIMU,
MOJKpeIUIeHbl  MH(OPMHUPOBAHHBIM COTJIACUEM, UM JIOJDKHA MPEIIeCTBOBAThH
pa3bsicHUTENbHas padoTa.

[TpecumnromaTuecKoe TECTUPOBAHUE  JTOJIKHO OBITh  JJOCTYIHBIM JJIst
B3pPOCJIBIX C  PUCKOM COOTBETCTBYIOIIETO  3a00JIEBaHUS Na)Ke B OTCYTCTBHE JICUCHHUS,
HO €My  JIOJDKHBI IPEAIIECTBOBATh  MEIUKO-TEHETUYECKOE KOHCYIbTUPOBAHUE U
MOJy4EeHHE OT TECTUPYEMOT0  MH(OPMUPOBAHHOIO COTJIACHS.

TectupoBaHue neTel 1  MOAPOCTKOB JIOMYCKAETCS  TOJIBKO B TOM Ciyyae,

KOT1a MEJIUIINH-

ckas  momoib Oyner  Oosnee 3pdeKTUBHA,  pe3yabTaThl TECTUPOBAHUSA  JOJKHBI
ObITh  HEJOCTYIHBI pabOTOJATENsIM,  CTPAaXOBIIMKaM, IIKOJIAM U JIPYTUM TPEThbUM
CTOPOHAM.

[IpenaranpHass  AMArHOCTHKA CTAHOBUTCS ~ BO3MOJKHOM JJIsl COTEH
HACJIEICTBEHHBIX OOJIE3HEM U BPOXKJIEHHBIX MIOPOKOB  pa3BUTHs. Upe3BblUallHO  BaXkHO,
4yToObl ~ IMPEHATaJIbHOM AMArHOCTHKE  IpeAlIecTBOBala, a 3aTeM U 3aKJIovaja ee MeIUKo-
reHeruueckas  KoHcyapranus. IIpemnaraemsle BO3  3THueckne HOpMaTHBBI IPU
MPOBEJCHUH NPEHATAIbHOM  JTMarHOCTUKHU CJEeIYIOIIHE:

['enernyeckas cny:x0a  JODKHA OBITh B PABHOM CTENEHU  JOCTYIHA BCEM.

Bxnrouas mpeHatanpHyl0  AMAarHOCTUKY, OHA IOJDKHA — MIPENOCTABIATHCA B IIEPBYIO
ouepellb TEM, KTO B HEM HYXK/IA€TCs,  HE3aBHCHMO OT TOTO,  MOTYT JIM OHM 3aIIaTUTh 32

BBIMIOJIHEHHBIE Tiporienypbl.  [IpeHaTanbHast TUarHOCTHKAa  JOJDKHA OBITH



TOOPOBOBHOM; €CIIM OHA ~ TOKa3aHa C MEAMIIMHCKOW  TOYKH 3PEHUS, TO €€ CJIEIYeT
MPEIOCTaBUTh  HE3aBUCHUMO OT TOTO, KAK ~ CEMbs OTHOCUTCS K aboptam. Takas
npeHaTalbHasi TUarHOCTUKA  MOXKET MOJrOTOBUTh ~ HEKOTOPHIC CEMBU K POKICHHUIO
OonmpHOTO  peOeHKa.
[IpenaranpHas  AWMArHOCTHUKA MPOBOJUTCS  TOJBKO JJISi TOTO,  YTOOBI 00ECHeUHTh
CeMblO U Bpaya  MH(pOpMAIMEl O COCTOSIHUM  TUIOJA.
[IpenatampHasi  IUArHOCTUKA OTIIOBCTBA, 32  PEIKHMHU UCKITIOUCHHSIMH,

3arpeuicHa.

[IpenatanpHasi  IUArHOCTHIKA ITPU OTCYTCTBUU  MEAMIIMHCKHX MOKa3aHUH, a
TOJIBKO M3-32  OECTOKOWCTBAa OEpEMEHHON  JIOJDKHA OBITh ~ MPOBEACHA B TIOCIIEIHIO
ouepeb.

[IpenatanbHOM  JUArHOCTHKE JODKHA  MPEANIECTBOBATH MEIUKO-TEHETUUYECKAs
KOHCyJbTalus. Bpau  JOJDKEH pa3bsCHUTh  CEMbE BCE PE3yJbTaThl  MpEHATalbHOM
JUAarHOCTHKH,  BKJIIOYAs BapUaOCIBbHOCTh  IPU3HAKOB TOrO  3a00JIeBaHUS, pajv
KOTOPOTO MPOBOAUTCS  AuarHoctuka. CeMbs, a HE  Bpau-TEHETHK, JOJDKHA  PElIaTh, KAk
BECTH  ceOs rmociie  MpeHATATbHOW TUArHOCTHKHU.

PaccmaTtpuBaeMoe MEKIyHapOJHOE  PYKOBOJICTBO IO ATHUECKUM  MpoOjaemMaM B
MEIUIIMHCKOM  TEHETHKE COJNCPKUT  TaKKe dTUYECKHE  HOPMATHUBBI U B OTHOIIICHUH
pAna ApyruxX  MEAMKO-TEHETUUYECKHX MPOIEeayp. DTO  PYKOBOJCTBO CIEIYET
paccMaTpuBaTh Kak pEKOMEHJIAIlMU, @ HE  CTPOTO€ MPEANuCcaHue,  KOTOPBIMHU
[[EeCO00pa3HO  TOJIb30BAThCS B pabOTE  MEAMKO-TEHETHUYECKOM CIy>KObl  JTF000iA
CTpaHBbI.

B Tedenuwe mocnegHUX ~— HECKOJBKHX JIET PSAJl MEXKAYHAPOAHBIX  OpraHMU3aIui, a
Takke  TPO(EeCCHOHANBHBIX ACCOIMALNM,  CPEIU KOTOPBIX B TEPBYIO OYEpe.lb
cnenyer HazBath  FOHECKO, BO3 u opranmsanuio «  ['enom yenoeka» (Human

Genome Organization ), OMyONMMKOBAId  JOKYMEHTBI, COJIepKallie  PeKOMEHIAIuu
MO 3al[UTE  TMpaB U CBOOOJI  TPaXkJaH B CBA3M C  HOBBIMH OMOTEXHOJIOTHUYECKUMU
JOCTIDKCHUSIMHA COBPEMEHHOW ~ HAYKH.

OcHoBoOMONAralOIMMMHA  TOKYMEHTaMU B OOJIaCTH  3allMTHI IPaB U CBOOOJ]
TPaXIaH B CBSI3U C HOBBIMH  JIOCTHDKCHUSIMU T€HETUKH U OMOTEXHOJIOTUU SIBIISIOTCS «
BceobOmias gexmapanusi 0  TEHOME YeJIOBeKa M O TpaBax 4yeloBeKa»,  MpUHATas Ha 29-i

ceccur ['enepanbHoit  accambnen FOHECKO 11 nHosa6pst 1997 1., u «  KonBeH1us o

3aluTe IpaB U JOCTOMHCTBA YCJIO0BCKa B CBA3HU C MPUITOKCHUAMU OMOJIOTHH U



MeaunuHb: KOHBEHINS 0 MpaBax 4elloBeKa U OMOMETUITUHEY, TIPUHSATAS
rocynapctBamu — uieHamu  Cosera EBponbr 4 ampinig 1997 r.

«  BceoOmias neknapanus 0 T'€HOME YeJOBeKa M 0 IpaBax 4YeJIOBEKa»
IOHECKO yTBepkaaer, 4To0  IeéHOM 4YeJIOBeKa  SBJISICTCS OMOJIOTUYECKOW  OCHOBOM
oOmHoCcTH  Bcex Jrojied Ha  3emuie. Jlexmapauus — TakKe MOAYEPKHUBAET, YTO  HUKTO HE
MOXET  MOJBEPraThCs IMCKPUMHHAIIMM HA  OCHOBAaHUU '€HETHYECKUX  XapaKTEPHUCTHK,
LU UM PEe3yNbTaThl KOTOPBIX  MPEACTABISAIOT COO0M  MOCATaTesIbCcTBO HA OCHOBHbBIE
CBOOOBI M UEIOBEYECKOE  JIOCTOMHCTBO. HayuHble — HMccleoBaHMsS FeHOMa  YelloBeKa
JIOJDKHBI  MPOBOJUTHCS MOCTE  THIATEIBHOM MPEBAPUTEIHLHOM  OIICHKU CBSI3aHHBIX C
HUMH MMOTEHIMATBHBIX  OMACHOCTEH U MPEUMYILIECTB, C  YYETOM BCEX  APYIrHX
NpEeANUCaHuil,  YCTAaHOBJICHHBIX HAIMOHAJIIbHBIMU  3aKOHOJATeNbCTBaMU. Jleknapanus
ompezeNnseT NPUHLIHUIB  100pOBOJIBLHOTO HH(MOPMHUPOBAHHOTO  COTTIACHS
3aMHTEPECOBAHHBIX JIMI HA  MPOBEJEHUE JIIOOBIX  MPOILEIYp, CBSI3aHHBIX C  U3YYCHUEM HX
TCHOMOB, I  KOH(HJICHIIMATHHOCTH TCHETUYECKOH  WMH(OpMamuu, IpaBo  YellOBEKa
caMOMY  peliaTh, ObITh UM HE  OBITh MIPOUH(DOPMHUPOBAHHBIM O  pe3yJIbTaTax
TEHETUYECKOTO  aHallh3a U €ro MOCIEACTBUAX, @  TAKXKE IIPABO HA  CIIPABEJIMBYIO
KOMIICHCAIMIO  yIepOa, MpUYMHEHHOTO B Pe3yJbTaTe BO3JICHCTBUS HA  TCHOM B
COOTBETCTBUU C  MEXKIYHAPOIHBIM MPABOM U HAI[MOHAJIBHBIM 3aKOHOIATEIHCTBOM,
BCEOOIINIT TOCTYN K JOCTHIXKEHHUSM HAYKU B 00JIaCTH OMOJNIOTHH,  TE€HETHKH U
MEIUIMHBI,  KacaloUIUXCs FTeHOMa  YeJIOBEKa, IIPU AOHDKHOM  yBakeHUH JlOCTOMHCTBA U

IpaB KaXJI0T0  4YeJIOBEKa.

B «KonBeHMu 0 3ammre OpaB 1 JOCTOMHCTBA YEJIOBEKA B CBSI3H C
MPUIOKEHUSAMUA  OMONOTUU M MeIUIMHBL:  KOHBEHIMM O MpaBax  4YeJOBeKa U
ounomenuimae»  CoBera EBpombl  yTBepKIaeTcs MPEBATMPOBAHHE  HHTEPECOB U
Oyarornosiyuudss ~ OTAEJBHOIO YEIOBEKa HaJl  MHTEpecaMu OOIIEeCTBA MU HAyKH.
KonBenmust  TpeOyeT MoydeHus: OT  MalUeHTOB MHMOPMUPOBAHHOTO MU ATUYECKU
OPUEMIIEMOTO  COTJIACHs HA MPOBEACHUE  JIOOBIX MEIULMHCKUX  TPOLEAYp UITH
UCCJIEIOBAHMI, B TOM  YHCIIC UCCIEIOBAHUI  I'€HOMA YeJOBEKA U MEIHUKO-
TeHETUYECKUX Tpoueayp.  HeoOxonumel 3amuTa U,  KOTOpPHIE CAaMU HE  CIIOCOOHBI
JaThb ~ Takoe corjacue, HH(DOPMHpPOBAHUE O PaBHOM  JOCTYII€ BCEX  IpaxaH K
MEPOTIPUATHIM TI0O  OXpaHEe 37I0POBbSI,

KOHTpOJIE KauecTBa  Mpo(ecCHOHANBHBIX CTAHAAPTOB,  HEJOMYIICHUU
JTUCKpUMHHAIIMM HA ~ OCHOBAaHWH T€HETHYECKOW  WHOOpMAIH, 00 yCIOBUIX
ATUYECKON MPUEMIIEMOCTH  MPOTHOCTUYECKOTO T€HETUYECKOTO  TECTHPOBAHUS, O

A0IMYCTUMOCTH I/IHTepBeHHI/Iﬁ B I'CHOM TOJBKO COMAaTHYCCKUX KJICTOK 4€JIOBCKA, O



3arpeTe CCJICKINU 11O noJjy. K KOHBCHIIMU HUMECTCA I[OHOJIHI/ITGJIBHBII\/'I MMPOTOKOII O

3a1peTe KIIOHUPOBAHUA YCIIOBCKA.

MEJUKO-TEHETHYECKOE KOHCYJIbTUPOBAHHUE

Yro TaKO€ MCAUKO-TCHETUYCCKOC KOHCYJ'IBTI/IpOBaHI/IC?

OTO0 crienraau3upoOBaHHbIM BUIT ~ MEIUIMHCKON nomouu.  CMbICI ero —
npodeccuoHaIbHass ~ OIIEHKA PUCKA  POXKJIEHHS B KOHKPETHOW  ceMbe peOeHKa C

HaCJIe,I[CTBeHHOﬁ 00JIE3HBIO UITH BPOXICHHBIM YPOJACTBOM.

Menuko-reHeTH4eckue KOHCYJIbTallui B IPOQUIAKTHKE JA0T PEKOMEHIALNH 110
IIPENYNPEXKACHNIO PA3BUTUS HACJIEACTBEHHOW IIaTOJIOTMH JIMLAM C OTATOLIEHHON
HACJIEICTBEHHOCThI0. Toraa, Korjaa B CEMbE YK€ €CTh PEOEHOK C HAaCJIE€ICTBEHHBIM ITOPOKOM, TO
B JJAHHOM CJIy4ae KOHCYJIbTalusl JOJKHA OTBETUTH POIAUTEINSM, BO3SMOKHO JIU IPOSIBJICHHE
TaKOM marosoruu y apyroro pebenka. Eciu y mun, coOuparonmxcst BCTynuTh B Opak,
OTArOILEHA HACJIEACTBEHHOCTb, MEJUKO-TEHETUYECKAsI KOHCYJIbTALUs JODKHA
HEIOCPE/ICTBEHHO Pa3bsCHUTh UM, YTO Opak He MPECTABIISAET OMACHOCTU i IOTOMKOB , WJIU
PEKOMEH10BaTh BO3JEPKAThCs OT BCTYIUIEHUs B Opak. CielyeT OTMETUTh, UYTO IJIaBHOU
3ajaueil TaHHON KOHCYJbTAlUU SBJISIETCS 00s3aTeIbHAasl pEerUCTpalts CeMel ¢ BBICOKMM PUCKOM
pa3BUTHSI HACJIEACTBEHHBIX OO0JIE3HEH, UTO B CBOIO OUEpPEb T03BOJISET MPEIBUACTh

BO3MOXHOCTD HUX IMOABJICHUSA B MMOCIICAYIOIHUX IMMOKOJICHUAX.

AKI1IeHT Ha "npodeccuoHaNbHOR" HE  ciy4ailHOCTh. J[eso B ToM, YTO  OIIeHKa
BBHIIICYIIOMSIHYTOT'O ~ pUCKa TpeOyeT OT  Bpaya-KOHCYJIBTAHTA CHCIHAIBHBIX  3HAHHHA U
HABBIKOB,  HAJMYHSI B €O PACIIOPSDKEHUH — JIOCTATOYHOTO KOJIMYECTBA  BPEMEHH, a TAKIKE

MOIIHOM HHpOpMAIIMOHHOW  0a3bl (B Haeane —  aBTOMaTu3upoBaHHOM). [ToaTOMYy,
KOHCYJbTUPOBATh CEMbIO  JIOJDKEH TOJIBKO  CePTH(UIIMPOBAHHBINA Bpau-Te€HETHK,
paboTaroNIMiA B CIICITUATBHOM  YUPESKJICHUHU — IICHTPE,  KOHCY/IbTAIIMH WM KabuHeTe. B
JIPYTHX CIIyYasx HE  WCKJIIOYCHBI CEPhE3HBIE  IOTPEITHOCTH IPH OIICHKE  PHCKa,
KOTOpPBIE  MOTYT MPUBECTH  CEMBIO K HEBEPHOMY  PEIICHUIO.

KOMy IIOKa3aHO MCAUKO-TCHCTUYCCKOC KOHCYJ'ILTI/IpOBaHI/IC?

B uneane — 3TOT BUJ MEIUIIUHCKON IIOMOIIH IMOKa3aH BCCEM CYyIIpyram,

IJIAaHUPYIOIIHUM ACTOPOKIACHUC.



KoHcynbTupoBanue Bcex  ceMeil MOKHO — MPU3HATH ONTHUMAJIBHBIM  IOAXOJIOM,
MOCKOJIBKY B psifie CTpaH  Takas IPaKTHKa  IO3BOJIMJIA 3HAUUTEIIFHO  CHHU3UTH
KOJINYECTBO  HMHBAIMIU3UPYIOIIUX OOJE3HEH, a  3HAUUT — MpeAyNnpennaa  MHOMKECTBO
YeJIOBEUECKUX  Tpareauil.

Ho "ToranpHoe"  MEIMKO-T€HETHUYECKOE KOHCYJIBTHUPOBAHUE —  UYpE3BbIYaiiHas
penkoctb. B abComOTHOM OONBIIMHCTBE  CTPaH CEMBbH  OOpaIaroTcs K Bpady
IEHETUKY TOJBKO P HAIW4YMM (PAKTOPOB  pHUCKAa — OCOOCHHOCTEH  ceMelHOH
UCTOpUH, 00pasa KW3HU  CYIPYrOB, COCTOSIHMSI UX  310pOBbsi. CTaTHCTUKA
CBUJIETENBCTBYET: TakKux "  cemel pucka" —  okoiuo 10%.

Jror  moaxox Oojiee  AKOHOMHUYEH, HO €ro A3(()EKTHBHOCTh B 3HAUUTEIHHON Mepe

3aBUCHUT OT CTEIIEHH  MEIUKO-OMoJornueckoi o0pa3oBaHHOCTH  HacesieHus. KoHKpeTHO
—OT  YMEHHMS CYIIPYIOB  OLIEHUTh, BXOJUT JIM UX  CEMbs B BBILICYIIOMSIHYTYIO  TpYIIY
pHCKa.
Lenu, 3ama4n 1 METOMABI MEAMKO-TEHETHUECKOTO  KOHCYJIbTUPOBAHHS
(MI'K)  OcHoBHas lelb ~ MEIUKO-T€HETUYECKOTO KOHCYIbTHUPOBAHUS -
NPESyNpexIeHUE POXKACHUS  OOIBHOrO peOeHKa.

I'maBubiMu 3agadamu MI'K  ABIIAFOTCSA: yCTAHOBJIIEHME  TOYHOI'O JUArHosa
HACJIECTBEHHON MIaTOJIOTUH.
[TpenaranbpHas (10posoBas)  AMATHOCTHUKA BPOXKJIEHHBIX U HACJIECTBEHHBIX
3a00JIeBaHUN PA3IMYHBIMUA METOIAMU:  yJIBTPA3BYKOBBIMH.

Takue  METOIBI UCMIONB3YIOTCS  TJIABHBIM OOPa3oM JUIsl  BBISABIICHUS BPOXKIACHHBIX
MOPOKOB Pa3BUTUA U OCHOBAHBI HA CLIOCOOHOCTH  YJIBTPA3BYKOBOM BOJIHBI
OTpakaTbCs OT MOBEPXHOCTH  JIBYX CPEA C  Pa3IMYHOM IJIOTHOCTBIO. DTO  TO3BOJISET
MONYYUTh  W300paKeHHE Ha DKpaHE  MOHHUTOpA.

OnTtumanbHble  cpoku npoBenenus Y3U - 17 -23 vegenu  GepeMEHHOCTH.
OpmHako IpU  ONpPEIENICHHBIX MOKAa3aHUAX ( PEAYKINS KOHEYHOCTEH,  3aJepikKa pocTa
sMOproHa uiu Tioga) Y3 mpoBoasT B 6ojiee  paHHHE CPOKH.

C noMoIbiO yIbTPa3BYKOBOTO  MCCIEJOBAaHUS MOXKHO — HCCIEIOBATh CTPOCHUE
wiofa (ero  TOJOBKH, TYJIOBUIA, KOHEYHOCTEW, IOJIOBBIX  OPTraHOB), BHISIBUTH
MOPAKEHHUE TOJIOBHOTO  MO3Ta, MOPOKU  Pa3BUTHSA KOCTEH  CKeJeTa M BHYTPEHHUX
OpraHoB, 33JIep’KKy  pocTa SMOpHOHa WK Iioja U Jip. HakornenHsle  gaHHbBIE
MOKa3bIBalOT, 4TO Y3 HE mNpUHOCUT BpeAa pa3BUBAKOIIEMYCH IIoay. B HEKOTOpbIX

CTpaHax 3Ty npouecaypy npoBoadAT BCEM 6epeMeHHBIM, 4qTo MO3BOJIACT NPpCAYIIPCANUTD



pOXJeHUe eTell ¢ MopoKamu pa3BuTHs. llepedyeHb BpOXKICHHBIX J1e(EKTOB pa3BUTHS,
JUarHOCTUPYEMBIX ¢ TomMouibio Y3M, A0CTaTOYHO LIMPOK.

[{uToreHeTnyeckue METObl  MO3BOJISIOT UACHTU(UIMPOBATE  KAPHOTHII
(OCOOEHHOCTb ~ CTPOEHHUS M YUCIO  XPOMOCOM), TyT€M 3alKMCH KapHOIPaMMBI.
[{uToreHeTMYECKOE UCCIENOBAHUE  IIPOBOJUTCA y IPOOAHJA, €r0  pOJIUTENEH,
POJCTBEHHUKOB WM  IUIOZA MIPU MOJO3PEHUH HA  XPOMOCOMHBIN CHHAPOM JHOO Apyroe
XPOMOCOMHOE HapyILlIEHHE.

OOBeKTOM UCCIIeIOBaHMsl  CIyXaT KyJIbTypbl  JIUM(OIMTOB NepuQeprudecKoit
KpoBH, GUOPOOIACTOB  KOXKH, KIIETOK  JPYTUX TKaHEH.

C nomoumplo MeTOna  ompenensdercs Haauuue X 1Y MOJOBOrO XpOMaTHHA,
OTIpENIeNISIONIEr0 UCTUHHYIO  TIOJIOBYIO IPUHAUIEKHOCTb.  [losoBoit XxpomatuH (- TenbLe
bappa) - B BHJe KOMIAKTHOW  TIJIBIOKH B sIpax ~ COMATUYECKHUX KJIETOK  HMMEEeTCs
TOJIBKO y  JKeHUIMH. OH olpeAenseTcs B AIUTEIUAIbHBIX KIETKaX  POTOBOMU MOJIOCTH,
BarMHAJIbHOM 3IIUTEIMU U KJIETKaX BOJOCSHOM  JIYKOBHUIIBL.

ITokazanus nis TUTOICHCTHYCCKOI'O O6CJ'I6,I[OBEIHI/IH 0OOILHOIO:

1) MHOKECTBEHHBIE  IIOPOKM pa3BUTHA (C  BOBJIEUECHHEM TpeX U OoJee
cucTeM);  HauOosiee IOCTOSHHbIE  HApyLIEHHUS - IOPOKU  P3BUTHUS TOJIOBHOTO  MO3ra,
ONOPHO-JIBUTATEIbHOW  CHCTEMBI, CEpila U MOYEIOJOBOH CUCTEMBI;

2) YMCTBEHHAs OTCTAJIOCTh B COYETAHUU C HAPYIIEHUSIMU  (hPU3HMUECKOro
Pa3BUTHS,  JIUCIUIA3USIMH, TUIIOTEHUTAIU3MOM;

3) CTOIKOE MepBUYHOE  OecIulofiue y My)KUMH Uy  KCHIIUH NPH UCKIIOYEHUN

THHEKOJOTHYECKON 1 ypOHOFquCKOﬁ aTOJIOTHUH,

4) NPUBBIYHOE  HEBbIHAIIMBAHHWE OEPEMEHHOCTH, OCOOEHHO Ha paHHUX
CTaINsX;

5) HapylIeHWe  II0JIOBOTO Pa3BUTHs ( TMIOTOHAIU3M, IIOJIOBbIE  HWHBEPCHH);

6) HeOonplIasg  Macca peOeHKa,  POXKJIEHHOIO IPH JIOHOIIEHHON
OEpEeMEHHOCTH.

HpI/IMeHeHI/Ie OUTOTCHCTUYCCKOIO METO/J1a B KIIMHUYECKON T€HETHKE
06YCJ'IOBI/IJ'IO pasBUTHUC HOBOI'O HalIpaBJICHUA - KIUHAYECKOMN OUTOICHCTHUKU, KOoTOpas
IIO3BOJIACT:

- YCTAaHOBUTH ITPOUCXOKACHUC CTPYKTYPHO IICPECTPOCHHBIX XpOMOCOM U HUX

TOYHYIO  KJIaCCHU(UKALHIO;



- BBIICTIUTh  CHHJAPOMBI, OOYCIIOBIIEHHBIE  TUCOATAHCOM IO y4acTKaM
WHJIUBUTYAJIbHBIX XPOMOCOM;

- HAKaIlJUBaTh CBECHUA 00  M3MEHEHMSIX XpPOMOCOM B OITYXOJIEBBIX KJIETKAX,
y  OOJNBHBIX C HACIEACTBEHHbIMU  3a00JI€BaHUSMH KPOBU  buoxumuueckue MeTobl
MOMOTAIOT OOHAPYKUTh  LEJIBIA psii 3a00JIeBaHU ¢ HApYIICHUSIMU OOMEHA  BEIIECTB
(ou3uMonatuu).  HccnepoBaHuio moasiexxaT  KpoBb, MOYA,  JIMKBOP, MYHKTAThI
KOCTHOT'O MO3ra,  aMHHUOTHYECKas )KUAKOCTb,  CIIEpMa, IIOT, BOJIOCHl,  HOTITH, Kajl U Ap.

HanepBom  »Tame obcnenoBanus ( dKCIpecc-IUAarHOCTHKA) MPUMEHSIOTCS
METOJIbI MACCOBOTO  OMOXMMHYECKOTO CKpUHUHTA:  TpoObl Demmmara (Ha
(beHmIKeTonypuio), Anbrray3ena(  TVIMKOTeHO3bl), beHenukra ( ramakro3eMus,

bpykro3zemusi), mpobda HA TUIIEPAMUHOALUAYPHUIO,



Mukpoouonorudeckuit rect  [atpu (DKY u np.  amuHoarnumonarun). PazpaboTansr
MPOCTHIC KAYECTBCHHBIE ~ OMOXMMHUYECKHE TECTBI Ui IKCIIEPCC-AHMarHOCTHKU
TUIIOTUPE03a, MyKOBHUCIIMI03a, TSI BBISBJICHUS HApPYIICHWA  oOMeHa OmnupyOuHa,
6one3nn Tes-Cakca, renmaTtoneHTHKYJspHOU nereHeparu, AI'C. Ot npoObl JOCTaTOYHO
MPOCTHI M UCTIOJIB3YIOT  JIETKO JIOCTYIHBIA ~ OHMOJIOTHYecKuid Marepuai (  KpOBb, MOYA).

Ha  Bropom stame ( yTOUYHSIONIAs JUATHOCTHKA)  HPUMEHSIOT

MOJICKYJISIPHOLIUTOTEHETUYECKUE,  MOJIKYJISIPHO-OMOJIOTHYECKUE METO/IbI,  0O0JIee CIIOKHBIC
MECTOABbL aHAJIMTUYECKOM 6I/IOXI/IMI/II/II

- UCCIICIOBAaHHE  MEeTa0O0JIMYEeCKOro MyTH (  KOJHMYECTBEHHOE OINPEICIICHUE
METa0O0JIUTOB, X KHHETUKU M HaKOIUICHHS);

- OpsIMO€  M3MEpPEHUE KOHLIEHTpalUK ( MMMYHOXHUMUYECKUE METO/bI),
AKTUBHOCTHU (3H3I/IMO- I[I/IaFHOCTI/IKa), (1)I/I3I/IKO-XI/IMI/I'-ICCKI/IX U KHUHCTUYCCKUX ITapaMETpPOB
MYTaHTHBIX OCJIKOB;

- UCCIIC/IOBAHUE MYTAaHTHBIX ~ OCJIKOB C MOMOIIBIO  HArpy304HBIX IPOO
MCUYCHBIMU CY6CTpaTaMI/I u FI/I6pI/II[I/I3aIII/II/I COMAaTHYCCKHUX KJICTOK,

- UCCIIC/IOBAHHE  CTPYKTYPBI MyTaHTHOTO  T'€Ha METOJaMHU

PECTPUKIHMOHHOI'O aHAJIN34a.

Bonpiimne nepcnekTuBbl  OTKPBIBAIOTCS C IPUMEHEHHEM  KUIAKOCTHOU U
ra3oBoil  xpomMartorpaduu, MO3BOJSIIONICH  OMPENEIUTh aMUHOKUCIOTHBIN
COCTaB UCCIIElyeMOro  cyOcTpaTa B TEUEHHE  HECKOJbKHX MHUHYT.

Ilokazanus mis OMOXUMHYESCKOTO HUCCICIOBAaHUA:
1) YMCTBCHHAA OTCTAJIOCTh, ICUXHUYCCKHC HapyIICHU,

2) HapylleHne  (PU3MYECKOro pa3BUTHUSA -  aHOMAJIbHBIA POCT U CTPOEHHUE
BOJIOC UJIM  HOITEH; HENPABUWIBHBIM ~ POCT C UCKPUBIIEHUEM  KOCTEH TYJIOBUIIA U
KOHEYHOCTEH, Ype3MepHOE  OTJIIOKEHME )KUpa,  THIOTPO(PUS WIH KaXeKCHs,
TYTOMOJBUKHOCT WM Pa300JATaHHOCTh  CYCTaBOB;

3) IUIOX0€  3pEHHUE WM MOJHAas  CJIeNOTa, TyTOYXOCTh WJIM  TJIyXOTa;

4) CyJIOpOTH,  MBbIIIEYHAsI THIIOTOHUS,  TUIIEP- U TUIIONUTMEHTalus,  (GoTo-
YYBCTBUTEIBHOCTD, XKENTYyXa;

5) HENEPEHOCUMOCTD OTJENbHBIX  IHILEBBIX IPOJYKTOB U JIEKAPCTBEHHBIX
[IpenapaToB,  HapyLICHHWE MULIEBApPEHUs,  4acTas pBOTa,  Juapesd, KUAKUM  CTyIl,

renaTto- u CIINICHOMCT aJIN,



6) MOYEYHO-KaMEHHAasi ~ 0OJIe3Hb, XOJIeCTa3;
7) TeMOJIMTUYECKUE AaHEMUU U JIP.COCTOSIHUSI.

MoneKkyIapHO-TeHETUUECKHE  METOBI ITO3BOJISIOT  aHAJIM3UPOBATH (hparMeHTHI
JAHK,  HaxoauTh W U30JMPOBATh  OT/AEIBHBIC TEHBI M MIX  CETMEHTHI M YCTAHABJIMBATH B
HUX TOCJIEIOBATEIbHOCTD HYKJICOTHAOB. [JIsi  yCHEmIHOro NpUMEeHEeHUsI B MPAKTUYECKOM
3IpaBOOXPAHEHUU  MOJICKYJSIPHO-TEHETHYECKUX METOJIOB  HEOOXOIMMO CO3/IaHUe
OMOJIMOTEK PAJMOAKTUBHBIX  30HIOB Bcex  mnocnenoBarenbHocTeit JIHK renoma
YEJIOBEKa, M B TOM  HAIPaBJICHUH y)K€ HEMAJIO  CCJIaHO.

HOBOI[OM JUIA MCIUKO-TCHCTUYCCKOTO KOHCYJIbTHPOBAHUSA MOTr'yT OBITh:

. Poxnenue pebeHka ¢ BpPOXACHHBIMH IOPOKAMU  Pa3BUTHUSL, yMCTBEHHOMN

U (QU3MUECKOU OTCTAJIOCThIO,  CJICTNOTOM U TIIyXOTOM,  CyJOpOraMu U JIp.

J CriontanHble  a0OpTHI, BBIKUBIIIA,  MEPTBOPOXKICHUS.

o bauskoponcTBeHHblE  Opaku.

J HebGnarononyynoe  TeyeHue OEpEMEHHOCTH.

J Pabora cynpyroB Ha  BpeIHOM NpPEANPUATUH.

o HecoBMecTUMOCTB CYyNpYKEeCKUX Map o pe3yc-(akTopy KpOBH.
. Bozpact )xenmunbl - ctapiue 35 neT, a My>kuuHbI - 40 neT.

MGI[I/IKO-FCHCTI/I‘-Ie()KaSI KOHCYJIbTallusA BKJIFOYAET 3 dTama:

1 oTam - 1uario3.  Pabora HauMHAEeTCs ¢ YTOYHEHMsI IUarHo3a
3a0oneBanus. TOUHBI  OUArHO3 - HEOOXOAMMOE  YCIOBHE ISl TFOOOM
KOHCYJIbTAllMU. B HEKOTOpPBIX  ciyyasx AMarHo3  HacCJeICTBEHHOM MaToJIoruu
MOXXET ObITh ~ YCTAQHOBJICH BPAuOM €Ill€  Tepe/ HAMpaBJIeHUEM B KOHCYJIbTAIIHIO.
DTO OTHOCHUTCSI K XOPOIIIO M3YYEHHBIM B JIOBOJIBHO YacTO  BCTPEUYAEMbIM
HACJICICTBEHHBIM  OOJNe3HsIM, HampuMmep,  Oone3Hu JlayHa, caxapHOMy AHa0eTy,
remounuu, MpltieyHot  nuctpoduu u ap. Yaie )ke  TUArHO3 HESACEH.

B Menuko-reHeTHMYEeCKUX KOHCYJAbTAIlMAX  JIMAarHO3 YyTOUYHSIETCS  Onaromaps
WCIIOJIb30BAHUIO  COBPEMEHHBIX T€HETUYECKUX, OMOXMMHYECKUX, UMMYHOTCHETHUYECKUX H

JIPYTUX METOJOB. OnHUM U3 OCHOBHBIX ~ METOJOB SIBJISIETCS  T'eHEaJIOTMYSCKHI METO/I,

T..  COCTaBJIGHUE POJOCIOBHOM /Ui  CYNpPY)KECKO#l mapbl,  oOparuBIIeiics B



KOHCYJIbTallMi0. B mepByro odepenb 3T0  OTHOCUTCS K TOMY U3 CYNPYIOB, B
POZOCIOBHOW  KOTOPOTO MMeNach  HacieICTBEHHas nmatonorus.  TuiartenbHbld cOop
POMOCIOBHOMN 1a€T  OMpEAETICHHYIO HH()OpMALUIO AIs1  HOCTAHOBKM JMAar€Ho3a  OOJIe3HHU.
B Gonee  ClIOXHBIX ciydasix,  HampuMep, IPU POXKIECHHH  peOeHKA ¢ MHOKECTBEHHBIMU

[IOPOKAMHU Pa3BUTHSA,  MPABWIbHBIM JUAarHO3  MOJKET ObITh  IOCTABJIEH JIUILb IPU
UCIIOJIb30BaHUY CIIELMATIBHBIX ~ METOJIOB MCClieloBaHus. B mporecce 1uarHocTuku
HEpPEeAKO BO3HUKACT  HEOOXOAMMOCTh OOCIICOBAHMS HE  TOJBKO MAllMEHTa, HO U JIPYTHUX
YJIEHOB  CEMbH.

| 5Tan —  mporwHo3s. [locne  ycraHoBieHUs nuarHo3a  ONpezesseTcs MPOrHo3
JUIs ~ TIOTOMCTBA, T.€. BEJIMUYMHA  I[OBTOPHOI'O pUCKa  POXKAEHUsS O0JILHOTO
pebenka. OCHOBOM JUIsl  peLIeHMs 3TOM  3ajauu ABJISIOTCA  TEOPETUUYECKHE PACUEThI
C  HUCHOJb30BaHUEM METOJOB FEHETMUECKOI'O aHaJI3a U BApUALMOHHOMN CTaTUCTUKU
WK TaOJMIl SMIIUPUUYECKOTO  PUCKA. DTO BXOAUT B (YHKLMHU Bpaya-reHETHKA.

[lepenaua HacieNCTBEHHBIX  3a00JI€BaHUI BO3MOKHA  HECKOJIBKMMHU IYTSIMH B
3aBUCHUMOCTH OT OCOOEHHOCTE  mepefaun HacleACTBEHHOW  marosioruu. Hanmpumep,
ecnu y peOeHKa — uMeercs 3a00JieBaHue, KaKy  OJHOTO U3 POJIUTENEH, 3TO  yKa3bIBaeT Ha
JIOMUHAHTHBIA THI ~ HaclieIoBaHMs. B TakoM  cilydae mpu MOJIHOM — NEHETPaHTHOCTHU I'eHa
OOJIbHBIEC WIEHBl ~ CEMbHU IepefagyT  3aboJieBaHUE ITOJIOBUHE  CBOMX JIETEH.

Hacnencrennas natonorusi y ~ peOeHKa 3J0POBBIX  pOAUTENEH yKa3bIBaeT Ha
pelueccuBHBIN TN HAaciaenoBaHus.  Puck poxxaeHust  OonbHOroO peOeHkay — pojauTenei ¢
peuieccUBHBIM  3abosieBaHueM cocTaBiseT 25%. [Io  ganHeiM 1976 1.y yenoBeka ObIIO
U3BeCTHO 789 peliecCUBHO — HacleAyeMbIX 3a0oieBaHuil U 944, HacienyeMbIX Mo
JOMUHAHTHOMY THILY.

HacnencTBenHass — maTojiorusi MOKET — OBITh CIETJIEHA € TOJIOM (X-CLeTIeHHbIN
TUI ~ HaclenoBaHus). B aTux  ycnoBusix puck  3a0oJjeBaHHS y MAIBYMKOB U
HOCUTENILCTBA y JIeBouek  cocTaBisieT 50%. Takux  3a0oseBaHUil B HACTOAILIEE  BpeMs
MU3BECTHO  OKoJo 150.

B ciyyae  mymnbpTHdakTOpHaIbHBIX 00JI€3HEH FeHETUYECKOEe KOHCYIbTUPOBAHNE
SBIISIETCS JOCTATOUYHO TOYHBIM. DTU 00JI€3HU 00YCIOBIICHBI B3aUMOAEHCTBUEM MHOTHX T'€HOB C
(dakTopamu BHemIHeH cpesibl. YUCIIO MaTOIOTMUECKUX T€HOB M UX OTHOCHUTENbHBIN BKIIAJ B
3a0osieBaHue B OOJIBIIMHCTBE CIIy4aeB HEM3BECTHBI. JlJ1s pacueTa FreHETHYEeCKOI0 puCKa
HCIIOJIb3YIOTCS CIEIHaIbHO pa3paboTaHHbIEe TAOIUIBI SMIMPUYECKOTO PUCKA ITPU

MYJIbTH(AKTOPUATBHBIX 3a00JI€BaHUIX.



I'eneTnueckuii puck 10 5% cUUTAETCS HU3KUM U HE SBIISIETCS MPOTHUBOMOKA3aHUEM K
MOBTOPHOMY POKJEHUIO peOeHKa B ceMbe. Puck oT 6 10 20% NpuHATO CYUTATh CPETHUM, U B
ATOM Cily4ae /Ui JaJIbHEWUIIEro INIaHUPOBAHUS CEMbU PEKOMEHYETCSl BCECTOPOHHEE
oOcnenoBanue. ['enernueckuii puck cabiie 20% MPUHATO OTHOCUTH K BBICOKOMY PHUCKY.
JlanbHeliee 1eTOPOXKIACHUE B TAHHOW CEMbE HE PEKOMEH/IYeTCS.

[Ipu XpOMOCOMHBIX 00JIE3HSAX BEPOSTHOCTH IOBTOPHOI'O POXKAECHUS OOJIBLHOrO pedeHKa
KpaiiHe HM3Ka U He npeBbimaet 1% (mpu oTCyTCTBHH OPYTUX (GAKTOPOB PUCKA).

Jnst TpaHcnokannoHHO# GopMel 6ose3Hu [layHa Mpy BEIYMCIEHUHN PUCKA BaXKHO
OTIpeeNIuTh, KTO U3 POJUTENIeH HeceT cOallaHCUPOBaHHYIO TpaHciokauuto. Hanpumep npu
rpanciokanuu (14/21) Benuuuna pucka pasHa 10%, eciau HocuTeneM sSBiIseTcst Math, U 2,5% -
ecsu Hocutenb orell. [pu Tpanciaokanuu 21-if XpoMOCOMBI Ha €€ TOMOJIOT, PUCK POXKJIEHUS
6onpHOTO pedenka coctasisieT 100%, HE3aBUCUMO OT TOTO, KTO M3 POJUTENICH SBISETCS

HOCHUTCJIEM TPaHCJIOKAIlUH.



Il aTan. [y onpenenenus prucka MOBTOPHOTO POXKIECHUsS peOeHKA C TAaTOJIOTHEe BaKHO
YCTaHOBUTH T€TEPO3UTOTHBIX HOCUTENEH MyTaHTHOTO TeHa. Oco0oe 3HaUeHUE 3TO UMEET MPU
ayTOCOMHO-PELIECCUBHOM THUIIE HACJIEOBAHUS, TP HACIIEIOBAaHIH, CLIETIJICHHOM C I10JIOM, U
OJIM3KOPOJICTBEHHBIX OpaKax.

B psae ciayyaeB reTepo3UroTHOE HOCUTENBCTBO YCTaHABIMBAETCS IIPU aHAIIN3E
POJIOCIIOBHOM, a TAaK)K€ MyTeM KJIMHUYECKUX U OMOXMMUYECKUX aHAIN30B. Tak, eciu y oTia
HUMeeTCsl pelieCCUBHOE 3a00JIeBaHuE, CLIETIIECHHOE ¢ X-XPOMOCOMOI1 (Harpumep, reMopuius), To
¢ BepositHOCcThIO 100% ero no4b OyzmeT reTepo3uroTHa 1o AaHHomy reny. Hapsay ¢ atum,
CHI)KCHHE aHTUTeMO(DUIBHOTO TTI00YIIMHA B CBIBOPOTKE KPOBH Y JIoUepelt oTrareMouinka
MOJKET CIIY>)KHTb BIIOJTHE YOCIUTEIbHBIM JIOKA3aTeICTBOM T'€TePO3UTOTHOTO HOCHTEIBCTBA I'eHa
reMoQuIny.

B HacTosiee Bpemst HEKOTOpbIe HacJeICTBEHHbIE 3a00JIeBaHNsI YCTAHABIIUBAIOTCS C
noMmouipto JIHK-nnarnoctuku.

I'eTepo3uroTHBIM HOCHUTENSAM J1e(DEKTHBIX TEHOB CIIeayeT n3beraTh OJIM3KOPOICTBEHHBIX
OpakoB, 3aMETHO YBEIMUYUBAIOIIUX PUCK POXKACHHUS ACTeH C HACIEACTBEHHON MaTOIOTHEH.

Il aran. 3akmrouenue u coBeT. 3aKI0YeHIEe METUKO-TeHETUYECKOT0 KOHCYJIbTUPOBAHUS
¥ COBETHI POJIUTEISIM (J[Ba TIOCIICTHUX 3Talla) MOTYT OBITh 00bEeIMHEHBI. B pe3ynbTaTe
MIPOBEICHHBIX TCHETHUECKUX UCCIIEOBAaHUMN Bpau-T€HETHK J1aeT 3aKII0UeHUE 00 NMEIOIICHCS
00Je3H1, 3HAKOMUT C BEPOSITHOCTHIO BOBHUKHOBEHUS 00J1€3HU B OynyIieM, Jaet
COOTBETCTBYIOIINE peKoMeHAauu. [Ipyu 3TOM yUUThIBa€TCs HE TOJIBKO BEIMYMHA PUCKA
MOSIBJIEHUsI OOJILHOTO PEOCHKA, HO U TSXKECTh HACTIEACTBEHHOTO MM BPOXKICHHOTO
3a00J1€BaHUsI, BO3MOKHOCTH TIPEHATAIIBHON JTUATHOCTUKH U 3P dEeKTUBHOCTH JieueHus. Bmecte ¢
TEM, BCE PEIICHUS 0 JajdbHENIIEMY NIAHUPOBAHUIO CEMbH MPUHUMAIOTCS TOJIBKO CYIIPyTraMHu.

Crnenyer emie pa3 aklIeHTUPOBAaTh CBO€ BHUMaHUE Ha TOM, YTO MEJIMKO-T€HETUYECKOE
KOHCYJIbTHPOBAHHUE MOXKET ObITh 3()(PEKTUBHBIM JIUIIIH P TECHOM TBOPUYECKOM U
MpOPECCHOHAIBHOM B3aUMOJICUCTBUU CIEITUATICTOB BCEX YPOBHEH, YHaCTBYIOIINX B OKa3aHUU
MEIUIMHCKON MMOMOIIM ceMbe. boiblias 0TBETCTBEHHOCTh, BO MHOTHX CIy4asiX ONpeAestonas
Pe3yNbTaTUBHOCTh MEUKO-TEHETHUECKOHN CITY:KOBI, JIEKUT Ha CIEeNUATNCTaX MePBOTO, TO €CTh

MOJIMKIMHHUYECKOI'O, 3BCHA.



3AK/IIOYEHUE

[IpencraBienue o GpaTaabHOCTH HACIEICTBEHHBIX 3a00JI€BaHUIl ClieAyeT MPU3HATh
OMO0YHBIM. ['OBOPHUTH O BO3MOXXHOCTH PaMKaIbHOTO UCIIPABICHHS MATOJIOTUU TEHOTUIIA
npexaeBpeMenHo. OnHako 60prda ¢ MPOsSBICHUEM HACIECICTBEHHBIX aHOMAIIUH y)Ke ceifuac
CTaHOBUTCA peanibHOM. HeoOxoaumMo 3HaTh, YTO MpU paHHEM PACIIO3HABAHWU HACIIEJCTBEHHOIO
nedekra, MpaBUILHOW TUArHOCTUKE U JICYEHUH B PsiJie CIIY4aeB yAaeTcs JOOUTHCS MOTHOM
HOpMaJTU3aIK Pa3BUTHA. J{JIs1 5TOTO CTOMT pa3pabaTbIBaTh U BHEAPSTH B IPAKTUKY METO/IbI
paHHEeN JUAarHOCTUKM HACJIEJICTBEHHbIX Oone3Hel. Ha jaHHbIi MOMEHT YK€ €CThb MPOCTOU
METO/]I paHHE! AMArHOCTUKH (DEHUTIKETOHYPUH, 3aKIIFOUAIOIICICS B MPUKIIAAbIBAHUU
PEaKTUBHOTO KapaHJallla K BIaXKHBIM TeJIeHKaM HOBOPOXKIeHHBIX. PaHHee BbIsBIeHHE O0NIE3HU
MO03BOJIIET CBOEBPEMEHHO HA3HAUNUTh CHEILUAIbHYIO IUETY OOJIbHBIM JIETSIM U TEM CaMbIM
IPEOTBPATUTh HEOOPATUMbIE U3MEHEHUSI LIEHTPAJIbHON HEPBHOM CHUCTEMBI.

MenuuurHcKas TeHETHKA BO BCEM MUPE MEPEKUBAET IIEPUOJ] PEHECCAHCa, YTO CBSI3aHO, B
MEPBYIO OYEpEb, C YCIIEXaMU MOJIEKYJIIPHON T€HETUKHU B UCCIIEA0BAHUN T€HOMA YEJIOBEKa.

B nepByto ouepenb, 3T0 KacaeTcsi cTaTel 0 COBPEMEHHBIM ITPo0IeMaM MOJICKYJIIPHOM
MEAMIMHCKON T'€HETUKH, T.€. [10 KAPTUPOBAHUIO T€HOB HACJIEICTBEHHBIX O0JIE3HEH, NX
KJIIOHUPOBAHHIO, U3YYEHHIO OCOOCHHOCTEH CIIEKTPOB MYTAIlMi B pa3JIMYHbIX I'CHAX,
XapaKTepHBIX AJs nonynauuid B Poccun, pazpadotke 3pPeKTUBHBIX METOJOB BBISBICHUS ITUX
MyTalHi 1 T.J.

Ceifuac 3HaUUTENHLHOE YHUCIIO HCClIeioBaTeseil B Mmupe, ocooenno B CIIIA, BoBiedeHo B
paboty no nporpamme "I'eHoM yenoBeka', HO MEAUIIMHCKAsI TEHETHKA HE UCUYEPITbIBACTCS
MOJIEKYJIIPHOM TeHETUKOM. B Hell cylecTByeT MHOTO APYTUX, HE MEHEE BaKHBIX HAYUHBIX
pa3aenoB, OTPOMHBIN IJIACT MPAKTUYECKOW IESITENbHOCTH, COBEPIIEHCTBOBAHUE KOTOPO
TpeOyeT eXeTHEBHBIX YCHIINNA. DTO Kacaercs, B IEPBYIO ouepe/ib, pabOThl MEIUKO-
TeHeTUUYECKUX KOHCyNbTaluid B Poccun. TpuanaTuneTHUil onsIT paboThI O OKa3aHUIO TIOMOIIN
HaCEeJIeHUIO MEIMKOT€HETHUECKOM CITy>kKO0H, HECOMHEHHO, TpeOyeT 0000111eHnH, KOTOpbIe
MOTYT ITO3BOJIUTH BBISIBUTH KaK cllabble, TaK U CUJIbHBIE CTOPOHBI pabOThI 3TOMH ci1yxkO0bl. OHa
BCE €I1l€ OCTAETCsl HEJAOCTATOYHO CBA3aHHOMN C pa3HBIMHU BUAAMHU CIIEUAIN3HUPOBAHHOM
MEAUIIMHCKON TTOMOIIH, TAKUMU, KaK 0(TaIbMOJIOTHSI, HEBPOJIOTHS, I€PMATOJIOTHS U T.1.
OTcyTCcTBHE TaKOM CBSI3U MPUBOJUT K TOMY, YTO 3HAUUTENbHAs YacTh CeMel ¢ pa3HooOpa3HOH
HACJIEICTBEHHOW MATOJIOTUEN MPAKTUYECKH JINIIIEHA BO3MOXXHOCTH MOJYYUTh a/IeKBaTHYIO

MCIUKO-TCHETUYCCKYIO ITIOMOIIb.



MenuuHcKasi FeHeTHKa ceiddac U B peIBUANMOM Oyayiiem OyaeT 6a3upoBarbes Ha
OIMCAHUU €AVMHUYHBIX CIIy4aeB PEIKOW HACIEICTBEHHOM NaTOJOruy. VIMEHHO Takue ciiydau
3aCTaBJIAIOT MHOI'IA IepecMaTpUBaTh HALIM MIPEICTABICHHS O 3HAUMMOCTH HACJI€ICTBEHHBIX
(akTOpOB B BOSHUKHOBEHHUH ONpPEAEICHHON naTonoruu. B cuiny cBoeil yHUKanbHOCTH OHU
MOTYT IONAcTh B T0JI€ 3pEHHS JTF0O0TO MEUIIMHCKOTO FeHETUKA, TIIaBHOE, YTOOBI OH MOHSIT HX

YHUKAJIbHOCTD.
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