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BBEJAEHHUE

3a0oneBanusi, nepeAaronIuecss Mo HACIEACTBY, 3aHMMAIOT Ba)XHOE MECTO B
KU3HU 4YeJoBeKa W HaOIIOJAOTCs BO BCEX MOMYJSIUSAX, B TOM uucie u B Poccum.
Yactora BpOXKIAEHHBIX AaHOMAIWMK pa3BUTHS cocTaBisieT 2-3%, eme 5%
HOBOPOXK/ICHHBIX MMEIOT TaK Ha3bIBa€MbI€ HE3HAUMTEJbHBIE TOPOKU. DTHUOJIOTHEH
UX SBIAIOTCS TETEPOTeHHbIE (PAKTOPBL, KOTOPHIE BKIIOYAIOT B TOM YHCIIE,
XpPOMOCOMHbBIE aHOMAJIUM, MOHOTEHHBbIE 3a00JeBaHUs, JEHCTBUE TEPATOrEHOB,
Oose3an marepu (eHWIKETOHYpHS, HHCYJIMH3aBUCUMBIN CaXxapHbIA nuabeT u ap.),
uH(peknuu (IUTOoMeranusi, KpacHyxa, W Jp.). MHOrue BpOXKICHHbIE aHOMAJIHU
3aBUCSAT OT KOMOWHAIIMM TE€HETUYeCKHX (HaKTOPOB M BO3JCUCTBUS OMACHBIX H
arpecCUBHBIX (PaKTOPOB BHEIIHEW CpeAbl, pa3BUBAsICh IO MyJIbTU()AKTOPHOMY THITY.

OTUONOTHUSL TOABJICHUS] BPOKICHHBIX MMOPOKOB PAa3BUTHUSI — ATO Pa3IUUHbBIC
MyTaIlMy B MOJIOBBIX KJETKAaX OTIAa WJIM MaTepu M TOJIbKO 3-5% TE€HOB mepenaroTcs
1o HacneaAcTBy. Takum o0pa3oM, n3-3a aHOMaJIbHBIX OTKIIOHEHUN MMPOUCXOIUT OKOJIO
50% aboptoB u 7% wMEpTBOpOokAcHUN. Ha mpoTsikeHun Bcell OepeMEHHOCTH
POIUTENSIM CJIEIyeT BHUMATEIBHO OTHOCHUTHCA KO BCEM Ha3HAYaeMbIM aHAIIM3aM,
0COOEHHO, €ClI OHM HaXOMASTCS B TPYIINE PUCKA, TOTOMY KakK 3TO CEpbE3HBIC TEHHBIS
nopoku. [y GOJIBIIMHCTBA HACHEACTBEHHBIX 3a00JsieBaHui 3(()EKTUBHBIX METO/IOB
jedeHus HeT. Takum oOpas3oM, cienyer, Uit MPOPUIAKTUKH POKISHUS aHOMaIbHOTO
OTOMCTBA OCHOBHAs! pOJIb OTBOJUTCSI O0pbOE C HACIEACTBEHHOMN MaTOJIOTHEH.

OnHa U3 BaXXHEUIINX COIUATBHO-TUTUEHHUECKHUX MPOOJIEM - BHYTpHUCEMEHHOE
pEryupoBaHKe POXKIAEMOCTH. B 3HAUNTENpHON CTENEHU PEIICHrE 3a/1a4 10 OXpaHe
U YKpPEIJICHUIO 3/I0pOBbS CEMBU CBS3aHO C BONPOCOM OpraHU3allid MEIUKO-
COIIMAJILHOM IIOMOIIH CEMBE.

Meanko-reHeTHYecKoe KOHCYJIbTUPOBAaHUE,0COOCHHO B HOCIIeAHNE
necATuieTus,  sABuseTcs  A(OPEKTUBHBIM W PACHPOCTPAHEHHBIM  METOIOM
npoUIaKTUKUA HACJICICTBEHHBIX 3a00JICBaHUMA.

BaxxHO OTMETHUTD, YTO MEAUKO-TEHETHUECKOE KOHCYIbTUPOBAHHUE CTAJIO0 OJHUM

U3 TPUOPUTETHBIX BHJOB MEIUIMHCKONW TIOMOIM OyAylIuM pOJUTEISIM B
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npoduiakTike matojgoruid. PoguTensiM pazbACHSIOT BEPOSTHOCTh PUCKA Pa3BUTHS
HACJIEICTBEHHOW MNaTOJOTMU, OCOOCHHO €CIM B JAHHOW CEMbE YK€ €CTh OOJIbHOU
pebeHOK ¢ Kakou-mubo aHoMaiuen. [[as 3TOro COCTaBISIIOT MPOTHO3 POXKICHUS B
JJAHHOW ceMbe peOCHKa C BEPOATHOW HACIEICTBEHHOW marojorueil. Eciu umeercs
BBICOKUI TPOILIEHT BEPOSTHOCTH POXKACHHUS peOCHKa C MaTOJOTHUEH, TO POIUTENSIM
00JMBHOTO pebEHKa PEKOMEHIYIOT JUOO MPOBECTU TMEpPUHATAIBHYIO TUATHOCTHUKY,
€CJIM OHa BO3MOKHa NpPH JAaHHOM BHJIE€ NATOJOTHUH, JHOO BO3AEPKATHCA OT
JNETOPOXKICHUS. B MaHHBIX cllydasix MPUMEHSIOT CIEAYIOIIUE CIEHHAIN3UPOBAHHbBIC
METO/IbI: IUTOT€HETUYECKUH, KJIMHUKO-T€HEATOrHYEeCKUH, MOJIEKYJIIPHO-
reHeTUYecKui, Oumoxumuyeckuil. JJis MOATBEp>KIEHUSI JAMArHo3a HEO0OXO0IUMO
o0cye0BaTh POJCTBEHHUKOB MpoOaHa. Takum 00pa3oM, 3TO MOMOTAET ONPECIUTh
JMartHo3 3a0oieBaHusl NpoOaH/a U BBIACHUTH TUIl HACJIEJOBAaHUSA. Y pa3HbIX YJICHOB
CEMbHM aHaJIM3 KJIMHUYECKHX TNPOSBICHUNA JAET BO3MOXKHOCTh HPOTHO3UPOBATH
XapakTep TEYEHHs MAaTOJOTHMYECKOTO TMpolecca y KOHKPETHOTO YeJOBEKa.
3akaHuMBaeTCs MEUKO-TEHETHYECKOE KOHCYJIbTHPOBaHUE pa3bICHEHUEM
OOpaTUBIIUMCS TAIMEHTaM TPUYMH BO3HUKHOBEHHUS TEHETHMYECKOrO0 pHUCKa
3a00J1eBaHUsl U XapakTepa ero TedeHus. TakuM o0pa3oM, B KaKJOM OTIEIbHOM
cllydau JaroTCs KBaJU(UIMPOBAHHBIE COBETHI IO MPOPUIAKTUKA POXKICHUS
O0ONMBLHOTO pebdeHKa, C TOMOINBI0 COBPEMEHHBIX METOJOB  JOKIMHUYECKOU
JIMarHOCTUKH U TePATHH.

I'mnore3a: eciin MEAUMKO-TEHETUYECKOE KOHCYJIBTUPOBAHUE SIBISIETCS OJHUM
u3 BUJOB d(PPekTUBHON MPOGUIAKTUKH HACIEACTBEHHBIX MATOJIOTUM, 3HAYUT, OHO
OyzeT crnocoOCTBOBAaTh YCHEIMIHOMY PEUICHUIO B BOMPOCAX IJIAHUPOBAHUS CEMbU U
MOBBINICHUIO TEHETUUECKOW 00Pa30BaHHOCTH CPEIM HACETICHUSI.

esap aunioMHOK padoThI:

BoisiBUTH ~ 3HaU€HHME  MEIUKO-TEHETHYECKOTO  KOHCYJIbTUPOBAHHUS B
po(HIIaKTUKE BPOKICHHBIX TTOPOKOB PA3BUTHUSI, XPOMOCOMHBIX aHOMAJIMA U TEHHBIX
[1aTOJIOTUH.

JInst TOCTHXKEHMS MOCTABJICHHOM LEJIA PEIIAJIMCH CIAEIYIONINE 3a{aYH:



1. Onenuts poib BpemaHBIX (AKTOPOB B Pa3BUTHH HACICACTBEHHOU
MaTOJIOTHH;

2. BobiaButh 0COOCHHOCTH 3¢ PeKTUBHOCTH MEIUKO-TEeHETHYECKOTO
KOHCYJIETUPOBAHUS,

3. Ilpoananu3upoBaTh 4acTOTY HACJIEICTBEHHOW MATOJIOTHUU M TPEIIOKUTH
MepbI MPOPUITAKTUKY;

4. Ilponaranna MEAUKO-TEHETUYECKUX 3HAHUN CPEIU HACEIECHUS.

MeToabl McCJIe0BAHNUA:

1. Hay4Ho-TeopeTHuecKui aHalu3 MEAUIMHCKON JIUTEpaTyphl MO JaHHOU
TEME.

2. OpraHu3aiMoHHbIN (CPaBHUTEIbHBINA, KOMITJIEKCHBIN) METO/I.

3. CocraBieHne CTaTUCTUYECKUX AUArpamm, rpaduKosB.

O0bekT WMccaeI0BaHMSA: TAUUECHTHl MEIUKO-TEHETUYECKOTO  OTAEIICHUS
OI'bY3 «benroponckas obnactHas kiuHUYecKas 6onpHua Csatutens Moacaday.

IIpeamer uccieq0BaHusI: CICIUATN3UPOBAHHBIN BU MEIUIIMHCKOW MTOMOIIA
HACEJICHUIO HAINpaBJICHHBIM Ha TPO(YUIAKTUKY BPOXKIACHHBIX IOPOKOB Pa3BUTHSI,
XPOMOCOMHBIX aHOMAJIM ¥ TEHHBIX MATOJIOTUH.

Teoperuyeckasi 3HAYMMOCTD JUTUIOMHON PabOTHI COCTOUT B OMpEIEICHUU
COBPEMEHHBIX CTATUCTHUYECKMX W  KIMHUYECKUX JIAHHBIX M0  MmpobiieMe
npoUIAKTUKUA HACJIEICTBEHHBIX MaTOJIOTHA.

IIpakTHyeckass 3HAYMMOCTb JIUIJIOMHOM  pabOTHI  3aKjO4YaeTcss B
ONpPEACICHUN 3HAYCHUSI METOJIOB MEAMKO-TEHETUUYECKOTO KOHCYJIbTUPOBAHUS,

IMPHUMCHACMBIX JJISA HpO(i)I/IJ]aKTI/IKI/I HaCJICACTBECHHBIX MaTOJIOTHM.



I'JTABA 1. OPTAHU3AIIMOHHBIE ACHHEKTBI ME/IUKO-
I'EHETHYECKOI'O KOHCYJIbTUPOBAHMS HA BBISIBJIEHUE
HACJIEJCTBEHHBIX ITATOJIOT U1

1.1. DTHOJIOTHA HACJAEACTBEHHBIX MATOJOT UM

B Tom, 4TO, XpOMOCOMBI UTparOT OOJBILIYI0 OHOJIOTMYECKYIO POJIb U UMEIOT
OpsIMO€ OTHOILLIEHWE K TNepeJadye HacleJCTBEHHOW HHQOpMAIUM, JJ10Ka3bIBaET
IIPABUJIO ITOCTOSTHCTBA YMCIIAa XPOMOCOM, UX APHOCTH, HHAMBHUIYAJIbHOCTD, CII0KHOE
noBeZeHUEe mnpu Menoze M murtose. OrtkpeiTeie I'. Menaensa, Takoe Kak,
LUTOJIOTHYECKOE OOBSICHEHUE 3aKOHOMEPHOCTEH HacleloBaHWsA, a TaK XKe
JIOKA3aTEIbCTBO 3aKOHOMEPHOCTM  HACJIEIOBAHUS NPU3HAKA SBISIETCS OJHUM M3
BECKUX YTBEPXKACHUN POJIM XPOMOCOM B SIBJIICHUSX HACJIEICTBEHHOCTH.

XpOoMOCOMBI 00pa30BBIBAIOT OJIHY TOMOJIOTHYHYIO Mapy, KOTOPbIE a0COIIOTHO
OJIMHAKOBBI MO cBoeil cTpykType. Ilpu comocTtaBieHnn HaOOpPOB XpPOMOCOM U3
COMATHUYECKUX KJIETOK KEHCKOW M MY)XCKOW ocoOell OOHapyKMBAIOTCS OTIWYUS B
OIHOW Mape XpOMOCOM, OJHAKO XPOMOCOMBI OJMHAKOBBI y OJHOrO M3 moja. Mx
Ha3bIBaIOT X-XpoMocoMaMmu. OHa Takas ke X XpoOMOCOMa UMEETCs y Ipyroro mnosja,
a BTOpasi — N0 CBOEMY CTPOCHHUIO OTJIMYAETCH. OJTy IMapy MNPHUHATO HA3bIBATH
IIOJIOBBIMM XPOMOCOMaMH. AyTOCOMaMM Ha3bIBalOT BCE IMapbl XPOMOCOM, KOTOPBIE
UJCHTUYHBI Y MYKCKOH M >KE€HCKOI ocoOu. IlojoBble XpOMOCOMBI OTJIMYAIOTCS 11O
3aKJIIOUCHHOM B HUX MHGOpMaluu u no Mmopdoioruu[6, c.75].

[Ton Oyamymiero opraHu3Ma pa3BUBAcT B 3UTOTE OIPEAEICHHOE COYEeTaHHE
MOJIOBBIX XPOMOCOM. ['OMOraMeTHBIM IOJ1 Ha3bIBAIOT C OAWHAKOBBIMU IOJOBBIMHU
XpoMocoMamMu-XX, a reTeporaMeTHbIM ¢ pa3HbIMU-XY .

VY KEHCKOr0 roMOraMeTHOTO I0JIa AULEKIETKH COJEPkKAT BCE OJMHAKOBBIE 110
CTpYKType X XpOMOCOMBI. MYy>KCKHE He 3peJible MOJIOBBIE KJIETKH CIIEpPMaTO300HbI B
mpolecce co3peBaHus O00pasyroTcs JBYX THIIOB, OJHM M3 HHUX cojepxkar X

XpPOMOCOMY, APYroi TuIl Y XpOMOCOMY.



Sitnexnerka, koTopas uUMeer X XpOMOCOMY M OIUIOAOTBOPSIETCS MYXCKOMW
raMeTou, KOTopas TOXKE€ MMeeT X XpPOMOCOMY, TO W3 TaKOW 3WUrOThl Pa3BUBAETCA
KEHCKast 0COOb.

SiiuekneTka, KoTopass uMmeeT X XpOMOCOMY U OIUIOJOTBOPSIETCA MY>KCKOU
ramMeToi, KOoTopas ToKe MMeeT Y XPOMOCOMY, TO M3 TaKOW 3UTOTHI pa3BUBAETCS
MY>KCKOW OPTaHU3M.

JIoka3zaHo, 4TO pa3BUTUE 10JIa OPraHU3MOB 3aBUCUT OT COYETAHMS MOJOBBIX
XpOMOCOM B 3UIOT€ M B YacCTHOCTH, KakuM crepmarto3ousiom ¢ X wunu Y Oyzer
OIUIOIOTBOPEHA AUIEKIIETKA.

Takum 00pa3oM, HM3BECTHO, YTO OCOOEW JABYX pa3HBIX IOJIOB POXKIAECTCS
NpUOIM3UTENIBHO TMOPOBHY, TaK Kak TeHO(GOHI TOAJIEPKUBAET MPUMEPHO
OJIMHaKOBOE yuciao X XpoMocoM U Y XxpoMocoM [2, ¢.43].

VY uenoBeka HACIEAYIOTCS CIEIUIEHHBIE C MOJOM TremModuiaus (MeqjeHHas
CBEPTHIBAEMOCTb KpPOBH, OOYCIIOBIMBAIOUIasi IMOBBIIIEHHYIO KPOBOTOYHUBOCTH),
JTATLTOHU3M U JIp. ['eH, KOHTPOMPYIONIHA HOPMAITbHYO CBEPTHIBAEMOCTh KpoBH (H),
U ero ajuienbHas nmapa — «reH remodumun» (h) — Haxomsatces B X-xpomocome. Ecium
YKEHIIMHA IeTepO3UTOTHA MO3TOMY MpPU3HAKY, reMO(Uus y Hee He MposiBiseTcs. Y
MYKUMHBI TOJILKO OffHAa X-XpOMOCOMa, CIEJO0BATENIbHO, €ro T€HOTHI MOXET OBITh
3anucaH uMeHHO Tak. [lockonbky Y-XxpoMocoMa HE HECET I'€HOB, OINpeNessIOUINX
MEXaHU3M CBEPTHIBAaHUS KPOBH, TO €r0 COCTOSIHUE 3/J0POBbSl MO 3TOMY MPHU3HAKY
Oyner onpeaeisiTh X-XpoMocoMa.

HacnegoBanue reMmouinm MO>XKHO TPOUIJUTIOCTPUPOBATH MPUMEPAMHU.

Hampumep, HOpMalIbHYyI0 CBEpPTHIBAEMOCTh KPOBU HMEET MaTh U SIBISIETCS
rOMO3UTOTHOW MO 3TOMYy MpH3HAKy, a OTel cTpajaer remodpmiuei. Bcee aeru
(EHOTUITMYECKH 3[0pOBbI, HO JI0Y€pU TE€TEPO3UTOTHBI MO TeHY reMouiuu, T. €.
SBIISIIOTCA HOCUTENIIMU. MaTh-HOCUTENb ajljieiss reMouinu, otel 310poB.B stom
cllydae Bce J104epu (PeHOTUMUYECKH 370POBbI, XOTs MOJOBUHA U3 HUX HECET aljielb
h; cpenu ceiHOBEH MOOBHHA cTpagacT remoduiueii [4, c. 34].

JlokazaHO, YTO PEECCUBHBIN ajulelb TAaKOTO 3a00JieBaHus, Kak reModuius B

reTcpo3UuroTHOM COCTOSSHHUHM MOXKCT IIPATATbCA Yy XKCHIIUMH B PAAC IMOKOJICHUM.
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CrnenoBaTenbHO, N1eBOYKAa C TeMOUINEH TMOSBHUTCS OT POAUTENEH, CTpaJaronIux
remodunueii, ecnmu oren OoneH remoduauet, a wmarb OyneT SBIATHCA
IeTEPO3UTOTHOM HOCHUTEIBHUIICH IO JaHHOMY MpHu3HaKy. Takoe coueTaHHwe w,
cJieIoBaTeIbHO, 3a00JIEBaHUsI BCTpeYaeTcs KpaitHe penko [4, c. 200].

PaccmoTpum  cienyronuii  mpuMep  HACICACTBEHHOro  3a00JjieBaHHS  —
JNaJbTOHU3M, KOTOpPBIH TIPOSIBISETCS B BHJAC aHOMaJIMM 3peHus. B  Hopwme
I[BETOBOCIIPHUATHE KOHTPOJUPYETCS JTOMHUHAHTHBIM T€HOM, JIOKAJIM30BAaHHBIM B X
XpoMocoMe. A B TOMO3UTOTHOM COCTOSTHUU PEIICCCHBHAS IMapa 3TOr0 reHa MpUBOJIUT
K pa3BUTHIO ManbToHM3MA. Ce10BaTebHO, JaIbTOHU3M OYET Yalle BCTPEUYaThCs Y
MY’KUWH, 9e€M Yy JKCHIIWH, TaK KaK y MY>XYUH TOJIbKO ofHa X XpOMOCOMa M €CII B
HEW JIOKAJTU3YIOTCS PEIECCUBHBIN ajjlelib, OTBEUAIOIIMA 3a pa3BUTHE JIAHHOU
aHOMAaJIuHU, TO OHA 0053aTEIBHO MPOSIBUTCA Y 0COOU MY>KCKOTO TToJ1a.

l'enotunmn - 3TO0  1HeinocTHas  cucreMa. [IpuBeneHHbIE  TPUMEPHI
HOBOOOpA30BaHUM TIPU CKPEIIMBAHHH TOBOPSAT O TOM, YTO PAa3BUTHUH OpraHU3Ma
UMEET MECTO CJIOKHOE B3aMMOJIeCTBHE TeHOB. JloKa3aHO, YTO pa3BUTHEC MpHU3HAKA
KOHTPOJIUPYETCs AEHCTBUEM MHOTHUX T€HOB. M1 HA000pOT, BHIACHWIOCH 3aBUCUMOCTD
pPa3BUTHS HECKOJBKUX MPU3HAKOB OT OAHOTO reHa. TakuMm oOpa3oM, HE MCKITIOUCHO,
9TO T€H MOXXET CTaTh MOAM(MUKATOPOM JUISl IPYTHX MPU3HAKOM U SBIATHCS T€HOM
JNICUCTBUSL IS Pa3BUTHUA OCHOBHOTO IMpU3HAKa. B3auMoaencTBHE TEHOB BCETO
T€HOTHIIA C BHEIIIHEH Cpeliol B OHTOreHe3e ocobu — ¢enotur [ 1, c. 89].

B mpormecce »BOMIOIMM OPraHUYECKOTO MHUPa W CPOPMUPOBATIOCH Takas
MOJICNTb IIEJIOCTHOW CHCTEMBI. [Ipu 3TOM Mepexunu He OJaronpusATHBIC YCIOBHUS
BHCITHEH Cpeabl T€ OPraHWU3MbI, Y KOTOPBIX B3aWMOJICHCTBHE J1aj0 Hauboliee
OJlaronmpuATHOE COUYETAaHHUE B OHTOTEHE3E.

3HauYCHUE TCHETUKHA B MEIUIIMHE. 3aKOHOMEPHOCTH HACJICIOBAHUS MPU3HAKOB
SIWHBI U1 BCEX OPTaHu3MOB. M3yueHne ux y 4elnoBeKa BCTPeUaeT Psii TPYIHOCTEH.
BrionHe mMOHATHO, YTO HA YENOBEKE HEBO3MOXKHA TOCTAaHOBKA SKCIEPUMEHTOB.
MeieHHass cMeHa ITOKOJIEHHH, HEOOIBIIOE YHCIO JETEH B KaXKIOM CEMbE TaKKe

CIIy’KaT NpCIsITCTBUCM I U3YUYCHUA I'CHCTUKH YCJIOBCKA.



«J1714 M3ydeHus MEAUIIMHCKON T'eHETHKU YEJIOBEKA MPUMEHSIIOTCS CIIEIYIOIINE
METOJIBI: T€HEAJIOTHUECKHI, OJIM3HEI[OBBIA M IIUTOJIOTHUYCCKHUI, ONOXUMHIECCKHIA.

1. T'eHeanmorvyeckuii METOJ| 3aKJIIOYAETCS B COCTABJICHUU POJIOCIOBHBIX.
OTHM METOJOM YCTAHOBJIEHO, HallpUMEp, YTO, Kapui LBET IJla3 JOMHUHHUPYET Haj
rojqyObIM, HAJIMYKME BECHYIIEK - HaJl UX OTCYTCTBUEM, CIIOCOOHOCTH JIyyIlle BIaJETh
paBoil pyKol HaJ CIOCOOHOCTBIO JyYIlle BJIAJIETh JEBOM PYyKOW W T. A. DTUM XK€
METO/IOM YCTaHOBJICHA Mepeayda 1o HaCJIEICTBY psiaa Ooye3HeN.

2. bnu3HENOBbI METOJI CBSI3aH C TEM, YTO CYILECTBYET JiBa TUIIa OJIM3HEIOB:
Pa3HOSMLIOBBIE M OAHOSMIIOBBIE. Pa3HOANIIOBBIE OJIM3HEIBI PA3BWIMCh U3 Pa3HBIX
AULIEKIETOK, KaXKaasi U3 KOTOPbIX OIUIOAOTBOPEHA «CBOMM» CIIEPMATO300HOM. Takue
OJIM3HEIbI MOTYT OBITh KaK OJHOTO, TaK M pa3HOro mojoB. OHU MOXO0XH JIpyr Ha
npyra He Oojiee yeM OObIYHBIE OpaThsi U cecTpbl. Tak Kak OHM pPa3BUBAIOTCS B
OJIMHAKOBBIX YCIIOBUAX, TO BCE PA3IMYUsl MEXAY HUMU OOYCIIOBJICHBI T€HOTHUIIOM.
OpHosiflieBbie OJM3HEIBI Pa3BUIMCh W3 OJIHOM 3UTOTHI, pa3JeiMuBIICICS Ha JBa
(dparmMeHTa Ha paHHUX CTAJUAX 3aPOJBINIEBOro pa3BUTHs. OHU 00A3aTEIBHO OJHOIO
1ojia ¥ HACTOJbKO MOXOXHU JPYr Ha Jpyra, 4To MX MYTalOT Jaxe poauTenu. Bce
OTIIMYUS MEXKIYy HUMHU OOYCJIOBJIECHBI (PAKTOpPAMH Cpelibl, @ CXOJICTBO — F€HOTHUIIOM.
OTOT MeToj B PpAAE CiIydyaeB [JAaeT BO3MOYKHOCTh YCTAHOBUTH, KaKOBa pOJIb
HACIIEICTBEHHOCTH W CpEIbl B PAa3BUTHUU pa3IMYHBIX [PU3HAKOB, a TaKKe
3a0oneBanuil. Tak, 3a0o0jeBaeMOCTH KOPbIO B PaBHOM Mepe MOABEPKEHBI Kak
OJTHOSIUIIOBBIE, TaK M Pa3HOSHIIOBBIC OJM3HEIBI, CIEJOBATEIILHO, 3Ta OO0JIE3Hb
MOJIHOCTBIO OOyCloBeHa (akTopaMu cpeabl, T. €. 3aBUCUT OT TMOMajJaHusl B
opraHu3M Bo30yautenst Oone3nu. st 3a0oneBaHusi TyOepkylie3oM M nudrepueit
HE0OX0aMM BO30YAWTENb, HO B PUCKE 3a00JIETh OOJBINYIO POJIb MTPAET T€HOTHII.
OObIyHO, eciiM Takoil Ooye3HBIO 3a00Jie OJMH M3 OJHOSHIEBBIX OJIM3HEIIOB, TO
4acTo 3a0oJieBaeT U JPYroil. Y pasHOSIMIIEBBIX TaKOTO TMOCTOSHCTBO HET. [ 'pymimbl
KPOBU IICJIMKOM OOYCJIOBJICHBI HACJICICTBEHHOCTBIO, OHU BCETJla OJMHAKOBBI Y
OJTHOSIMIIEBBIX OJIM3HELIOB.

3. llutonormueckuii METOJ 3aKJIIOYAaeTCs B HM3YUYEHHH XPOMOCOMHBIX

KOMIIJICKCOB. ]_—[J'I}I ATOM A(SA) 051 O0OBIYHO HCITIOJIB3YIOT HCﬁKOHHTBI B Ma3KaX KpPOBH,
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NOJIBEPTIIUXCA CHEUMaTbHOW 00paboTke. ODTUM METOAOM YCTAaHOBIEH Pl
XPOMOCOMHBIX MYTallui, MPUBOASIIUXCS K TSDKETBIM 3a00eBaHusIM. Tak, Hanpumep,
KOI'/Ia B IUIJIOMTHOM Habope XpOMOCOM OKXKETCS OJ[HA JIMIIHSA XpoMocoma u3 21-it
mapel, TO 3TO BIeYET 3a coboi Oone3ns JlayHna. Takue OonbHBIC UMEIOT MAJICHBKUN
pasMep TOJIOBBI, Y3KUI pa3pes Iiia3, MI0CKOE JUI0 U PE3KO CHUKEHHBIN MHTEIUICKT.
VYcraHoBiIEHB MU MHOTHE Jpyrue OOJI€3HH, CBA3aHHBIE C HApYIIEHWEM 4YHUCiIa U
CTPYKTYPBI XPOMOCOM.

4. bnaronaps OMOXMMHMYECKHMM U IUTOJIOTMYECKHUM METO/IaM, MPOU3O0IILIO
OypHOE€ pa3BUTHME TEHETUKH YEJIOBEKAa. YUEHHbIC, 3aHUMAIOLIUECs H3yYeHUe
TE€HETUKU Y€JIOBEKa, B OCHOBHOM HCHOJB30BAJIM CTaTUCTUUYECKUE MeToAbl. Hamuuue
pPa3IMYHBIX AHOMAJIMN TMPEICTABWIO BO3MOXKHOCTH YYEHBIM [UISI HM3YyYCHHUS
nocyencTeuii myrauuid. Hampumep, Ob110 00Hapy»K€HO, YTO MYTallMM MOTYT BBI3BAaTh
OOpbIB AMMHOKUCIIOTHOM 11enu B pe3yibrate Aesnennu. C IOMOIIbI0 OMOXUMHUYECKUX
METOJOB M MOJIEKYJIIDHOM T€HETUKH YJaJoCh ONPEICIUTh HYKICOTHIHYIO
MOCJIEIOBATEIBHOCTh T'eHa. BbII0 JOKa3aHO, YTO MPUYMHAMH MHOTMX BPOKJEHHBIX
HapyleHui MeTabom3mMa — pa3uyHbie 1eheKThl PEepPMEHTOB, KOTOPhIE BOSHUKAIOT B
CIIEICTBUMMYTAllUi, M3MEHSIOIMX HX CTPYKTYPHOE PACIOJIOKEHHE, TOITOMY
OMOXUMHUYECKUM METOJIOM TPHUHANJICKUT BaKHAS POJb B JIMarHOCTHUKE MHOTHX
MOHOT'€HHBIX OoJie3HEl (HampuMmep, OJHa U3 CaMbIX 4acTbIX (POPM HACIEICTBEHHBIX
nedexToB 0OMeHa aMUHOKUCIIOT - (PeHUIIKETOHYpuUsi)» [7, ¢.15].

YcTaHOBIEHO, YTO NPUMEPHO 4% HOBOPOXKACHHBIX MMEIOT HACIEIACTBEHHBIE
OOJIe3HU WM HapylleHue B cTpoeHue Tena. [Ipu paHHeM yCTaHOBJIEHHM JMarHo3a
HACJIEICTBEHHOM OO0J€3HH, BO3MOXKHO, JOOUTHCA HOpManu3auuu paszButus. llpu
HEKOTOPBIX OO0JIE3HSIX, CBSA3aHHBIX C HAPYIIEHUEM YHUCIA XPOMOCOM, HMCIOJb3YyeTCs
Je4eHre ropMoHaMu. Pa3BuTHE HEKOTOPBIX HACJEICTBEHHBIX OOJIE3HEH,BO3MOKHO,
MPEAYIPEINUTh CIIEUaIbHON AueTor. [IpuMepHO B OTHOM Cilydae Ha JECATh ThICAY
HOBOPOXKICHHBIX pPEOEHOK HWMEET HAaclIeJCTBEHHYI0 OO0Je3Hb, CBS3aHHYIO C
OTCYTCTBUEM (DEPMEHTOB, HEOOXOAMMBIX Il YCBOEHHS MOJIOYHOTO caxapa. Eciu
CBOEBPEMEHHO He OyJeT MOCTaBJIEH AUAarHo3 U peOCHOK BCKApMIIUBAIOT T'PYAHBIM

MOJIOKOM, Y HCT'O pa3sBUBACTCA CJ'Ia6OYMI/I€. Ho ecim BOBPCMs IMOCTABJICH AWAIrHO3 U
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peOEHOK TepeBeIeH HAa BCKAPMJIMBAHUE HMCKYCCTBEHHBIMU CMECSIMU, DPa3BUTHE
nouaeT HopMmaiabHO. M3 3TOro mpumepa BUIHO, YTO MPOSBICHUE HACIEICTBEHHO
Oone3Hn He ¢aTtanbHO. 3ajaya  MEAMIMHBI  3APAaBOOXPAHEHUS B H3YUYCHHUE
HACJIEJICTBEHHBIX O0JIe3HEH, pa3paboTka METOJ0B X MPOQPHUIAKTUKH, THATHOCTUKA U
JICYEHUS.

B Hacrosimee Bpems B KPYNHBIX NOpOJax Halled CTPAaHbl CO3IaHBbI MEAUKO-
FEHETUYECKUE KOHCYyNbTaluu. B Tex ciywasx, Korja y CYHNpPyroB BO3HHUKAIOT
COMHEHHMSI, HE TOSIBUTCA JIM Y HUX PEOCHOK C HACJIEICTBEHHOU OO0JIE3HBIO, HATMYHE
OOJIbHBIX POJICTBEHHUKOB WJIM POXKJICHHE paHee OOJbHOro pedeHKa, MEIUKO-
reHeTUYECKasi KOHCYJbTAIUSI MOXKET TOMOYb PEIICHUIO TOT0 BOMPOCa.

[Ipodunaktuka HaAcCIEACTBEHHBIX OOJe€3HEH HamlpaBieHa Ha YCTpPaHEHUS
JEUCTBUSL MYTareHHbIX (DaKTOPOB: YMEHBIIICHUE OOJIYYEHUsS] €CTECTBEHHBIMH U
HMCKYCCTBEHHBIMH HMCTOYHHUKAMH, XUMHUUYECKUX MYTAr€HOB B OKpPYKAIOLIEH Cpene
(MPOMBIIIJIEHHBIX OTXO/I0B, BEIIECTB OBITOBOW XUMUH, SIAOXUMUKATOB) [7, C. 67].

[Ipu TpaHcIOKalMK, TPOUCXOASAIIEH MEXKY ABYMSI XPOMOCOMaMU, KOTOPhIEC HE
ABJISIFOTCSL TOMOJIOTUYHBIMUA TPOUCXOJUT HU3MEHEHUS TE€HETHYECKOro Marepuala.
NHoraga 4acTh XpOMOCOMBI JIOMAE€TCS W NPWIMMAET K KOHIY TOMOJIOTMYECKOU
XpOMOCOMBI. TakoW THIT U3MEHEHHUs Ha3bIBaeTCs AyOaupoBaHueM. TpaHCIoKaius H
nyOnmuKamus HE OKa3bIBAIOT OOJBIIOrO BIMSHUS Ha COMATHYECKHE KIIETKH,
MOCKOJIbKY OHU HE MPUBOJSAT K MOJHOM MOTEPE T€HOB B KJIETKE. Takue XpOMOCOMHBIE
U3MEHEHHUSI BO BpeMsl Meio3a mpu (OPMUPOBAHUU TaMET, BBI3BIBAIOT HEKOTOPHIC
cooun. Ecam xpomocoma B TOMOJIOTHYHOM TMmape moTepseT ¢parMeHT ¢
TyOJIMpOBaHUEM, TOJIOBUHA CHOPMUPOBAHHBIX raMeT HE OyAeT MMETh 3THX I'E€HOB.
Ecaun xpoMocoMHas mapa CHOBa MEPEXOJUT B TPAHCIOKALMIO HE C TOMOJIOTOM, TO
pu Melo3e alibHeIee pacierienne OyaeT HapymeHo. Kak pe3ynbpTaT mojioBuHa
c(hOpMHUPOBAHHBIX TaMET OYJIET UMETh HE TOMOJIOTHYHBIC TyOTMKATHI.

«OOIIenpu3HaHHO W SICHO, YTO TPUYMHOW 3a00JeBaHUN HACIEIACTBEHHOTO
reHe3a SIBISETCS JIEUCTBUE Pas3IMUHbIX (PAKTOPOB, KOTOpPHIE CIIOCOOHBI U3MEHMHTH,
WHOTJIa HeoOpaTUMO, TEHETHYECKHWW KOJ HACIEACTBEHHON wWH(pOpManuu, T.e.

BbI3bIBATH MYTAallkH. N3MeHeHHBIM HﬂCJ’IGI[CTBGHHI)IfI arfrapar - MyTaunusa, KoTopas
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IPUBOJUT K IIOSBJICHHIO HOBOTO IPU3HAKA, 3aKPEIUISIETCS B T€HOTHUIIE U 3aTEM
crocoOHa nepegaBaThes MOCIEeTYIOIUM TOKOJIEHUSM.,

MyTtanun MOTYT W3MEHMTH IOBEJIEHUE, KacaTbCs JIIOOBIX (PU3MOJOTHYECKUX
OCOOCHHOCTEM OpraHu3Ma, BBI3BIBATH H3MEHEHHE Kakoro-nubo QepmeHTta u,
KOHEYHO, 3aTparuBarb CcTpoeHue ocoOu. Ilo BIMSAHMIO Ha JKU3HECIIOCOOHOCTH
MyTallld MOTYT OBITh JIETAJIBHBIMHU U IOJIyJIETAIbHBIMHU, CHIDKAIOIIUMU B OOJIbILIEN
WIM MEHBIIEH CTENEeHH >KU3HECMOCOOHOCTh Oopranu3ma. Moryt ObITh IMpPaKTHUECKU
HEUTpaJIbHBIMU B JIAHHBIX YCJIOBHSX, IPSIMO HE BIIMSAIOLIMMU HA KU3HECIIOCOOHOCTH
¥, HAKOHEIN, XOTs U PEIKO, MYTalluh, KOTOpble YK€ NpPH BO3HUKHOBEHUU
OKa3bIBAIOTCS MOJIE3HBIMHU.

Wtak, B CBSA3M C 3TUM, COTJIacHO ()EHOTUITNYECKON KilacCU(UKALIUU BBLICISIOT:

1. Mopdodonoruueckue MYyTalHH, pu KOTOPBIX OTMEYAETCS
IPEUMYIIECTBEHHO U3MEHEHHE POCTa U POPMUPOBAHUS OPTaHOB.

2. ®du3MNojOrMYecKre MyTallMd - [OBBILIAIOUIME WM  [OHMKAIOLINE
KU3ZHEIEATEIbHOCTh OPraHU3Ma, MOJHOCTHIO WM YACTUYHO TOPMO3SIINE pPa3BUTHE
(momyneranbHBIE U JieTalbHble MyTaluK). CylIecTBYET MOHSATHE O JIETAIbHBIX T€HaX.
Takue reHsl (0OBIYHO B TOMO3UTOTHOM COCTOSIHUM) WM BEAYT K JIETaIbHOMY UCXO.Y,
WIM YBEJIMYHMBAIOT €ro BEPOSATHOCTb B paHHEM HMOpUOreHe3e, WJIM B pPAaHHEM
NOCTHATaJIbHOM Mepuojie. B OonbIIMHCTBE ciyyaeB KOHKPETHAs MATOJIOTUS MOKa He
BBISIBJICHA.

3. buoxuMuyeckue MyTaluu - MYTallUH, TOPMO3SIIME WIM H3MEHSIOIINE
CUHTE3 OMNPEICTICHHBIX XUMUYECKUX BEIIECTB B OpPraHU3ME.

[IpuBeneHHbIe PUHIIUITBI KJ1accuukanuu JA0T BO3MO>KHOCTh
CUCTEeMAaTHU3UpPOBATh HACIICACTBEHHbIE OOJE3HU MO XapaKTEPUCTUKE TN€HETHYECKOIO
nedexra» [10, c. 67].

Mytanun ObIBAalOT TpeX BHUIOB: TE€HHBIE, XPOMOCOMHBIE M TE€HOMHBIE,
SBIISIIOTCS MIPUYMHOM HACIEICTBEHHBIX OOJIE3HEH.

N3menenne mnocnenosarenbHocT HykineotnaosB JHK, sBnsercs mpuumHOn
TE€HHBIX MyTaluuid. PeliecCUBHBIN T'€H 4Yalle MYTUPYET, TaK KaK OH HW3MEHYMB O]

BIMAHUEM H€6HaFOHpI/I}ITHbIX q)aKTOpOB. Ot MyTallUl HC IIOABJIAIOTCS B IICPBOM
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MOKOJICHNH, a coOupatorcsi B reHodoHme. B He3HaunTenbHOU cTeneHu (EeHOTHIT
U3MEHSIOT CaMbIE YaCThIE T€HHbIE MYyTALUH.

N3meHeHue CTpyKTypbl XpOMOCOMBI TOJ BIMSHUEM MYyTareHHbIX (haKTOpOB
MPUBOJUT K XPOMOCOMHBIM aHOMAJIMSIM, K HUM OTHOCSITCS: AYIUIMKAIlUU, ACJCIUH,
WHBEPCUU, TPAHCIOKAIMKM, TPAHCIO3UIMK U JeduiieHcu. MyTanuu Takoro THIIa
3aTparuBalOT MHOTO T€HOB U B PE3YJIbTATE XPOMOCOMHBIE AHOMAJIMU HW3MEHSIOT
NOJHOCTBIO (eHOTUIl. B CBSI3M C BBICOKOH JIETaIbHOCTHIO, OHU HE COOMpAIOTCS B
reHodonze, (0eIoOKpoBHE JICHKEMUs, CHHAPOM «KOIIAUbEro KPUKa»).

B ocHOBe T€HOMHBIX MyTalui JeXaT MEXaHU3Mbl, KOTOpPbIE NPHUBOIAT K
aHOMAJIMM YHUCJIa XPOMOCOM B KIIETKE. DTH aHOMAJIUU OOYCIIOBJIEHBI Pa3JIMYHBIMU
MPUYUHAMU:

— Hepacxoxnenue xpomocoM. B HopMe XpOMOCOMBI JOJDKHBI Pa3eiIUThCs
BO BpeMs KJIETOYHOIO JEJIEHHS, HO OCTAIOTCS COCAMHEHHBIMH M 3aTeM B aHadase
YXOIAT K OHOMY IIOJIFOCY.

— IT'enoMHbBIe MyTanuu. BTOppIM MEXaHU3MOM SIBJISIETCA yTpara OTIAEIIBHOU
XpOMOCOMBI, MO TMPUYMHE OTCTaBaHusA, T.€. B aHadaze BO Bpems aHadazHOTO
JNBH)KEHUS OJHA XPOMOCOMA OTCTAET OT BCEX APYIHX.

— Tlomurmmonauzanus. [Ipy aHoManmnu B KaXX0W KJIETKE T€HOM MPEJICTaBICH
OoJiee YeM ABaXbl, y YelloBeKa 0OHApYKMBAETCS TOJIbKO Tpuiutonaus (3n= 69) [4,
c. 30].

[Ipu M3MeHEeHuu Yucia XpoOMOCOM B KIIETKE BO3HHKAIOT T€HOMHbIE MYTallUH,
KOTOpbIE BCErJla MPOSBISAIOTCS B MEPBOM MOKOJEHUU M MPUBOAAT KCYIIECTBEHHBIM
U3MeHeHHUIM B (peHoTuIe (MOJMIUIONUINIO, TeTEPOILIONINIO, TalIonui0). M3BecTHO,
410 5-10% reHOB — MyTaHTHBI, IOATOMY CaMbIE€ YaCThIE MYTALIMH - 3TO TEHHBIE.

Yacto ommOOYHO TEPMUHBI «BpPOXKICHHAs OO0JE3Hb» W «HACIEICTBEHHAS
3a00J1eBaHUE» UCIOJIBb3YIOTCS KaK CHHOHUMBI. 3a00J1€BaHus1, KOTOPbIE YK€ UMEIOTCS
IIPU POXKACHUH Y peOCHKa U MOTYT OBITh OOYCIIOBJIEHBI KaK HACJIEICTBEHHBIMU, TaK U
AK30TE€HHBIMU (haKTOpaMH, Ha3bIBAIOT BPOXKICHHBIMU OOJIC3HIMHU.

[Ipu ycnoBuu, 4to y o0OMX B POJYy €CTh 3a00JIeBaHMs, IMEpPEAAIONIUECs IO

HaCJICACTBY, UM CJIICAYCT 3HATh, YTO TAKOC - XPOMOCOMHBIC IMAaTOJIOTUHN TIJIO/A. Takue
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MaToJOTMU MOTYT BBISIBUTH HA pPAaHHUX CTaAMSIX Pa3BUTUS Y  IUIOJA.
NuopMupoBaHHOCTH TTOMOYKET 3aIMUTHCS OT HEXKEIATSTLHOTO 3a4aThs, HO €CIIN JTO
CIIYYHJIOCH, TO TTIOMOKET U30€KaTh TSHKENBIX MOCIEACTBUN: BHYTPUYTPOOHON rudenu
MaJbllia, BHEITHUMH MYTAIUSIMA U YPOJICTBAMH TOCIIE €r0 POXKIACHUS.

B 23 mapbl XpoMOCOMBI BBICTPaMBAIOTCS Yy 370pPOBOT0O 4elioBeka (Bcero 46
xpoMocom). [Ipu 3ToM Kaxaasi XpoMOCOMHas Iapa OTBEYaeT 3a ONpe/IeIEHHBIN I'eH.
B cnyuae, eciiv CTpOCHHUE MM KOJIMYECTBO XPOMOCOM JIPYroe, TO MOKHO TOBOPUTH O
XPOMOCOMHBIX TaTOJOTUsSX.  Pa3sHOBMIOHOCTENM TAaKWX MATOJOTHM B TEHETHKE
MHOXKECTBO M KaXJas M3 HUX NPUBOAUT K HEOJIAromnpUsTHBIM IMOCIEACTBUAM JJIsi
3I0pOBbS U KM3HU Majbima [8, c. 40].

N3menenune ckaukooOpa3HOE€ U BHE3AlHOEHACJEACTBEHHOrO  (pakTopa,
O0OyCJIOBJIEHO TMEPECTPOCHUEM CTPYKTYpbl T€HA, XPOMOCOM M UX YHCIA, 4YTO
OPUBOAUT K  W3MEHEHUI0O T'EHETHYECKOM  HACIENCTBEHHOW  MHGOpMAIIMH.
BO3HUKHOBEHHIO HACIEACTBEHHBIX OOJI€3HEH M aHOMAIHMKM Pa3BUTHs CIIOCOOCTBYIOT
(bakTopbl, KOTOPbIC M3MEHSAIOT KAaU€CTBEHHYIO U KOJMWYECTBEHHYIO XapaKTEPUCTUKY
reHoTura (CTPyKTypy OTIEIbHBIX T€HOB, XpPOMOCOM, UX uncio). K takum ¢akropam
OTHOCSITCSI MyTareHbl (9HAOTCHHBIC U 9K30TCHHBIE).

MyTareHsl SHAOTEHHBIE MOTYT OBITh XUMUYECKON U (PU3NYECKON TPUPOIBI, a
HK30TEHHBIE - XUMUYECKOH, GU3NUECKON U OMOJIOTUYECKON TTPUPOIBI.

Knaccuduxanus BpeHbx GakTOpOBpUCKA

Heob6xoarmo moMHUTH Ba (pakTopa - SIHAOTCHHBIA U DK30TCHHBIN.

OnacHbpIM (haKTOPOM Ha3BIBACTCS HEOJAHOKPATHOE KPATKOBPEMEHHOE BIIMSHHUE,
KOTOpOE€ TMPUBOJUT K THUOETW JIIoAed WM TpaBMe, WIM K JIPYTUM OMAaCHBIM
MOCIIEACTBUSIM.

Biusinue Ha opraHusM 4esioBeka BpeaHOro ¢akTopa, MPUBOIUT K BPEMEHHOMY
U CTOMKOMY YXYAIIEHUIO CAaMOYYBCTBUS, HAPYLIECHHUIO 3/I0POBbSI TOTOMCTBA U MOXKET
MIPUBECTHU K 3a00JICBAHUIO.

Tak >xe BBIACISIOT cleayronme (pakTopsl pUCKa SHIOTCHHOTO XapakTepa:
MyTareHbl, SHJIOKPUHHBIC, MeTa0OoIMUecKue 3a0oJieBaHUSI MaTepH, BO3PACT

pOI[PITCJIGﬁ, IIaTOJIOTHH IT10JOBBIX KJICTOK.
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1. B opranusme mMarepu NpoucXoAUT HAPYILIEHUE PAa3BUTHUSI OPTAaHOB IUI0/IA,
aM00 TPHUBOIAT K TPOM3BOJIBHBEIM abopTaMm, DSHIAOKPWHHBIC 3a00JICBaHHS U
MEeTa0OoJIMYECKHEe pacCTpoiicTBAa. BpoXKIeHHBIE TMOPOKM pPa3BUTHS B  YaCTYIO
BCTPEUAIOTCS TMPU caxapHOM jguadere, (EHUIKETOHYPUH, BUPHIU3HPYIOITUX
OMYXOJISIX KOPbI HAJITIOYEYHUKOB U MOJIOBBIX KEIE3.

2. XpoMmocoMHbIe M TeHHble MyTtanuu (6onee 30% BceX BpPOXKIIEHHBIX
MOPOKOB PA3BUTHS) MYTareHbl MMEIOT BO3MOXKHOCTH BBI3BIBATH IMPeoOpa3oBaHUe
TEHETUYECKOTO arapara:

— npubnmusutenbHo 20% BPOXKIEHHBIX IMOPOKOB Pa3BUTHUSL TPEACTABISIIOT
TeHHbIE MyTalliU, HAIIPUMEP, PacIIeINHbI T'yObl U HeOa.

— TIOPOKOM cepAla rpu cuHapome JlayHa sSBISAIOTCS, XpOMOCOMHBIE MyTallUH,
MPOIIEHT KOTOPOTro cocTaBisieT 0kojio 10% BpOXKIEHHBIX TOPOKOB Pa3BUTHSI.

3. Tpunonnua u aHeymouauss oOpa3yeTcsi BCIEACTBUE MATOJOTHMA
MOJIOBBIX KJIETOK, TO €CTh IPY HAPYIICHUU CIIEPMATOre€HE3a UM OBOTEHE3A.

4, Bo3spact pogurenei:

— Bospact marepu. Hapyimenus npixaTenbHOW CHUCTEMBI HauOoliee YacTo
BCTPEUAECTCA Yy IOHBIX Marepeu. PoxxmaeMocTh gered ¢ T€HOMHBIMH MYTalUsIMU
BBICOKAsl Y MaTepei CTaplIuX BO3PACTHBIX TPYMII.

— Bospact orua. Hekoropble BpOXIEHHBIE MOPOKM Pa3BUTHS HA MPSMYIO
3aBUCUMBI, K IPUMEPY, PaCIICIUHbI TYObI U HeOA.

«MoXHO mpenmnonararb, YTo OINpPEAECICHHbIE H3MEHEHHUS KOHTPOJIUPYIOIINX
TCHOB Hapsay C MYTalUsIMH CTPYKTYPHBIX OTBETCTBEHHBI 3a BO3HUKHOBEHHE
TeHETHYECKU OOYCIIOBIICHHBIX Ooisie3Hed. Kpome Toro, B psije ciydaeB CperoBbIC
(dakTopbl  HapyIIalOT  peaju3aluio  JCHUCTBUS  HOPMAJIbHOTO  TeHa, T.C.
HacleCTBeHHYI0 nHpopMmalno. OTcrofa NOosIBISETCS OCHOBaHUE JJIsI YTBEPKICHMUS,
YTO B pANIe CIydaeB 3a00JE€BaHUS SBIISIOTCS CBA3aHHBIMHU HE CTOJBKO C IMATOJIOTHEH

peryasiuu HaclaeACTBEHHOM MH(pOpMaluM, CKOJIbKO C IATOJOTHEN ee peanu3aluny

[5, c. 40].
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DK30reHHbIe (aKTOPhl PUCKA BPOKIACHHBIX TOPOKOB PA3BUTHS

[Ipumepno 10% BpOXKIEHHBIX TOPOKOB PA3BUTHA NPUXOAATCS Ha JIOJIO
cpenoBbIX (AaKTOPOB pHCKA. XHUMHUYECKOM, (DHU3NUECKOW, OHOJIOTMYECKON U
COYETaHHOM (POPMOU SBISETCS MPUPOAA FIK30T€HHBIX (DaKTOPOB pUCKa

1. ®usnyeckoe BIUSHUE: IIYMOBBIE, MEXaHUYECKHE, PpPAJUALHUOHHEIE,
TEeMIlepaTypHble W BUOpalMOHHBIE. MeXxaHnyeckoe BO3JEHCTBHUE: MAaJOBOAUE M
MHUOMBI MaTKH, aMHUOTHYECKUE CPAILICHHS.

— AMHHMOTMYECKHE CpalleHUsi MOryT CTarh MPUYMHONW TNEPETSHKEK Ha
KOHEYHOCTSIX, IPU 3TOM BBI3bIBas THIIOIUIA3UIO JHUCTAIBHBIX OTAEIOB WIH
aMITyTalHIo.

— ManoBoaue, KOTOPO€ MOXET NPUBECTU TUIOIIIA3UM HUKHUX YEIIOCTeH U
K Pa3BUTHUIO TIOPOKOB KOHEYHOCTEM.

— MuoMBI, IPEensATCTBYIOIIME PA3BUTHIO U POCTY SMOpPUOHA U TJI0/Ia B HOPME.

2. XUMHUYECKOe BIUSHHUE: JIGKAPCTBEHHBIC TIperaparbl, KOTOPbIE MOTYT
BBI3BATH BPOXKJIEHHBIE TOPOKM PA3BUTHS BEPXHUX M HIWKHHUX KOHEYHOCTEH,
pacuieauHbl Heba U ry0bl, MUKpoliedaanio, TUMOIJIa3ui0 HOTTEeH U KOHIIEBBIX (pajlaHT
nasnblieB u Aedopmaiuio Hoca.

— PaznuuHOl  mpupOABl  XMMHYECKHME  BEIIECTBA, HCIOJIb3yeMbIE B
IPOMBIIJIEHOCTA W OBITY, Hampumep, 3TO MOTYT OBbITh HPOAYKTHI METa0OIu3Ma
ATaHOJIa, KOTOpbIE MPHUBOAAT K aJKOTOJbHOM 3MOpuo u ¢eronaruu; (peHoin, coiu
TSDKEJIBIX METAJIOB 00JIaIaf0T SMOPHOTOKCHUYECKUMH CBOMCTBaMH [2, . 45].

3. buonoruyeckoe BiausiHUE: TeparoreHHble 3((EKTh BUPYCOB KPAaCHYXU U
UTOMETAIOBUPYCHOM HH(peknuu. V3BecTHO, 4YTO BUPYC KpPacCHYXU BbI3bIBAET
NOPaKEHUE LEHTPAIbHOM HEPBHOW CHCTEMBI, BpPOXKJIEHHBIE MOPOKH PpPa3BUTHUSA
OpraHoOB 3pEHUS U CIIyXa.

4. CoBMecTHOE BJIHMSHHE T€HETHUYECKUX U CPEIOBBIX (DaKTOPOB: pa3BUTHE
BPOXKJEHHBIX TOPOKOB PpPAa3BUTHA, MpPU KOTOPOM OAMH OTAENbHBIA (haKTop,
TCeHETHUECKUN WM CPEOBbI MU HA0OOPOT, HE MOXKET CTaTh WX NpuunHOM. Jloms

cpenu Bcex npuunH BIIP cocraBnser npumepro 50%.
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HacnencTBeHHYI0 MaTONIOTHIO MOYKHO Pa3IeIUTh Ha AT TPYIIIL:

1. 3aboneBaHus, KOTOpbIE BO3HUKAIOT B pe3yibraTe XpPOMOCOMHBIX U
TeHOMHBIX MyTaIlHil - XpOMOCOMHBIE OOJIC3HH.

2. 3aborneBaHMs, KOTOpbIE BO3HHUKAIOT B pE3ylbTaTe T€HHBIX MYyTaluil -
TeHHbIE OOJIe3HH.

JlokazaHo, 9TO XpOMOCOMHBIC U T€HHBIC 3a00JICBaHM MOTYT TepeaaBaThCs U3
ITOKOJIEHUS B TTOKOJIEHHUSI, M HACIIEIYIOTCS 10 3aKOHaM [ peropa Mennens.

Kiaccuduxarus reHHbIx 00Ie3HeH:

1) mo THUmaM HACJICIOBAaHUSA:  AyTOCOMHO-JOMHHAHTHBIC,  AyTOCOMHO-
perieccuBHbBIC; X-CIICTIICHHBIC TOMUHAHTHBIC,

2) B 3aBHCHMOCTH OT CHCTEMbI WJIM OpraHa OOJbIlie BCETO BOBJICUCHHOTO B
MaTOJIOTUICCKHUM MPOIIECC: KOKHBIC; TIIa3HbIC; SHIOKPUHHBIC, HEPBHBIC;

3) mo xapaktepy MeTaboJu4ecKoro jacdekra: 3a00JieBaHUSA, CBA3aHHBIC C
HapyIICHUEM YIJIEBOJHOTO, JUMUIHOTO, aMUHOKHCIOTHOTO, OOMEHAa HYKJIEMHOBBIX
KHUCJIOT 1 MUHEPAJIBHOTO OOMEHOB;

3. Mynbrudakropsie 0ome3Hu, 6one3Hu c HAaCJIEACTBEHHOU
IPEIPACIIONIOKEHHOCThIO — 3a00JIeBaHUsA, KOTOpPbIE BO3HHUKAIOT B PE3YJIbTaTe
OTIPEICIICHHON TeHETHYCCKOM KOHCTUTYITMN U HAJIMYHUS COOTBETCTBYIOIINX (PaKTOPOB
BHEIIIHEN CPEJIbI.

4. Tenernyeckue OONE3HU, KOTOpPbIE BO3HUKAIOT B peE3ylbTaTe MyTalul
COMAaTUYECKHUX KIIETOK.

5. T'enerndeckass HECOBMECTUMOCTh MaTEpH U IUIONA - ITO OOJIE3HH, KOTOPHIE

BO3HHUKAIOT B PE3YJIbTATEC I/IMMYHOHOI‘I/I‘ICCKOI\/’I pEaKIuun.

1.2. OcHOBHBIE INPHHIMIBI X 3a1a491 '€ HETUYCCKOI'0 KOHCYJIbTHPOBAHUA

JInarHocTuKa OAWH U3 CAMBIX BaXKHBIX M CJI0KHBIX MOMEHTOB B ONPEECICHUU
HaCJeICTBEHHOM Matosoruu. CIOXKHOCTh 3aKII0YaETCsS B TOM, YTO HACIEACTBEHHBIX
3a00JIeBaHU OYEHb MHOTO M KJIIMHUYECKas KapTHHA KaKJO0W M3 HUX pa3HOOOpasHa.

[Ipu sTOoM OO0dBIIMHCTBO (OPM HACIEICTBEHHBIX OOJIE3HEW BCTPEYAETCS OYEHD
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penko. Takum oOpa3om, CIENUATUCT B 3TOW 00JACTH JOHKEH BIAJACTh OCHOBHBIMH
NPUHLWANAMU  JIMarHOCTUKM  HACIEJACTBEHHBIX  3a0osieBaHui.  «J/luarHoctuka
HACJIEICTBEHHBIX OO0JE€3HEW OCHOBBIBA€TCS Ha JIAHHBIX BpayeOHOr0 OCMOTpa U
oOciieToBaHMs, TEHEAJTOrMYeCKOro aHaiu3a, MapaKIMHUYEeCKUX U J1abopaTOpHO-
IFeHEeTHYECKUX METOJOB. JTOT TMpoIecC JBYXATAlHbIM: o00IIee KIMHUYECKOE
oOcnenoBaHue (aHaMHE3, OCMOTp, JIAOOpAaTOPHbIE AaHAIM3bl, WHCTPYMEHTAIbHbBIC
WCCJICIOBAaHMs); TIPH TIOJO3PEHWHM HAa KOHKPETHYIO HACIEICTBEHHYIO O0JIe3Hb
HEO0OXOJMMO TMPOBECTH CHEHANIU3UPOBaHHOE AU depeHInanTbHO-IMarHOCTHIECKOE
o0cJieToBaHKE BMECTE C BPAYOM-TE€HETUKOM C HMCIOJIb30BAHHEM JIMArHOCTUYECKHUX
aTJIacoB, KOMITBIOTEPHBIX JUArHOCTUUYECKUX MPOTpaMM, JIabOPaTOPHO-TEHETUUECKUX
METOI0B» [6, ¢. 99].

Hapsny ¢ ounenkodt oOmux OCOOCHHOCTEH KIMHUYECKUX TPOSBICHUIN
HACJICICTBEHHBIX OOJIE3HEW HEOO0XOIUMO MPHUIEPKUBATHCS CIEAYIOMEH CXEMbI
oOcrenoBaHus, YTOObI HE MPOIMYCTUTH HACIIEICTBEHHOE 3a00JIeBaHUE.

1. CyuiecTBEHHBIM MPU3HAKOM, YKa3bIBAIOIIUM HA  HACIEJICTBEHHYIO
MATOJIOTHIO, SBJISIETCS HAPYIICHWE TEYeHUs OEPEeMEHHOCTH | MPEHATaIbHOIO
pa3BuTus 1wiofa. IIpu3HakamMu HacleICTBEHHBIX OOJe3HEH y IIoga MOTYT OBITh:
MaJIOBOAME W MHOTOBOJME, Majias MOABUKHOCTbH IUIOAA, CUMIITOMBI IMPEPhIBAHUS
oepemennoctu. OcoOeHHO Hamo oOpamath BHUMaHUE Ha MPEHATAIbHYIO
TUIOIUIA3HIO, T. €. HECOOTBETCTBUE Pa3MEPOB U MACCHI IJI0]1a WJIM HOBOPOXKIECHHOIO
reCTallMOHHOMY CpOKY. JIJIsi HEKOTOPBIX HACIEICTBEHHBIX OOJIe3HEH XapakTepHO
M30BITOYHOE Pa3BUTHE B MPEHATAIHHOM Iepuoje (BHYTPUYTPOOHAsT MaKpOCOMHUSA).
Pa3ymeercs, Bce Bblllle MEPEUNCICHHbIC PU3HAKN HE 0053aTEIbHO BCTPEUYAIOTCS MIPHU
HacjencTBeHHOW matosorun. llompoOHas Gecema C KEHITUHOW O TPOTEKAaHUU U
«COOBITUSAX» OEPEMEHHOCTH MO3BOJISIET MPABUILHO UCIIOIH30BaTh HH(OPMAILIUIO.

2. Haumbomee ouYeBWJAHOE TIPU3HAKKM  HACJICACTBEHHOW MATOJOTHU  —
BPOXKJICHHbIE TIOPOKK pa3Buths. [lodHBIE OCMOTp OOJBHOTO JAET BO3MOXKHOCTH
BBISIBUTh BPOKJICHHBIM MOPOK pa3BUTUA. OH MOXET ObITh U30JIMPOBAHHBIM (B OJTHOM
OpraHe), CUCTEMHBIM (B Mpejenax OJIHOM CUCTEMbI OPTaHOB) U MHO>KECTBEHHBIM (B

opraHax JABYX WJIH 00JI€€ CUCTEM).
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3. BaxnpiM 3meMeHTOM 00cCienoBaHusl OOJBHOTO C KIMHUKO-TEHETUYECKON
TOYKM 3pE€HUs  SBIKIETCA  aHTponoMmerpus. Hapymenuss pocra  ckenera
JTUCIIPONOPLIMOHAIIBHOCTh  Pa3BUTUSL  OTACJIBHBIX YacT€ CKeleTa  SBISIOTCS
cnenupUUecKUMH TIPU3HAKaMU HACJCACTBEHHBIX Oosie3Hei. Jlisg amarHoCTHKH
MOJIE3HBIMUA OKAa3bIBAIOTCS CIIEAYIOIINE aCTPOMETPUUYECKHE CBEACHUA: POCT, Macca
Te€Ja, TEJIOCIOKEHHUE, JUIMHA KOHEYHOCTH U X YaCTEM, OKPYKHOCTb IPYJIA U YEpena,
COOTHOIIICHUE CAaruTTAJILHOTO U JIaTEPaJbHOTO Pa3MEpOB ueperna. ITU IMOoKa3aTelu
MalKeHTa CPABHUBAIOTCS C KOHTPOJIbHBIMH JIAHHBIMH, €CJIM OHU BBIXOASAT 32 MPEIEIIbI
JIOMTYCTUMBIX BapualHil, TO OHU SBJSIIOTCA JUArHOCTHYECKHUMHU IPU3HAKAMHU
3a00J1€BaHUSI.

4. Ilpum ocMoTpe mainueHTa Ha Psy C BBISBJICHUEM BpPOXKICHHBIX MOPOKOB
Pa3BUTHUS U aHTPOIIOMETPUM HEOOXOAMMO oOpaiiaTh BHUMaHHE HA MUKPOAHOMAJIUU
pa3BUTHS, WU BpPOXKIACHHBbIE MopdoreHeTnueckue BapuaHThl. OHU SABISIIOTCS HE
cnenupUIeCKUMH MPU3HaAKaMHu SMOPHUOHATILHOTO AucMopdoreHesa.

B nocneanue roasl OCHOBHBIMU NMPUYMHAMH Pa3BUTUA 3 (DEKTUBHBIX METO/IOB
JTUATHOCTUKH, JIEYCHUS W TPO(PMIAKTUKA TEHETUYECKUX 3a00JICBAHUM SIBIISIOTCS
MOCTENEHHOE CHIDKEHUE 3a00JI€BAEMOCTHM M CMEPTHOCTH, BbI3BaHHOE HWH(EKIIMEH,
napasuTapHbIMH 3a00JICBAaHUSIMU U DKOJOTMUYECKUMHU (PaKTOpaMH, TaKMMH Kak
HeJl0e/laHre, MEJJICHHOEe WM3MEHEHHE 4YacTOThl IeHOB. [ eHeTnyeckue 3a00seBaHUsA
BO3HUKAIOT JMOO B pe3yJbTaTe€ XPOMOCOMHBIX aHOMAJIUM, JUOO B pe3yJbTare
HApyLIEHUS  TE€HOB.  XPOMOCOMHBIE  AHOMAJIUU  SBJSIFOTCA  PE3YyJIbTaTOM
HEJ0CTATOYHOU, N30BITOYHOMN WIIM aHOMAIbHOU PETYISIUU XPOMOCOM.

Kabunersl  MeIMKO-TEHETUYECKOTOKOHCYJIbTUPOBAHUS  JOJIKHBI  OBITh
OpraHW30BaHbl BO BceX Topomax U obmactsax. OcyiiecTBieHne  3ajad
oOyciaBivBaeTCs ypoBHEM MenunMHCKon oMoy, Kaxmas 5-10 cembs Hy»)Knaercs
B CICIHMAIM3UPOBAHHOM WJIM OOIEM MEIUKO-TEHETHUYECKOM KOHCYJIbTUPOBAHUH.
CembH, B KOTOPBIX MOSABUJIUCH JIETH C BPOXKACHHON M HACIEACTBEHHOW MATOJIOTUSIMHU

- 10 5% HEe00X0IUMO PEKOMEHIOBATh MEINKO-TeHETHIECKOE KOHCYIbTHpOBaHue [1,

c. 43].
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MynbsTudakTopHbsie 3a00Ja€BaHUS — 3TO HE3HAYUTENIbHBIE HAPYIICHHS T€HOB,
CBSI3aHHBIE C OCHOBHBIMM MYTAHTHBIMH T'€HAaMH U C B3aUMHBIM 3(P(HEKTOM MHOTHX
reHoB. OHUM U3 Hauboisiee 3PPEKTUBHBIX METOAOB NPO(UIAKTUKUA T'€HETUYECKUX
3a001eBaHUN B OOIIECTBE SIBJISIETCS F€HETUYECKas KOHCyiabTalus. ['eHeTmueckas
KOHCYJIbTAllMsl IEPBOHAYAILHO HAUMHAIACh C 0OCITYKUBAHNS HEMHOTUX MTallUEHTOB U
UX CeMeH, Y KOTOPBIX MOSBUJIACH HACJIEACTBEHHAsI 00JIE3Hb B CEMBE.

O1ieHKa TeHETUYECKOTO pUCKa (IPUHIIUIIBI):

1. Ilpu MynbTU(aKTOPHBIX 3a00JEBAaHUSAX, a TAKXKE IMPU BPOXKIECHHBIX
MOPOKAX Pa3BUTHS UCIIOIB3YIOT TAOIHIIBI pacueTa SMIUPUUYECKOTO PHUCKA.

2. Ilpm MOHOTEHHBIX OOJIE3HSX, KOT/a TPU M3BECTHBIX TCHOTHUMNAX 000MX
poauTenel Mpu BCEX TUIAX HACIECAOBAaHUS NMPUMEHSIOT TEOPETUUYECKUE PACUETHI 110
TUIIaM 00pa3yIOIIUXCS FaMET OT TUX T€HOTHIIOB.

3. Ilpu 3aboneBaHMSIX ayTOCOMHO-PEIIECCUBHBIX, KOTJa H3BECTEH TI'C€HOTHUII
TOJIBKO OJJTHOT'O U3 POJUTENEH, TO YUUTHIBAETCS YaCTOTA FE€TEPO3UTOT B IOITYJIALIMH.

4. Ilpmu 3a00JIeBaHUSIX ayTOCOMHO-/IOMAHAHTHBIX c HETIOJIHOM
IIEHETPAHTHOCTBIO, TO YUNUTHIBAETCS MTOJIHASI IEHETPAHTHOCTD.

5. Ilpy  KpOBHOPOIACTBEHHBIX  Opakax  y4uThbIBaeTcs  KO3(hPUIMEHT

WHOPUJIMHTA, CTETICHb POJICTBA C YYETOM MOPAKEHHBIX YJICHOB CEMBHU [3, . 42].

1.3. Menuko-reHeTH4eCKoe KOHCYJIbTHPOBaHHUE KaK

NPoPUIAKTUKAHACIEACTBEHHBIX U BPOKIACHHBIX 3a00/1eBaHUIT

B 1929 roamy B MHCTUTYTE€ HEpPBHO-TICUXMYECKON NpO(HUIAKTHKE B TOpOje
Jlenunrpan BeimatomuMcest yaeHbiM renetukoM JlaBuaenkoBeiM C.H. Obuta co3gana
nepBasi MEUKO-TeHETUYeCKasi KOHCYJIbTalHsl.

B Poccun MHTEHCHMBHOE pa3BUTHE TakoW MoMolu Hadajgoch B 60-70 romax.
Tompko k 60-70 tomam B Poccum Haudanmoch TIyOOKOE pa3BUTHE MEIUKO-
FCHETUYECKOM TMOMOIIM, HMMEHHO K ATOMY BPEMEHHM YK€ OTMEUaJICS CHJIbHBIM
Mporpecc B M3YyUYEHHH XPOMOCOMHBIX MAaTOJIOTUM W HACJIEICTBEHHBIX aHOMAJui, B
TOM uHciie 00Jie3HEN 0OMEHA BEILIECTB.
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Jlaxxe xorjga OBLIM CENaHbl Jy4IIHE€ MHKPOCKOIBI, XPOMOCOMBI HE ObLIN
OOHApy)XEeHbI, TOCKOJbKY e€Ile He ObUIM pa3paboTaHbl COOTBETCTBYIOIINE
IKCIIEpUMEHTalIbHbIe HccienoBanud. B 1869 roay monomoi mBeapckuii CTyieHT
1o umeHu @. Mutiep Hanien HyKJIEMHOBBIE CTPYKTYpPbI, KOTOpPbIE ObUTH OOHAPYKEHBI
B snpe kietku. [lozxke V. dnemunr B 1882 romy oOHapyKMBaeT «MHUTOTUYECKHE
XpoMOCcOMBI» [4, ¢. 7].

TepMUH «MEIMKO-T€HETUYECKAsl KOHCYJIbTALMSD) ONPENEIeT ABA OHITHS:

1) cTpyKTypHOE IMoJpa3/iejiCHUE B KaKOM-JIMOO 3BCHE 3]paBOOXpaHCHUH (IIpH
O0JBHULE, IPU 00BETUHEHUH, TOJIMKIMHUKE U Jp.);

2) KOHCYJbTaIUsl Bpaya FeHETHKA KaKk BpaueOHOE 3aKIII0OYCHHE;

OcCHOBHBIE OKa3aHUs JUIsl MEAUKO-TE€HETUYECKOIO KOHCYJIbTUPOBAHHUS

1) poxnenue peOeHKa C BPOKACHHBIMUA TOPOKAMU Pa3BHUTHS;

2) TOBTOPHBIC CIIOHTAHHBIC a0OPTHI, BHIKUIBIIIHA, MEPTBOPOIKICHUS;

3) ycTaHOBJIEHHas WJI OJ03peBaeMasi HAaClIeICTBCHHAs 0OJIC3Hb B CEMEE;

4) HeOIaronoJyyHoe MpoTeKaHue OEPEeMEHHOCTH;

5) OIM3KOPOJACTBCHHBIC OPAKH;

6) Bo3acHCTBHE TEPATOreHHBIX (PAKTOPOB B MEPBBIN TPUMECTP OEPEMEHHOCTH;

7) 3amepkka GU3NIECKOTO PA3BUTHS MM YMCTBCHHAsI OTCTAJIOCTh y peOeHKA.

ITo nanupiM BO3, exeromHo pokaaercss OKoJio 1,5MIJIH. HOBOPOXIEHHBIX C
CEpbE3HBIMU BPOXKJIEHHBIMU TOPOKAMH Ppa3BUTHUSA, XPOMOCOMHBIMHU M TE€HHBIMU
Oone3HAMH. YUWTHIBas TaKOW Tpy3 HACJIEICTBEHHOW U BPOXKICHHOW IMAaTOJOTHH, B
CUCTEME 3JPABOOXPAHEHUS M Oblla OpraHU30BAHHA MEIUKO-T€HETHYecKas Ciyxoa,
MpeaycMaTpuBaroIias IMOMOIIb OOJIBHBIM U HMX CeMbsIM. OCHOBHbBIE TPHUHIIUIIBI
TeHETHYECKOT0 CKpUHUHTA ObliI pa3zpaboTansl emie B 60-x rogax 20 Beka.

['enetnueckun o0ycnoBIEHHbIE 3a00JIEBaHUSI HE BCErJa MPOSBISIOTCS Cpasy.
WNuoraa npusHaku Takux 00JI€3HE MOTYT MOSIBUTHCS CO BPEMEHEM, KOT1a UCIIPABUTh
CUTYaIMIO U TIOMOYb YEJIOBEKY OBIBAET CIMIIKOM IMO3THO |35, c. 8].

[ToaToMy emie B poasoMe BCEX HOBOPOKIEHHBIX Mallblllield 0OCIeqyroT Ha
HAJIMYUE 5 caMbIX pacmpOCTPaHEHHBIX M'€HETHYECKHX 3aboseBaHuil. iMeHHO 3TO U

HAa3bIBACTCA HCOHATAJIbHBIM CKPUHHUHI'OM.
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JIJIsi TakOTO MCCAEAOBAHUS Y MaJbIa U3 MATOYKH OEpyT HECKOJbKO Kareib
KpPOBM U Ha CHEUHUAIBHOW Oymaru OTIHPaBIAIOT B TEHETUYECKYIO J1a00OpaTOpHIO.
Cnaercs Takod aHanu3 Ha 4 J€Hb XKW3HU WIM HAa BTOPOM HEAEIH KU3HU Y
HEJOHOMIEHHBIX neTei. [lpu Hamuumm mojo3peHuidt Ha 3abojeBaHUE PE3yJbTAThI
COOOMIAIOTCS B MOJHUKIMHUKY, POIUTENU IMOIY4YalOT SKCTPEHHOE U3BEIICHUE C
peKoMeHanen o0paTUThCA B MEIUKO-TEHETHYECKYI0 KOHCYJIbTAllUI0, YTOOBI
IIPOBECTU KOHTPOJbHOE oOcienoBanue. Ecnu aumarno3 moaTBepausics, HEMEAIECHHO
Ha4YMHAeTCs JieueHue. B Tom ciiydae, Korja 3TH TECThl MO KaKUM-JIMOO MPUYUHAM
HEOBUTH BBITIOJTHEHBI B POJIJIOME, UCCIIEIOBAHUE 0053aTEILHO MTPOBOAUTCS B IETCKOM
MTOJIMKJIMHUKM.

Bce 3a0onieBaHusi, KOTOpbBIE BBISBISIIOTCS  MOCPEICTBOM  IMOAOOHOTO
TECTUPOBAHMS,  MONJAIOTCS  JICUCHUIO, TOATOMY  BaXHOCThb  IPOBEACHUSA
HEOHATAJbHOIO CKPUHUHIA IIOUCTUHE HEOLICHUMA.

B Hacrosimee BpeMs MEOUKO-TEHETMYECKAas KOHCYJIbTAallMsl BO MHOTHX
CTpaHaxXx, B TOM 4YHUCIIC€ B HAIlEd CTpPaHE SABJISAETCS YaCThI0 MEIMIMHBI, KOTOpas
BKJIIOYAET B ceOsl MpUMEHEHUE MEAUIIMHCKON TeHeTrnuecko Hayku. llens memuko-
IF€HETUYECKOM KOHCYJbTAllMM — 93TO BBISBJICHHUE TE€HETHMUYECKOTro 3a00JIEBaHUS Y
MAIMEHTOB, CEMEN, POJCTBEHHUKOB. KaHAMAAThl HA T€HETUYECKYI0 KOHCYJIbTALUIO,
KaK MIPaBUIJIO, CEMbU B KOTOPBIX UMEETCSI OOJLHOM peOeHOK, TaK KaK BO3pacTaeT PUCK
MOBTOPHOTO BO3HUKHOBEHUS 3a00sieBanus [6, ¢.32]. [y 3TOro MpUMEHSIIOTCSI TECThI
Y METOJIbI, KOTOPBIE UCIIOJIB3YIOTCS ISl BBISBICHUSI HOCUTEIIEU B POLY.

CeromHss W3BECTHBI MEXaHU3MBI  (POPMHUPOBAHUSA MYTAlUMd, TPUUUHBI
reHeTHYecKuX (hakTOpOB B Pa3BUTHE HACIEICTBEHHBIX 3a0o0sieBaHUM. MeauImHcKue
pabOTHUKH, KOTOPBIE MOTYT JaTh T€HETHUYECKYIO KOHCYJIbTAIUIO, JTOJDKHBI YMETh
MPAaBWIbHO OOBSICHUTH TMOJYYEHHBIC PE3YyJbTaThl TECTUPOBAHUSI UJIEHAM CEMbH.
Taxke nmaTh TOYHYHO UWHOOPMAIMIO O PUCKE TMOBTOPHOTO  TOSBIICHUS
HACJIEACTBEHHOTO  3abojeBaHusa. MeAWIMHCKANA  TIEpPCOHAN  JIOJDKCH  3HATh
pErIaMEeHTUPYIOLILYIO JIOKYMEHTAIUIO o MEIMKO-TEHETUYECKOMY

KOHCYJIbTUPOBAHWIKO W HMCTb BO3MOKHOCTL HAIIPABJIATH CYIIPYKCECKUC IIapbl B
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COOTBETCTBYIOIIME LIEHTPHl TE€HETHYECKOW JMAarHOCTHUKH, 4YTOOBI OHHU MOIJIU
BOCITOJIB30BAThCS BOBMOKHOCTSIMU IPEHATAIBHON AUArHOCTUKH.

B Menuko-reHeTMueckux IeHTpax HHGOpManus JODKHA ObITh JOCTYIIHA
(Oporurtopa, OyKJIeThl, MaMATKH), B KOTOPBIX COJEPKUTCSA BakHas HMHPoOpMaIus, B
KOTOpOW OCBEIIAETCSl B TUCbMEHHON (hOpMe JOKYMEHTUPOBAHHBIE CBEICHUSI.

Meton — 3TO0 camblii MOIIHBIA CIIOCOO T€HETUYECKOTO KOHCYJIBTUPOBAHMS.
[Ipn omnpeneneHUM TEHETUYECKUX W MEIULHUHCKUX NOPOLEAYp MEAULUHCKHMA
pabOTHUK AOKEH NPOSBISATH OCTOPOKHOCTh B UCIOJIB30BAHUU TEPMUHOB, KOTOPBIE
MOTYT OBITh HE MNOHATHBL. TakuM o0pa3oM, MNOpeaoCTaBlICHHAas HWHPOPMALIHS
oOecrieunBaeT KOMPOPTHYIO Cpely AJIsl MPUHATHUS TPABUIBHOTO PEIIECHUS.

«IIpn KOHCYJIbTUPOBAaHUN MYJIbTU(AKTOPUATIBHBIX 3a00JIeBaHUI
00OCHOBAHHBIM MPOTHO3 MOYKHO MOJIYYUTh C IMOMOIIBIO TAOIHI] SMIHUPUYECKOTO
pUCKa, KOTOPBIE CIYXaT OCHOBOW KOHCYJIBTHUPOBAHMS, XOTS OHM M HE CTOJIb
YHUBEpPCAIbHBI  JUISI  PAa3JIMYHBIX  [ONYJSIUMUOHHBIX  rpym.  [lpu  Takom
KOHCYJIFTUPOBAHUHU CTENEHb PUCKA 3aBUCHUT HE TOJBKO OT MPABWIBHOCTU JUArHo3a,
HO W KPUTEPUEB, XapAKTEPHBIX IS TOJIMTEHHOTO HAclen0BaHus. B ux yucine: cBs3b €
BEIMYMHOW  KO3PUUMEHTa  HaciueAoBaHWs  OOJE3HHM;  CTENeHb  POJCTBA
KOHCYJIbTUPYIOIIErocsi MpoOaHaa ¢ OOJbHBIM POJCTBEHHUKOM; TSXKECTb TEUEHUS

00JIe3HU; PEAKO MOPAKAEMBIH MMOJ; YUCIIO OOJBHBIX POACTBEHHUKOBY [3, ¢. 10].

1.4. YpoBHHU ¥ 3Tanbl MEAMKO-T€HETHYECKOI0 KOHCYJIbTHPOBAHUS

Kaxk npaBuibHO, 32 MEIUKO T€HETUUECKON KOHCYIbTAIlMEH o0pamiatoTcs:

— ceMbs (3/I0POBBIE POJIUTEINHN), Y KOTOPBIX UMeeTCs 00IbHOM peOCHOK;

— CEMbs, B KOTOPOM POJUTEIN HHTEPECYIOT MPOTHO3 3J0pOBbS OyAylIUX
neteit 1 00JeH OJUH U3 CYNpPYTOB;

— CeMbsl, y KOTOpPOW TO JHMHUM OJHOTO WM OOOMX PpOAUTENICH €CTh
POJCTBEHHHUKU C HACJEJACTBEHHOW aHOMAJIME, HO MMEET MPAKTUYECKH 3JI0POBBIX

JIeTEH;

23



— CeMbsl, B KOTOpPOM CyNpyru JOBOJATCA Jpyr JApPYyry KpPOBHBIMHU
POJICTBEHHUKAMU;

—  CEMbs, KeNawllas y3HaTh OyAyIIHil MPOTrHO3 COCTOSTHUS 310POBbs CUOCOB
(bpaTbeB U cecTep) MOPAKEHHOTO PEOCHKA;

— OepeMeHHbIE >KEHIIUHBI C BBICOKMM TE€HETUYECKHUM PUCKOM POXKICHUS
aHOMaJbHOTO peOeHKa (MOKUJIOW BO3pacT, MEPEHECEHHOE >KEHIIMHON Ha paHHHX
Cpoka OEpeMEeHHOCTH OllacHOe 3a00JIEBaHME).

W3 BhIIe TIEPEUYHUCICHHBIX COCTOSIHUN M MPU HAJUYHUH JTFOOOTO U3 HUX BaXKHO
OoOpaTUThCS K Bpauy T'C€HETHKY, KOTOPBIA MOMOXET MOATBEPAUTh WJIM UCKIIOUUTH
HaCJeICTBEHHOE 3a001eBaHue U pa3padoTaTh HEOOXOIUMbIE PEKOMEH IAIINH.

«'maBHYIO POJH IO CHIDKCHHIO TPy3a HACICACTBEHHOM MATOJOTHU B CEMbSIX
UTpaeT MEAUKO-TEHETUYECKOe KOHCYJIbTHUPOBaHHE. B X01e MeauKO-TeHEeTHUEeCKOro
KOHCYJIBTUPOBAHUS TAIUCHT W €r0 POJCTBEHHUKH JIOJDKHBI TIOJYyYUTh WH(POPMAITHIO
O TIPUYMHAX 3a00JICBaHMSI, CYIIECTBYIOINX METOIaX JICUCHUS W MIPEAYIPEKIACHUS, a
TaK)Ke O PUCKE BOSHUKHOBEHHUS 3200JIEBaHUSI Y IPYTUX YJICHOB CEMbU, B TOM YHUCIIE U
y €lIE HE POJUBIINXCS JIETEH.

3amaun MeIUKO-TeHETUYECKOTO0 KOHCYIbTUPOBAHMUS

1. JlmarHocTwka HaCJIeICTBEHHOIO 3a00JICBaHUSI.

2. BrIsicHeHHe XapakTepa Hacaeq0BaHMS.

3. Pacuer moBTOPHOTO T€HETUUECKOTO PUCKA.

4. Omnpenaenenue cnocoda npoUIaKTUKH.

5. HampaBneHue TAalMEHTOB B CHCIHAIM3UPOBAHHBIC  METUITUHCKHC
YApEeXKACHUS IS JICUCHHSI, peaOMITUTAIIAH.

Hcronp3oBaHne 3THX METOJOB B MEIWIIMHE IIO3BOJISICT JTUATHOCTUPOBATH
HACJICJICTBEHHBIC U BPOXKJICHHBIC 3a00JIEBaHMsI, BBISBIATH MPEIPACIIOIONKEHHOCTh K
IIUPOKOMY Kpyry OoJsie3HeHd, BKJIIOYas OHKOJIOTHYECKUE, TMPOBOAUTH BBIOOP
JICKapCTBEHHBIX MpEnaparoB ¢ Y4YETOM HHJIWBHAYAIbHBIX METaOOTMYCCKUX
0COOEHHOCTEH OpraHu3Ma, peliaTh Apyrue KIMHudeckue 3aaaun» [1, c. 44].

«qCTBIpe YPOBHA OKA3aHHA MeﬂHKO-FCHeTquCKOﬁ IIOMOIIIM HACCJIICHUIO:
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«IlepBbIii ypOBEHBY» - KOHCYJbTALWsl TNPOBOAUTCS BPA4YOM CIIELIUATMCTOM
LHEHTPAIbHON PAMOHHOUW WJIN TOPOJACKON MOTUKINHUKMU.

«BTOpoil ypoBEHb» - pPETrHOHAJbHBIA, OH BKIIOYAET MEIAUKO-TEHETUYECKUE
KOHCYJIBTALIMKM, KOTOPBIE PACHOJIOKEHBI HAa 0azax pecnyOJMKaHCKOW, KpaeBOW HIIN
oOnacTHoM O60apHULL. Ha 3TOM ypoBHE ocylecTBiseTcs, 00cae0BaHie MAIMEHTOB C
HACJIEICTBEHHOM WJIM BPOXKJICHHOM ITaTOJIOTUEH.

«Tpetni1 ypoBeHB» - MEXKPErHOHAIBHBIM, B HETO BXOIAT HAY4YHO-
UCCJIEI0BATENHCKHUE LICHTPHI U 00JIaCTHBIE MEUKO-TEHETUUECKUE KOHCYIbTAIUU.

«YeTBepThId YPOBEHB» - TOCYJAPCTBEHHBINM, BKIIOYAET HECKOJIBKO MEIUKO-
TEHETUYECKUX U HAYYHBIX LEHTPOB» [7, ¢. 367].

«JTarnbl METUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHMUSL.

1. IlepBwlid 3Tan MEIUKO-TEHETHYECKOTO KOHCYJIbTHUPOBAHMS HAIIpaBJIEH Ha
npo(UIaKTUKY HACIEACTBEHHBIX 00JIE3HEN, CYyTh KOTOPOTO B ONPEAEIICHUHU IIPOrHO3a
poxkaeHre peOeHKa C HAacJEeACTBEHHOH MaToJIOTHEH, B Pa3bsCHEHUH BEPOSTHOCTH
pPHUCKa POKIEHUS OOJIbHOTO PEOCHKA, a TAKKE MOMOILb KOHCYJIBTHUPYIOLIEHCS CEMbBE B
IIPUHATHUU PELICHUS O IETOPOXKICHUM.

B 10% cnaydaeB nOpuUMEHSETCS LHUTOTEHETHYECKOE HCCIEAOBAaHUE, OTO
HEOOXOMMO JIJIsl IPOTHO3a MPU YCTaHOBJIEHHOM JAMAarHo3€ XpOMOCOMHOMN 00Jie3HH, a
TAKXKE JUJI1 YTOYHEHUS HESICHBIX CIIy4acB IPU BPOKACHHBIX ITOPOKAX PA3BUTHSL.

2. Bropoli 3Tam MeIuKO-TEHETHYECKOTO KOHCYIhTHPOBAHMS — OIMPEACISCT
OpPOrHO3 Ui MOTOMCTBA. JIMOO ¢ TOMOIIBIO TEOPETUYECKUX pPACUETOB C
UCIIOJIb30BAHUEM  METOJIOB  T€HETUYECKOro  aHaiau3a, JMbo ¢  MOMOUIBIO
BAPUALIMOHHON CTATUCTUKU MOXXHO OIIPEIEIUTh N'€HETUYECKUN PUCK. | eHeTHYeCKUit
puck 10 10% - MOBBIIIEHHBIM B JIETKOW cTeneHu. ['eHeTtnueckuit puck g0 20% -
cpennum. I'enernueckuii puck Boiiie 20% - BBICOKHAM.

3. Tperuil aTan MeIUKO-T€HETUYECKOTO KOHCYJIBTUPOBAHUS — 3aKIIOYCHUE U
coBerbl poaurtensM. Ilpu Oecene ¢ mamueHTamMu ISl JAOCTHOKCHUSA — LIETH
KOHCYJIbTUPOBAHMS CIIEYET YYUTHIBATh COLMAJIbHO-JKOHOMHUYECKOE IIOJ0KEHUE

CeMbH, B3aMMOOTHOILIEHHE B CEMbE, YpOBEHb UX OOpa3oBaHus. Takum 00pa3oMm,
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Bpa4-TEHETUK JIOJDKEH OOBSICHUTH CMBICT pHUCKA W JOJKEH MOMOYb B TIPUHSTHH
pemenus» [9, c. 82].

B 1 u 2 tpumectpax OEpEeMEHHOCTH OCYIIECTBISAETCS JMATHOCTHKA -
nMpeHaTalbHAs, KOrjJa B Ciiydae OOHApYy»XEHWs TMAaTOJOTHH MOXKHO TIpepBaTh
OepeMeHHOCTh. B HacTosiiiee BpeMsi MOXKHO JMAarHOCTHUPOBATH B OCHOBHOM BCE
XpPOMOCOMHBIE CUHAPOMBI U TmpuMmepHo 100 HacnencTBeHHBIX OOJe3HEH, a TaKxke
onoxumuueckue AedexTel. B maHHON Tabmuie mMoka3aHO COOTHOIIEHHE BO3pacTa
MaTrepu M CpPEOHEro T'E€HETUYECKOr0 pHUCKa Ha MpPUMEpPE TAKOH XPOMOCOMHOM
aHOMAaJIuH, KaK TPUCOMUM.

«Kputepuu, 1o KOTOpbIM MPOBOJUTCS MPEHATAIBHOE MPEPHIBAHUE
OepeMEHHOCTH:

1. HeOnaronpusaTHbI UCXO0J OEPEMEHHOCTH, CBS3aHHBI C BBICOKHM
T€HETUYECKUM PUCKOM.

2. Pa3Butue TsOKENbIX (POpM reHeTHUecKuX Je(eKTOB.

3. Her meTon0B j1eueHuns mioa.

4. Bompoc o mnpepbiBaHHe OEpeMEHHOCTH JOJKEH OBITh COTJIACOBaH C
YJICHAMU CEMBbI».

[Toka3zaHus Kk MPOBEAECHUIO ITPEHATATIBHONU TUATHOCTUKMU:

1. BpoxneHuble ne(eKTsI.

2. PasnmuunHbiec HaclIeNCTBEHHBLIC 3a00JIeBaHUS, BhISBICHHBIC MeTomoM JIHK-
MapKepamH.

3. Bospact marepu crapie 35 jer.

4. Hanuuwue yxe B ceMbe peOeHKa ¢ XpOMOCOMHOM MaToJIoTHEl (B TOM YuCie
cuHapomom JlayHa).

5. Hanmune B cembe 3a00JieBaHU, KOTOpBIE HACIEAYIOTCS, CLEIJIEHO C
MIOJIOM.

MeTtonapbl peHaTaabHON TUAarHOCTUKHU

K mHBa3uMBHBIM METOAaM OTHOCATCA.
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1. AMHHOLIEHTE3 - 3TO MPOKOJ IUIOJHOIO MYy3bIPS C LEIbI0 IMOJy4YEeHUS
OKOJIOTUTOTHOM HJIKOCTH U CITIIIEHHBIX KJIETOK aMHHOHE I1J10/a (mpoBoauTcs Ha 15-
18 Henmensax OepeMEHHOCTH ).

2. KopmorieHTe3 - B3STHE KPOBH W3 IMYIOBUHBI, KOTOPOE IMPOBOJIUTCS IO
koHTpoJsieM Y3U (nmpoBoautcs ¢ 18-22 Henenu 6€peMEHHOCTH).

3. @etockomus - BBEIACHUE 30HJa M OCMOTp IUJIOJIa C IOMOIIBIO
TUIIEOONTUYECKOU TEXHUKHU.

4. bwuomncus xopuoHa - 00paszel] BOPCHHOK XOPHOHA, KOTOpPbIE COAEpIKaT
XPOMOCOMHBIA MaTepuai TakoW ke, Kak W y 1ioja. M3yuas 3ToT oOpasel] TKaHw,
MOYHO y3HaTh XpOMOCOMHBIM COCTaB si/iep KJIETOK MaJiblllia, HE 3aTparuBasi Ipu TOM
ero camoro. I[IpoBenenne OUOINCMM XOpHUOHA JA€T BO3MOXKHOCTh JTUArHOCTUPOBATH
MHOTHE BPOXIEHHBIE TMOPOKU Pa3BUTHA, C €r0 IMOMOIIBIO OMNPEACISIIOT MHOTHE
HaCJIeICTBEHHbIE OOJIE3HU.

Cy1iecTBYyIOT OIpe/IeICHHbIE TTOKA3aHUs K TPOBEICHUIO OUOTICUU XOPUOHA:

1. Bospact 6epemeHHOl xkeHIMHBI OoJbiie 35 ser. YUem crapiie Oynymias
MaMa, TeM OOJbIlle PUCK pa3BUTHS y ee pebeHka cuHapoma JlayHa u apyrux
XPOMOCOMHBIX MATOJIOTHH.

2. CoMHUTENbHBIE pPE3yNbTaThl NPEHATATLHOTO CKpuHUHTA. Eciam mocne
MPOBEICHHOTO aHaIM3a KPOBH KEHIIMHBI win Y3W mioja ycTaHOBJIEHA BBICOKAs
BEPOSTHOCTh POXKICHUS MaJIblllla ¢ TCHETUYECKUM WJIM XPOMOCOMHBIM OTKJIOHCHHEM,
BpayM 4acTO Ha3HA4YaIOT OMOTICHIO XOPHOHA.

3. HeoOxoaumocTs ycTaHOBIeHMsI Toyia Oyaymiero pedeHka. OObIYHO OHa
BO3HMKAET B CiIy4yae, KOIrJla OJIMH W3 POJUTENEH SBISIETCS HOCUTENEM OOJIe3HH,
KOTOpast BbI3bIBACT AHOMAJIMU B Pa3BUTUH T1I01a (TeModuius, u ap.).

4. B cembe yxke ecTh peOCHOK ¢ 1eeKTOM Ha XpOMOCOMHOM YPOBHE.

K He MHBa3UBHBIM METOJ[aM OTHOCSHIT:

VY asTpazBykoBoe uccienoBanue (Y3U), koropoe mpoBOIAT BceM OEpeMEHHBIM.

[To mpukazy M3 P® Ne 457 «O coBepHICEHCTBOBAaHWM NPEHATAJIBLHON
JTUArHOCTUKN B TPO(MUIAKTUKE HACIEACTBEHHBIX M BPOXKICHHBIX 3a00JIEBAHUMA Y

I[CTCﬁ» YTBEPKACHO TPECXKPATHOC CKPUHHUHTOBOC YJIIbTPA3BYKOBOC MCCICAOBAHHUC!
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1. 10-14 menens.

2. 20-24 wenenn.

3. 32- 34 genenu.

NMeHHO »53TH CpOKHM omnpenelieHbl Kak Hawnbosiee WH(QOpMATUBHBIE IS
OTpeIeNICHUs] aHATOMUU U (PU3UOJOTUUECKUX OCOOCHHOCTEH III0a.

C 10-11 Henmenp mIoA YK€ JIOCTATOYHO OOJBIIOW JJII H3YyYCHHS €ro
aHaToOMHYecKux ocoOeHHocreii. B 20-24 Hemenn Hambojiee IOIHO BO3MOXKHO
W3YYUTh aHATOMHIO IIoAa, a B 32-34 Hemelnn OOBIYHO MPOSBISIOT CeOsl MOPOKHU C
MO3/IHUM TPOSBJICHUEM, a TAK)KE BO3MOXKHO JAUArHOCTUPOBATH U CKOPPEKTUPOBATH
CUHJIPOM 3aJICPKKH Pa3BUTHS TUIOJIA.

Merton Y3U BeIOpaH B KadyecTBE CKPHUHUHTOBOTO HCCJIEAOBAHHUS, TaK Kak
BO3MOXKHO OXBaTUTh Oonee 85% OepeMeHHbIX, SBIsAEeTCA O€30MacHbIM MpU
COOJIIOICHUH BCEX TMPaBHII IPOBeACHUS uccieaoBanus. O4eHb BaXXHBIM SIBJSETCS TO,
y10 Y3M OTHOCHTCS K HEHMHBA3WBHBIM (aTpaBMaTUYHBIM, OECKPOBHBIM) METOIaM

HCCJIEIOBAHHUS.

28



I''TABA 2. AHAJIU3 MEJUKO-TEHETUYECKOI'O
KOHCYJBbTUPOBAHUSA B ITIPOPUITAKTUKE HACJIEACTBEHHBIX
MATOJIOTYH IO BEJTIOPOJCKOM OBJIACTH

2.1. OpraHnm3anMoHHasi  XapaKTEePUCTHKA  MeIUKO-TeHETHYeCKOro
ornenenuss IlepunaranbHoro mnenrpa OI'BY3 «bearopoackasi o0JacTHast

KJInHn4Yeckas ooabHuna Cearurens Moacaga»

[Ipuctymnas Kk uccienoBaTeIbCKON 4acTu paboThl, OOIIEU3BECTHO, YTO MEIUKO-
reHetnueckoe otaeneHue IlepunaranmpHoro 1nentpa OI'BY3  «benroponckas
oOnacTHas knuHu4eckas 6onpHUIA CBstutens Moacaday - noapaznenenue aeueOHO-
NpopUIAKTUUECKOTO  YUPEKJCHUS, COCTOSIIIMNA M3  KIMHUYECKOTO  OTiea,
OMOXMMHUYECKON U IUTOTEHETUYECKOM JTaOopaTOpuHu.

OcHOBHBIE 337a4 JEATEIbHOCTH MEANKO-TeHeTHUecKoro otaenenus OI'bY3
[TepunaranpHoro nenTpa . benropona:

1. Pazpabotka ¥  BHEAPEHUEMEPONPUATHUINMACCOBOM  MPOQPUIAKTUKH
BPOXIECHHOW W HACIIEACTBEHHOW MAaTOJIOTUH Y IETEN

2. Koutpomp 3a 3(h(}EKTHBHOCTBIO KOMIUIEKCHBIX — IPOGUIAKTHUECKIX
porpaMm

3. IlpoBeneHne mpreMa ceMmeil o BOMPOCaM MPOTHO3a MOTOMCTBA M OIICHKH
T€HETUYECKOTO PUCKA

4. Oka3aHUEKOHCYJIFTaTUBHON TTOMOIIHU B TUTAHUPOBAHUN OEPEMEHHOCTH.

CTpyKTypa MEIMKO-TEHETUUECKOTO OTACICHUSI:

1. PykoBoncTBO MEJMKO-TEHETUYECKOTO OTJICTICHUS: 3aBeAyronas
Bunornanosa Cetnana BiaguMupoBHa;

2. Kinanueckuii oTmaem;

3. buoxummudeckas u UTOreHETHYECKas TaOOpaTOPUH.

[lepcriekTUBHOE MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHME, KaK HW3BECTHO,
MpeaiaraeTcsl TeM, KTO BIEPBBIC INIAHUPYET POXKACHUE PeOCHKA I TPO(PHIaKTHKA
BPOXKJAEHHON NATOJIOTUU.
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Ucnonb3ys COBPEMEHHOE MHKPOCKOITUYECKOE obopymoBaHue,
IUTOTEHETUYECKast TaOOpaTOPHsl IPOBOAMT PA3IUNIHBIC UCCIEAOBAHMS KApUOTHUIIA, T.
€. XpOMOCOMHBIN HA0Op y POAUTENCH W Yy JETEH € MOI03PEHUEM Ha XPOMOCOMHYIO
MATOJIOTHIO, & TAKKE Y CYNPYKECKUX Nap C OTSATOLICHHBIM aHAMHE30M.

buoxumudeckas maboparopus, OCHaIIEHHAs COBPEMEHHBIM MEIUIIUHCKUM
00OpyI0BaHUEM TMpeAHA3HAYECHA MPOBOJUTH MACCOBBIA CKPUHUHT HOBOPOKIECHHBIX
Mo 5 HO30JIOTHYEeCKUM (opmMaM HACIEICTBEHHOW aHOMAIMUA. bBHOXHUMHYECKUN
CKPUHUHT O€PEMEHHBIX IO BBISBICHUIO TEHETHUECKUX J€PEKTOB TUIOAA MPOBOIUTCS
Ha cpokax ot 11 no 18 Henens.

[IpeHaranbHbId CKPUHUHT TIEPBOTO TPUMECTPa OEPEMEHHOCTH BKIIFOUAET:
1. V3U — ynbTpa3ByKoBO€ UCCIIEAOBAHUE;
2. OWOXMMHYECKUN CKPUHUHT;

3. TPOTHO3 TEHETUYECKOTO pUCKa pa3BUTHUSA Je(EKTOB y peOeHKa.

2.2. Tlopsimoxk mnpoBeleHUS TMPEHATAIbHON JAOPOJOBOH IMATHOCTHUKH

HAPYUICHUH PAa3BUTHUA Pe0eHKA y OepeMeHHBbIX KeHIIIUH

[To Bbenroponckoit o0gacTu ¢ LEIbI0 MPEAYNPEKICHUSI POXKICHUS NIETEH C
TSKEJIBIMU Je(PEKTaMU BPOKJICHHBIX U HACJIEICTBEHHBIX MMaTOJOTUN B MEAUIIMHCKUX
YUPEKACHUSAX MPOBOAUTCS KOMIUIEKC MEPONPUATUN MPEHATANIbHOW JUArHOCTUKE Y
OepeMeHHBIX KEeHIIMH: «O COBEpIICHCTBOBAHUU IPEHATAILHOW JMAarHOCTUKU B
npo(UIaKTUKE HACJICACTBEHHBIX M BPOXKICHHBIX 3a0oieBaHUil y aerei» (Ipukas
Ne457 ot 28.12.2000r MunucrepctBa 3apaBooxpanenus PD).

B HacTosiee BpeMs Ti1aBHasl UENb MEAUKO-TEHETUYECKOIO KOHCYIbTUPOBAHUS
- 3TO YMEHbIIIEHHE TeHEeTHUYECKUX 3a00JIeBaHUIl B CTpaHaX M OOIIECTBE M CBECTHU K
MUHUMYMY yIIepO, HAHECEHHbIN 3TUMHU 3a00JI€BaHUSIMU JJIs YeJloBeKa U ceMbH. Bee
paOOTHUKHM 37paBOOXpaHEHUs (Bpad, MEACECTpa, akyllepka W MEIULUHCKUN
nepcoHan), KOTOpbIE IPOLLUTH CHEeIUATN3ALUIO 1o T€HETUYECKOMY
KOHCYJIbTUPOBAHHUIO B MEIMIMHCKUX YUYPEXKICHHUSIX M LEHTPAX 3JPaBOOXPAHEHUS
MOTYT JJaTh T€HETUYECKYIO0 KOHCYbTaluio ceMbsiM. C nomomnisio ananuza JHK, T. e.
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C IMOMOMIbIO IUTONEHETUYECKOIO0 METO/JA YAAETCS Pacrno3HaTh MYTAHTHBIA TI'€H
(HOCHUTENB) TOrNO WJIM HMHOrO 3a00JIEBaHUS, KOTOPbIE B HEKOTOPBIX ClydasX He
nposiBisitorcsi.  C IporpecCMpoBaHMEM  TE€HETUYECKUX 3a00JeBaHMd M HX
IPEAPACIIONIOKEHHOCTH, TEHETUUECKAs! KOHCYJIbTalus MpruoOpena HOBOE MOJIOKEHNE
U CTaja caMOM Ba)XKHOM 4acThio mpoduiakTuueckod menunvubl. [IpepgocraBienue
TFeHETUYECKUX KOHCYJIbTAllMM POJUTENSIM JI0 TOTO, KaK B HMX CEMbE MOSBUICA
00JBHON PEOEHOK, MOMOXKET BBIIBUTH MTPOOJIEMBI HA pAaHHEM CPOKE OEPEMEHHOCTH C
MOMOIIbIO CKPUHUHTA.

1. IlpenaTtanpHas KOMILUIEKCHAs AMArHOCTUKA BKJIOYaeT mpoBeaeHue Y3U Ha
cpoke 11-14 Hemenb  OEpPEMEHHOCTH,  COIJIACHO  €IMHOMY  IPOTOKOJIY
periIaMeHTUPYIOLIEH JTOKYMEHTAlUEW «mpuiiokeHue 1». JmarHocthka mpoBOAUTCS
BpauoM yJIbTPa3BYKOBOM JIMATHOCTUKHU, MPU HAIMYUM HAMPABICHUSI KEHCKOU
KOHCYJIBTAIIMM 110 MeCTy Haboienust 0epeMeHHoH, B ipeHataibHoM 1ieHTpe OI'bY3
«benropoackasi obnactHas kiauHuYeckas OonpHua Cesatutens Mocaday, a Tak xe
OepeMEHHBIM JKCHIIIMHAM M3 paloHOB benropojckoilt 00yacTv, 3a UCKIIOYEHUEM
benropoackoro paiioHa.

OmnpeneneHue B KpOBU OEpeMEHHOM KEHITMHBI KOHIIEHTPALIMH
OMOXMMHYCCKHX MApKEPOB

Y OepeMeHHBIX KEHIIMH 3a00p KpOBU TPOBOJUTCA B MEIUIIMHCKHUX
YUpPEXKACHUSAX [0 MECTY MPOBEJEHHUS YJIbTPa3BYKOBOrO HccieqoBaHus. B neHb ero
MPOBENCHUsS 0053aTeNIbHO HAIMYME HAMIPABJICHUS KEHCKOW KOHCYJIBTAIlMU MO MECTY
HaOmofeHnsT  OepeMEHHOM  yCTaHOBJIIGHHOro  oOpasma. Ha  uccnenoBanue
JIOCTABJISIETCS] CBIBOPOTKA KPOBU OEpEMEHHOM B 1a00paTOPHI0 MEIUKO-TEHETUYECKON
koucynprammn  OI'bY3  «benroponackass obOmactHas KIMHUYECKass OOJbHHUIIA
Cesatutens Wocada» He pexe OIHOTO pa3a B TpU JHS C COOJIIOACHUEM
TEMIIEPATYPHOTO PEKUMA.

YapTpa3BykoBoe uccienoBanue Ha cpoke 19-20 nenens OepeMeHHOCTH

UccnenoBanune npoBoautcs B npeHatanbHoM LieHTpe OI'BY3 «benropoackas
oOnacTHas knuHU4eckas OonbHua Csaturens Mocada» GepeMeHHBIM KEHIIIUHAM U3

paiioHoB  oOnmactu 3a  uckimoueHueM  ['yOkuHckoro,  CTapoOCKOJIBCKOTO,
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AgnexceeBckoro, Banyiickoro u Ille6ekuHCKOTO ropoAckuXx OKpyroB. bepeMeHHBIM
JKeHIMHaM Topojaa benropona u benropojackoro paiiona manHoit kateropuu Y3U
(19-20 Henenpb) MPOBOAUTCS B METUITMHCKUX OPraHU3AIMsIX 10 MECTY HAOJIOICHHS, a
TaK ke B IeHTpe npeHatanpHou auarnoctuke OI'bY3 «lopoackas 6ombamia Ne2 r.
benroponay.

Hannoe Y3U npoBoauTCs MO €AMHOMY MPOTOKOINY «IpuioxkeHueM Ne3d» k
HACTOSAIIEMY TOPSAKY.

VY31 na cpoke 30-32 Hemenu OEpEeMEHHOCTH NPOBOJUTCS B MEIUITMHCKUX
OpraHu3alusIX MO0 MeCTy HaOMIoJeHUs] OEpPEeMEHHBIX >KEHINUH. [Ipu BBISBICHUU
HapylIeHUN pa3BUTHS IUJI0J1a OEpEMEHHbIEC >KCHIIUHBI HAIPAaBISIOTCS B MEIUKO-
reHeTrdeckyro koHcyipTanuio OI'BY3 «benropoackas oOnacTHas KIWHUYECKas
oonbhuia Cesaturens Moacaday.

2. bepemMeHHBIM KEHIIIMHAM W3 TPYNIBI pucka skcneptHoe Y3U mpoBoautcs
Ha BCEX CpOKax OEpeMEHHOCTH B MEIUKO-TeHeTH4ecKoil koHcyibTanuu OI'BY3
«benropoackast obnactHas kinuHuWYeckas OonbHUIAa Cestutens Mocada» mno
HAIPaBJICHUIO >KEHCKUX KOHCYJIbTAIMH IO MeCTy HaOIoJeHus OepeMEHHOW Ha
anmnapare Y3W skcnepTHOro kiacca ¢ (yHKIUSMH LBETOBOro oOnéMHoro 3-4 D
M300paKEeHUS 1711 BHYTPUYTPOOHOM TUarHOCTUKY HAPYIIEHUN pa3BUTHS peOeHKa.

3. bepemMeHHBIM JKEHIIIMHAM W3 TPYIIbI BHICOKOTO WHAMBUIYaTbHOTO pHCKA
MPOBOAUTCS ~ MEAUKO-TEHETUYECKOE€  KOHCYJIbTUPOBAHHE  TIO  pe3yjbTaram
KOMIUIEKCHOM  TPEHATAIbHOW JMAarHOCTUKM BpadaMd TIE€HETUKAaMU MEIUKO-
reHetnyeckol koHcysbTanmu OI'BY3 «benaropoackas obnacTHas KIMHUYECKAs
oonbHauna Cesatutens Mocada». O reHEeTHYECKOM COCTOSIHMU IIJI0JIa Bpad Jiejiaet
3aKJTIOYCHUE, TAKUM 00pa3oM, TIPH MOJO03PECHUN Ha BPOXKICHHBIC TTOPOKU Pa3BUTHS
WJIM XPOMOCOMHBIE MMAaTOJIOTHH IJI0Aa, OepeMeHHas KCHIIMHA, YJIEHBI €€ CeMbH (IIpU
COTJIaCHM JKCHINUHBI) HWHGOPMUPYIOTCS O JAMAarHo3e, MPOrHO3e IS IUI0[a U
pebenka.B manbHelieM moaydaroT peKOMEHIANKI OPT Bpada T€HETUKA 0 BEJICHUIO
OCpEeMEHHOCTH W HEOOXOJMMOCTH TMPOBEJICHHUS HWHBA3WBHOM MpPEHATAIHHOM

JUAarHOCTHKH.
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4. VHBa3uBHOE TpEHATAIBHOW WCCIICIOBAHUE IPOBOJIUTCA TPU HAIAYUHU
MEUITMHCKUX TIOKa3aHWi Ha 0aze MeauKo-TeHetmueckor koHcynpTanmu OI'BY3
«benroponckast oOnacTHas kiuMHUYeckas OonpHuna Cearurens Hocada» ¢
MOCTEAYIONUM BBIIIOJTHEHUEM LUTOTEHETHUYECKOrO aHajiu3a, IMpH BbISBICHUU
MpeHaTAIbHBIX AaHOMAJIMN pa3BUTHS peOCHKAa TaKTUKa BeIeHUs OEpeMEHHOCTU
penaeTcsi mpeHaTaIbHBIM KOHCUIIMYMOM C YYETOM pEIlIeHUs OepEMEHHOM KEHIIUHBI.
(ITpunoxxenne Ne4 npukaz Ne457 ot 28.12.2000r).

5. IlpenaraHblii KOHCWJIMYM MpPOBOJIUTCAHA 0a3e MEAUKO-TEHETUYECKON
koHcynbTanm  OI'bY3  «benropoackas obOnacTHas KJIMHHYECKass OOJIbHMIIA
Cesatutrens WMoacada» B cocTraBe Bpauda-rT€HETHKAa, Bpada YJIbTPa3BYKOBOMU
JMArHOCTUKH, Bpaya IuToreHervka. [lo 3akirodeHuto mpeHaTallbHOTO KOHCUIIMyMa
opopMIIAIOTCST  CHEAyIOIIHE  PETJIAMEHTUPYIOLIUE  JOKYMEHTBHI:  PEIICHHE
MpeHaTaIbHOTO KOHcUInyMa (mpuiiokenue NoS); moopoBosibHOE HH(POPMUPOBAHHOE
corjacue OKEHIIMHbl Ha MPOJOHTUPOBAHUE WM TMpEepbIBaHUE OCPEMEHHOCTHU
(mpunoxenueNe6). Pe3ynbrar corjacus OSKEHIIMHBI 3aBEpsIETCS €€  JIMYHOM
MOJANMKUCHIO, a Tak)Ke pelIeHWe TMPEHATATbHOTO KOHCWJIMyMa BHOCSTCS B
amMOyJIaTOPHYIO0 MEAUIIMHCKYIO KapTy MEIUKO-TeHETUIECKOW KOHCYTbTaIlIH.

6. Ilpu mpeHaTanbHO  JUATHOCTUPYEMBIX  HEKOPPEKTUPYEMBIX  H
HECOBMECTUMBIX C IKU3HBIO HAPYIICHUSX pa3BUTUS pPEOCHKA TMPOU3ZBOJIUTCA
rocrnuTanu3anus OepeMEeHHOM IKEHUIMHbl B TNepuHataibHbli 1eHTp OI'BY3
«benropoackas oOmactHas kiauHU4Yeckas OonpHuma Cearurens Hocaday mis
NpEphIBaHNUS OSPEMEHHOCTH 1O MEIUIIMHCKUM TIOKa3aHUSM, JaHHBIC TPUBEIACHBI B

tabmnure 1.

33



Tabmuma 1

AJTOpUTM IpeHaTaIbHON AUArHOCTUKY HAPYIICHUN pa3BUTHUS peOEHKaA Yy

OepeMEeHHBIX JKEeHIIUH B benropoackoil obmactu

Jransl | Cpok Mecto IIpukpenienH MeTobl HCCTeI0BAHUSA
npeHara ]| NMPOBeJAeHU 18171 Jken | 3a6op | buox | Ckpu | UuBa3usB
JIbHOH | mpoBe | KOHTHHIEHT | ePTHO | KPOB | HMUY | HHUHI Has
(nopono | nenusi | odcaea0Ba e uy ecKoe | oBoe | JUArHOCT
BOI) o0cJe HUA Y3U | 6epem | obcae | YU HKa
JAUATHOC | 10BaH €HHbI | I0OBaH
THKH us X ue
JKeH I
HH
I3tan 11-13 | OI'bY3 bepemennbie + + + - +
oOcneno | Hemen | «l'opojackasi | KEHILUHBI ITo JlaGop JlaGoparo
BaHUs b 0oJbHHIIA COCTOSIIIME  Ha MECTy | aropu pust
Oepemen | Oepem | Ne2y r.|yuete B T. MpoBe | A MEJTUKO-
HBIX enHoc | beiaropoxa | benropone u JEHUS | MEIUK TeHEeTUYEC
KEHIIUH | TH benropoackom Y31 | o- KO
(Oxkcmep paiioHe TEHEeT KOHCYJIBT
THOECKD MBVY3 bepemennble NYECK anuu
WUHUHTOB «I"opoackas JKCHIIIMHBI, ou OI'bVY3
oe Y3N) 0OoJpHUIIA COCTOSIIIME HA KOHCY «benropo
Nel»r. yuere BT. Cr. JIbTAll JICKast
Crapwrit Ockor, T. 15051 obnacTHas
Ockoi ['yOkuH 1 um OI'bY 0OO0JIbHHUIIA
COOTBETCTBYIOIIL 3 Castures
ue OKpyra «benr HNoacaday
OI'bY3 bepemennbie opoJc
«benroposc | KEHUIUHBI U3 Kast
Kas paiioHOB obuac
oOacTHas oOnactu, 3a THas
KJIMHAYECKA | UCKITFOYEHUEM T. 00JbH
s1 0OJIbHUIIA benropon, r. nia
Ceaturens | ['yokun ur. Cr. Caaru
Hoacada» Ockon TeNs
Noaca
ba»
II oranm | 19-20 | OI'BY3 bepemennbie - - - + +
oOcneno | Henen | «l'opoxckasi | KEHIIUHBI, Jlaboparo
BaHUS b OosbHUTIA COCTOAIIME  Ha pust
Oepemen | Oepem | No2y r.|ydiete B T. MEIUKO-
HBIX eHHoc | benroponma | benaropone u TE€HETUYEC
KEHIIUH | TH benropoackom KOt
(ckpuHU parioHe KOHCYJIBT
HT'OBOE Kabunetst | bepemenHbie anuu
VY31) YIBTPa3BYK | KEHILIWHBI, OI'bY3
OBOM COCTOSILIME  Ha «benropo
JUArHOCTHK | y4eTe IO MECTy JCKast
u OI'bY3 | xutenncTtBa B obnacTHas

34




«AJIeKCeeBC | COOTBETCTBYIOIL OoJpHUIIA
kas 1IPby», | ux Casaruren
OI'bY3 MYHHUIUIIATIbHBI s
«Illebexunc | X 00pa3oBaHUAX Hoacaday»
ags  LIPb», | obmactu
OI'bY3
«Bamnylickas
LIPby,
MBY3
«I"'yOKuHCK
as LIPb»
OI'bY3 bepemenubie
«benropoac | KEHIUMHBI U3
Kas palioHOB
obOJjacTHas o0JjacTu, 3a
KJIMHUYECKa | UCKIIOYEHUEM T.
s OonpHULIA | Benropon, r.
Cearutens | ['yokxun u r. Cr.
Hoacada» | Ockoum,
benropojckoro,
AJekceeBcKoro,
Banyiickoro u
[[leGexnHCKOTO
parioHOB
IIT osram | 30-32 | Kabunersr | bepemennbie -
oocneno | memen | Y3U JKEHIIMHBI,
BaHUs b MEIUIUHCK | COCTOSIIME  Ha
OepemeHn | OepeMm | Ux JTUCTIAHCEPHOM
HBIX €HHOC | OpraHu3any | ydére
KEHIIUH | TH i mo mecrty
(ckpuHU JIMCITAaHCEPH
HT'OBOE oro
VY31) HaOII0IeHN
o
OepeMEeHHBI
X JKEHIINH
IV oran | JIrobs1 | Menuko- bepemeHnHbIe +
oOciieno | e TeHETUYECK | )KCHIIUHBI,
BaHUA cpoku | oe OI'bY3 | cocrosimue Ha
6epemen | OepeMm | «benropojc | aucrnaHcepHOM
HBIX €HHOC | Kas yuére
KEHIIUH | TH obiacTHas
(akcmepT | mpu KJIMHMYECKa
HOE nojo3 | s OoibHUIA
VY31) perun | CsaTuTens
Ha Hoacada»
BITP
n XA
y
peben
Ka
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2.3. Ouenka noka3areJieii (paKTOPOB PUCKA M YACTOTHI PeNPOAYKTHBHBIX

HAPYUICHU A

I[lo panHeIM BcemupHON  oOpraHM3anuy — 3ApAaBOOXPAHEHUS HA  JOJIIO
SHJIOTCHHBIX (akTopoB mnpuxomutcs 30% (MeTabonmyeckne, SHIAOKPUHHBIC
3a005IeBaHUsI MaTepy, aHOMAJIMH TTOJIOBBIX KJIETOK, BO3pAacT POAMTENEH U T.J.), a Ha
TOJIF0  DK30TeHHBIX (akTopoB 10% (dusmueckue, OHMOIOTHUECKUE, XUMHUYECKUE,
COueTaHHbIC (PAKTOPHI PUCKA).

35% : 25%
30% > 20%
. 20%

0

20%
15%

15%

10%

10% 10%
10%
0,
0% 0%
Bsanoredusle  EsK30reHHBIC Erennpie  EXpOMOCOMHEIE

Puc. 1. CpaBHuTenbHbIE MTOKa3aTeNN (PAKTOPOB pHCKA

Jloka3zaHo, 4TO MPUYMHOW DHAOTCHHBIX (PAKTOPOB SIBISIOTCS XPOMOCOMHBIC -

20% u rernsie - 10% myramuu (Puc. 1).
B pesymbrare MyTamuu TeHa Ha MOJICKYJIISIPHOM YpPOBHE BO3MOXKHBI

CJICTYIOIITNE BApHAHTHI:

1. cuHTE3 aHOMaJILHOTrO OEIKa;

2. BBIpA0OTKA U30BITOYHOTO KOJIMYECTBA TEHHOTO MPOIYKTA;

3. OTCYTCTBHE BHIPAOOTKH MEPBUYHOTO MPOAYKTA;

4. BpIpabOTKAa YMEHBIIIEHHOTO KOJIMYECTBA HOPMAJIBHOTO  TEPBUYHOTO
POAYKTA.

YacToTa penponyKTUBHBIX HAPYIICHHM

Hamu mpoaHanmm3upoBaHbl CIACAYIONINE CTATHCTHYCCKUE TOKA3aTSIIM MEIHKO-

TCHCTHYCCKOTO  KOHCYJIBTHPOBAHWS  TOKA3aTeIM  YacTOTBl  PEMPOTyKTHUBHBIX

HapylIeHUH, MNPOLEHT KOTOPBIX 3aBUCUT OT YPOBHS TI'€HETHMYECKOIO pHCKa:
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camonpou3BoiibHbI  abopt. BIIP, BHemarounas OepeMeHHOCTb, Oecruioaue,
MEPTBOPOXKAAEMOCTb.
60%

50%
50%

40%

30%

30% 25%
20% 15%

10%

0%
B pacripoCTPaHEHHOCTH B Nonyssiiuu B ypoBeHb pUCKA Mablii

H ypoBeHb pUCKa CpEIHUI OypoBEeHb pHUCKa BBICOKHN

Puc. 2. Camonpon3BosibHbBIE a00PTHI

[To crarucTHYeCKUM JaHHBIM  PACIPOCTPAHCHHOCTh  PEMPOTYKTUBHOTO
HapyIIEHUsI - CaMOIPOU3BOJIbHBIN a00pT cocTaBui B momyssiuuu 15%, npu Mamom
TCHETUYECKOM YPOBHE pHCKa OTOT TIOKa3aTelbh PEMPONYKTUBHOTO HAPYIICHHS
coctaBun 25%, nipu cpeaHeM ypoBHe pucka - 30% U ypoBeHb pHUCKa BBICOKHH
coctaBui 50% 10 JaHHOMY peNpPOyKTUBHOMY Hapytienuto (Puc. 2).

14%
12%
12%

10%

10% 9%
8% %
6%
4%
2%

0%

B pacrpocTpaHEHHOCTh B MOMYJsIK B ypoBeHb prcKa Mallblil

H ypoBeHb prcKa CpeaHUIl OypoBeHb pHUCKa BBICOKHI
Puc. 3. Iloka3areas MEpPTBOPOKIAEMOCTH
Ilo crarucTruyeckum JaHHBIM B MCIHWKO-TCHCTHYCCKOM OTACJICHUE TIOopoJa
Bbenropon pacnpocTpaHEHHOCT MEPTBOPOXKAAEMOCTH COCTaBWI 7%, TpPH MajloM
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TeHETUYECKOM YypOBHE pucka — 9%, Npu CpeaHEeM YpOBHE PEnpOLyKTHBHOTO
HapyueHust coctaBuil 10% u BbICOKHI ypOBeHb pucka coctaBui 12% (Puc. 3).

0,

0% 5,20%

5% 420% 4,40%
4%

3%

2%

2%
1%

0%
B pacnpoCTPaHEHHOCTb B MOMyJIAMK B ypoBeHb pUCKa MaJIbIi

B ypoBEHb pUCKa CPETHUI OypoBEHb pHCKa BBICOKHN

Puc. 4. Iloka3aTenb BpOKIEHHBIX TOPOKOB Pa3BUTHS

Ha ocHoBaHuM JaHHBIX UCCIEAOBaHUSA, MOXKHO TNpeanojararb, 4To
pacrpoCTPaHEHHOCTh  PENPOAYKTHUBHOTO  HAPYIIEHUS  BPOXKIEHHBIX  IOPOKOB
Pa3BUTHS B MOMYISIIUU cOCTaBUI 2%, IPU MaJIOM T€HETHYECKOM YPOBHE PUCKA 3TOT
MoKazaTesib PEenpoAyKTUBHOTO HapylueHus coctaBui 4,2%, Npu CpeaHEM YpOBHE
pucka - 4,4% u ypoBeHb BBICOKOTO pucKa cocTaBui 5,2% (Puc. 4).

25% 23,40%

20%

9
15% 10%

10%
0%

B pacripoCTpaHEHHOCTH B MOMYJIsuH B ypoBeHb prCcKa MalIbIil

19% 20%

B ypoBeHb prCKa CpeaHMI O ypoBeHb pHCKa BRICOKHH

Puc. 5. Tloka3zaTenp 4acTOThl BHEMAaTOUHON O€PEMEHHOCTH

I[lo paHHBIM  pPACHPOCTPAHEHHOCTh  PENPOAYKTHMBHOTO  HAapyLICHUS -
BHEMAaTO4YHasi OEpeMEHHOCTh cOCTaBUI B nonysiuuu 10%, npu MaaoM reHeTHYeCcKoM
YpPOBHE pHCKa TMOKa3areab cocTtaBuil 19%, mnpu cperHeM ypOBHE pHCKa
PENPONYKTUBHOIO HapylieHus: cocTtaBui 20% W BBICOKMN YPOBEHb PHCKa COCTABUII

23,4% (Puc. 5).
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50%
40%
40%

30%

20%

20% 15%
0
10% 8%

B pacpOoCTpaHEHHOCTh B MOMYJISIMK H ypoBeHb pUCKaA MaJIbIN

EypoBeHb pUCKa CPEIHHIA OypoBeHb pUCKa BBICOKUI

Puc. 6. IToka3aTenb ®eHCKOTO OeCIUIOANs, CBSI3aHHBINA C HAPYIICHUEM

OBYJALIMHA

[lo naHHBIM pacHpOCTPaHEHHOCTh PENPOAYKTUBHOIO HAPYIIEHUS - O€CIIOAUS
cocTaBui B nomymsiquu 8%, OpU MaJIOM TE€HETHYECKOM YPOBHE pPHCKA OTOT
IIOKAa3aTeNlb PENpPOAYKTUBHOIO HapylleHusi coctaBwi 15%, mpu cpenHem ypoBHE
pucka - 20% wu BbICOKMM YypoBeHb pucka cocraBuin 40% 0o maHHOMY
penpoAayKTUBHOMY HapyuieHuto (Puc. 6).

4,00%

3%

3,00%
204
2,00% i
1%
1,00% 0,50%
0.00% I

B HOBOPOXKICHHBIE, TOPasKEHHbBIE OOJIE3HIMH B PE3yJIbTaTE XPOMOCOMHBIX MyTalluit
B netu ¢ 3a00I€BAHUSIMH U AaHOMAJIUSIMH, BBI3BAHHBIMU MYTallUsIMHU FeHOA
B 1eTH ¢ BpOXKIECHHBIMU ITIOPOKAMU Pa3BUTUSA

] JIIOAU, OTATOICHHBIC TCHCTHYCCKUMU J_'[e(beKTaMI/I

Puc. 7. [loka3zarenu HacIEACTBEHHBIX OTATOIEHHOCTEN

[To naHHBIM MEIUKO-TEHETUYECKONW KOHCYJBTAIMU OKOJIO 4% HOBOPOXKIAECHHBIX
CTPaJAIOT PA3IMYHBIMU TeHETHYeCKUMH Aedekramu. Heobxomumo K 3TOMy YUCTY
NpuOaBUTh HACJICICTBEHHYIO I1aTOJIOTHIO, KOTOpas MPOSIBISIETCS HE cpaszy Mocie
pOXJIeHMs, a B O0JIee MO3THEM BO3pacTe.

Ha pmannHoM pgumarpamMme npeAcTaBieHa CTATUCTUMKA  HACIEACTBEHHBIX

OTHFOMCHHOCTGIZ, KOTOPBIC Pa3BUBAIOTCA B PEIYIILTATC PA3JIMYHBIX MYTAllUH I'CHOB.
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B pesynbrare Obuto BbIABIECHO:3% - OETH C BPOXKICHHBIMU MOPOKAMHU
pa3ButHs, 2% - meTu ¢ 3a00JICBaHUSIMU M aHOMAJUSIMU, BBI3BAHHBIMH MYTAIHSIMHU
reHoB, 1% - JroAM, OTATOIICHHBIE TeHeTHuyeckumu aedekramu, 0,5% -

HOBOPOJKJICHHBIE, MMOPaXCHHbIE OOJE3HAMH B pPE3ylIbTaTe XPOMOCOMHBIX MYyTalUl

(Puc. 7).

8 7
6 5
4
4 3
2 2 2 2 2

- HERl
0

B Bo3pacr crapuie 35 et Bnopoku cepaua

E3a00eBaHUs MAaTKU U IPUJATKOB O CIOHTaHHBIN a00pT

B KpOBHOPOICTBEHHBIC Opaku O HeBBIHAIIUBAHKE 10 37 HEAEIb
O nepeHamiBanue B MHOroBOJME
EMmanoBoaue

Puc. 8. Onenka pazaMyHbIX OTATOIAOMIMX (DAKTOPOB

OcHOBBIBasiICh Ha OABHON OIIEHKE OTATOLIAOIINX (PAKTOPOB, IO KOTOPOMl ObLIH
00CJIeTOBAaHbI JKEHIIMHBI, 00paTUBIIKECS 33 MEAMKO-TEHETHYECKON KOHCYJbTAalUEH,
CTajJii: BO3pacT cTapiie 35 JieT, MOPOKH cep/lia, 3a00eBaHUs MaTKU U MPUIATKOB,
CHOHTaHHBIM abOPT, KPOBHOPOACTBEHHbIE Opaku, HEBBIHAIIMBaHUE 10 37 HEIENb,
nepeHalnBaHie, MHOTOBOINE, MAJIOBOJIHE.

AHanu3 OaJbHOM OIEHKH (PAKTOPOB MOKa3asl, 4TO HAUOOJIbIlee KOJIUYECTBO
0aJIOB COCTAaBWJIM: MHOTOBOJIME - 7 OajuioB, HEBBIHAUIMBaHHWE A0 37 HeAenb -

0aI0B, KPOBHOPOACTBEHHBIE Opaku - 4 6amna (Puc. 8).

2.4. A”aqm3  mnokasarejielli  HACJEACTBEHHbLIX  maroJjiorumii (1m0

CTATUCTHYECCKHUM JAHHBIM MCJIUKO-TCHETHYCCKOI'O OTIle.]IeHI/IH)

CrarucTtuka MOKa3bIBA€T, YTO OKOJIO 5% BCEX HOBOPOXKIEHHBIX MIIAJCHIEB

HMCIOT TC HWJIM HWHBIC IMOPOKU Pa3BUTHA. HCKOTOpBIC M3 HUX, ICPCUHUCICHLI HUKC U
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CTaHOBSITCS OYEBUAHBI CPa3y B MOMEHT POXKACHHUS, APYTHE NPOSBISIOTCA B MPOLECCE
MOCJIEPOIOBOTO Pa3BUTHS MM J1a’KE€ BO B3POCIIOM BO3pacTe.
B 3aBHCHMOCTH OT IPUYMHBI BO3HUKHOBEHHUSI BPOXKICHHBIE IIaTOJIOTMU
MPUHSATO Pa3JeisATh HA TPU KATETOPHUU:

1. HacnencTtBeHHO 00yCIOBICHHBIE

3a0osneBaHusl, KOTOPBIE MEPENAIOTCS 10 HACIEICTBY U OOYCIIOBIEHBI HATMUUEM
NaTOJOTMYECKUX TE€HOB y OJHOro WM oOoux poauteneil. B ux ocHoBe nexar
MyTaly XpOMOCOM, KOTOpPbIE€ BO3HUKIIMA Y IPEAKOB M BIIOCIEACTBUH IIE€PEIAaBAINCH
U3 TIOKOJIEHUS B NTOKoJeHue. [Ipu 3ToM caM HOCHTENIb MyTaHTHOTO T'€Ha MOXET ObITh
COBEPILIEHHO 37I0POBBIM YEJIOBEKOM. 3a00JI€BaHUE MOKET MPOSIBUTHCS B CIEAYIOIIEM
IOKOJICHUM TpU COYETAHMH MHOXECTBa pasziuuHbX (akropoB. Cpemu Bcex
BPOKJIEHHBIX aHOMAJIMU JTUIIb 25% UMEIOT TONBKO T€HETHYECKYIO IPUYNHY.

2. Teparorennnie

ITopoku, KOTOpBIE MOSBUIIUCH B PE3YIAbTATE BHEIIHUX BO3ACHCTBUM Ha IUIOA B
NEpUOJ €ro BHYTPUYTPOOHOTO pa3BUTHS - XHUMHYECKUX, HOHU3UPYIOLIUX,
MEXaHWYECKUX, TOKCHMYECKHX, MHPEKIUMOHHbIX W T.J. TeparoreHHbIe MOPOKH, Kak
U3BECTHO, COCTABISAIOT OKOJIO 13-15% oT oOuiero uncna BpoxAeHHbIX aHOMaIui. K
TepaToreHHbIM (paKTOpaM OTHOCST: aJIKOTOJIb, HUKOTUH, HAPKOTUKH, HOHU3UPYIOIIEEe
U3JTyYeHHE, JIEKapCTBEHHbIE MIpenaparbl, MHPEKINOHHbIE 3a00JI€BaHUS, XPOHUUYECKHE
3a00JIeBaHMsI, XPOHUYECKasi MHTOKCUKAIHS.

3. MynbrudaxkropHsie

Kak ycranomneno, Haubosiee pacrpocTpaHeHHas kareropus - cBbie 60%. K
BO3HMKHOBEHHUIO TOPOKAa MPUBOJUT HACIEACTBEHHAs IMPEAPACIOIIOKEHHOCTh B

COUYCTaHHUU C TCPATOI'CHHBIM BO3HeﬁCTBHeM Ha I1JI0A.
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Puc.9. Ouenka mokasaresneil Bpo>KIEHHBIX ITOPOKOB Pa3BUTHS

AHanmn3 mokaszaresnieil KaTeropuil BpOXKIEHHBIX TTOPOKOB Pa3BUTHS IO MEIUKO-
TEHETUYECKOMY OTIEICHUIO COCTaBMJI: HACJEACTBEHHO — OOYCIIOBIEHHBIX - 29%,
TepaTtoreHHbIX - 12%, mynbTudakTopHbx - 59%.

W3 naHHBIX T1OKa3arened BHUJIHO, 4YTO HauOOJbIIEE KOJIUYECTBO
COCTaBIIAIOT MyJbTU(AKTOpHbIE 3a0oneBaHust - 59% M MHUHHUMaJIbHOE 3HAYCHHE

TepatoreHusie - 12% (Puc. 9).

42



3AK/IIOYEHUE

[IpodunakTuka HaciaeICTBEHHBIX 3a00JIEBaHUN SIBISIETCS OJHOM M3 TJIABHBIX
3a/1a4y MEAUIMHCKON reHeTuKr. OO01ecTBy HEOOX0UMMO 3HAaTh KAKOBBI JOCTHUKEHUS
JAHHOW HayKd, M Ha KAaKOM 3Talle pa3BUTUS HAXOJUTCs Hayka. B Hame Bpems
CJIO)KMJIACh BO3MOXHOCTh M30€KaTh U MPEAOTBpalllaTh HACIEACTBEHHbIE OOJIE3HHU.
Kaxxaplil 101K€eH 3HaTh, UTO OH BBIOMPAET U YEM PHUCKYET.

C  uenpl0  YCOBEpPUICHCTBOBAHMUS  MEIUKO-TEHETUYECKOM  CIIy»KOBlI,
XPOMOCOMHBIMH aHOMAJIUSAMH U T€HHBIMHM NATOJIOTHSIMH, TPO(YHUIAKTUKN POXKICHUS
JNeTel C BpPOXKICHHBIMU IIOPOKAMH  DPAa3BUTHs, CHWKEHUE CMEPTHOCTU W
WHBAMIU3ALANA JE€TEe OT 3TOW aHOMAJIMHM HEOOXOAMMO MPOBEACHHUE CIEAYIOIIMX
MEUKO-OpraHNU3allHOHHBIX MEPOIPUATHIA:

1.PazBuTHEe CUCTEMBI NpPEHATAJIBHOW JHWAarHOCTUKH C PaclpOCTpaHEHUEM
uH(OpMaAUU B MEIMKO-TEHETUYECKU KAOMHET KOHCYJIBTATUBHOW MOJUKIWHUKH,
JUISL BBISIBJICHUS BPOXK/IEHHBIX TIOPOKOB Pa3BUTHS Yy IJ10/1a BO BpeMs OEpEMEHHOCTH.

2. CoOBepIICHCTBOBAHWE METOJOB CEIIEKTUBHOTO CKPMHHUHTA CPEId TPYII
neteil Beicokoro pucka B OI'bY3 «Jlerckas obinacTHas KIMHUYECKON OOJBHULIEY,
JUISL BBISIBJICHUSI HACJIEICTBEHHBIX CUHIAPOMOB MU XPOMOCOMHOM IATOJIOTHH y JETEM,
HACJIEICTBEHHBIX HapylIeHUI OOMeHa.

3. Hcnonb3oBaHue pa3pabOTaHHYI0 KapTy pErUCTpaluu pedeHkKa ¢
BPOXKICHHBIMU aHOMAJIMSIMU, KOTOpasi IO3BOJISIET OOECHEeUUTh CBOEBPEMEHHOE
HaOJIOZICHUE 3a TPYIIOM pHUCKa, Uil CO3JaHUsl PErucTpa HaCIEACTBEHHBIX U
BPO’KJICHHBIX IOPOKOB Pa3BUTHS.

4. PaboTra akymepcKO-TMHEKOJOTHUYECKOH U MEIUKO-TEHETHYECKON CIIYkO C
LEJIbIO ONPEIeNICHUs CEMEM, HMEIOLIUX OMACHBIA PUCK U MPOBEACHUE MPOPUITAKTUKA
HaITpaBJIEHHOW Ha MPEAYNPEXKICHNE BOSHUKHOBEHHMS IETEN C aHOMAJIMSIMHU.

5. OnoBenieHre HAaceIEHUs U Bpaueil 0O BOZMOXKHOCTIX MEIUKO-T€HETUYECKOM
CIIy>kObI 00J7aCTH, a TaK)K€ MOBBIIICHHE MEIUKO-TEHETUYECKOW MOJArOTOBKU Bpadei
Je4eOHO-TIPODHIIAKTUYECKOTO YUPEKICHUS 001aCcTH.
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6. OcyliecTBieHHE OKa3aHUS CIELHUATU3MPOBAHHOMN, KBATU(PUIMPOBAHHON
MEJMKO-TEHETHYECKOW IMOMOIIM HACEJIEHUIO0, & TaK COBEPIICHCTBOBAHUE pPAOOTHI
MEAMKO-TEHETUUYECKOH CITy>KOBI B BBIE3THOU (hopMeE.

7. OcylIeCTBICHUE MEIUKO-OPraHU3alMOHHBIX MEPONPUSITHI, HAPABICHHBIX
Ha Npo(UIAKTUKY HACJIEACTBEHHBIX 3a001€BaHUM U BPOXKIEHHBIX aHOMAJIUH IO TpeX
YPOBHEBOI CHUCTEMBI: INEPBbI YpOBEHb — IMPENOTBpAICHHUE 3ayaTHsl peOEHKa C
aHOMAaJIMEW; BTOPOl YPOBEHb — MPENOTBPALICHUE POXKACHUS peOCHKA C aHOMAJIUEH;
TPETU ypOBEHb — JMAarHOCTUKA B paHHEM Iiepuojae OoJe3HEM C BBIPAXKEHHOM
HACJIEICTBEHHOCThIO U T€HHBIX 00JIe3HEH.

Baxxnast poyib OTBOAMTCS CpEAHEMY MEIULMHCKOMY IMEPCOHATY B IUIaHE
O3HAKOMJICHUSI HACEJEHUS C LEJIbI0 TNPOBEICHUA JOPOJOBOM KOHCYJIBTALUU.
Pacnpoctpanenue 370poBOro obOpasza JKM3HM aKTyaJbHO KaK BO  BpeMsd
OepeMEHHOCTH, TaK U Ha BCEX dTanax *U3HU YeJIOBEKa HauMHasi C paHHETo BO3pacTa.

MeauuuHCKH nepcoHan He00X0UM, ObITh OOPLIOM 3a YUCTOTY OKpPY:KaroIlen
Cpellbl 4YeJlOBEKa. 3arps3HEHUE BO3/yXa, IHILEBBIX MPOAYKTOB, a TaKXKe BObI
BELIECTBAMH, KOTOpbIE 00JIaJat0T KAHLEPOT€HHbIM M MYTareHHbIM JIEHCTBUEM U
CIIOCOOCTBYIOT MOSIBJICHUIO HACIEACTBEHHBIX aHOMAMK. VIMEHHO MO3TOMY CpeIHU
MEJUUMHCKUI IEPCOHA IPUHAMAET Y4YacTUE B pEUIEHHWE HEKOTOPBIX 3adad
MEJUIIMHCKOW TEHETHKH, NpO(UIAKTUKE HACJIEICTBEHHOW U  BPOXIACHHOU

IIaTOJIOTHUH.
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IMPUJIOKEHUE 1

«OT14er 0 peanu3aAMM MEpPONPUATHH M0 MNPeHATANbLHON (Z0POAOBOI)
JAUATHOCTHKE HAPYLICHUH Pa3BUTHA pedeHKa

(Yka3zaTh MEJUIIMHCKYIO OPTaHHU3aIIIO)

3a 20  ron

HaumMmeHoBaHMe mokazarejas Koauu
n/n €CTBO
(ues.)

Bcero eHIlMH, COCTOAIIMX HA yUETe MO
OepeMEeHHOCTH

N3 nux Ha cpoke f0 12 Hepenb 66peMEHHOCTH:

Bcero eHIuH npomeammx o0ciae0BaHue 1o
IpeHaTagbHOM (JOPOAOBOM) TMAarHOCTHUKE
HapyIICHUH pa3BUTHUS Ha SKCIIEPTHOM YPOBHE Ha
cpoke 11-13,6 Henenb

Bcero eHIuH, He MPOIIeAIMNX
oOcJe0BaHKE MO TPeHATAIBHOMN (JI0POI0BOIN)
JMarHOCTUKE HAPYIICHUH Pa3BUTHS Ha DKCIICPTHOM
ypoBHE Ha cpoke 11-13,6 Hegenb

N3 Hux:

-13-3a Mo3qHero (1mo3xe 12 Heenn)
oOpallieHusl B ’KEHCKYI0 KOHCYJIbTAlUIO HA YUET 10
OepEeMEHHOCTH:

-13-3a 0TKa3a OT 00CJIeI0BaHHUS:

-JIpyrye MpUYUHbI (YKa3aTh):

Bcero 6epeMeHHBIX KEHIITUH, BOIIICIINX B
IpyNIy pyUcKa 10 HApPYIICHUIO Pa3BUTHS y peOCHKa
0 JIaHHBIM IIPEHATAIbHOM (J0POI0BOI)
JIMarHoCTUKE Ha cpoke 11-13,6 Hexgenp

N3 Hux:

-1o pe3yspraram Y3U

-T10 MAaTEPUHCKHUM CHIBOPOTOYHBIM MapKepam
(V3U, PAPP-A, XT'Y)

Bcero 6epeMeHHBIX JKEHIIWH U3 TPYIIBI pUCKa
110 HAPYIICHHUIO Pa3BUTHH y peOeHKa, HallpaBJICHHBIX
Ha PCHATAIBHYIO0 HMHBA3WBHYIO TMarHOCTHKY

W3 Hux:

-4HUCJI0 OEPEMEHHBIX JKCHIIMH, MPOIIEIITNX
MPEHATAIbHOE MHBA3UBHOE UCCJICJOBAHUE
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-4KCI0 OEPEMEHHBIX KEHIIMH, OTKa3aBIINXCS
OT NMPEHATAIHLHOTO UHBA3WBHOT'O UCCIIECAOBAHUS

Bcero BbISIBIEHO MIIOJ0B ¢ XPOMOCOMHOM
I1aTOJIOTUEH:

13 HUX:

-cunapoM /layna

-CUHAPOM DjBapjca

-cunapom Ilaray

-nipyrue (yKa3arth)

Bcero BbISIBIEHO MIIOJOB € AaHATOMUYECKUMU
nedexramu (BIIP) y 6epeMeHHBIX KEHIIUH,
IPOLIEAIINX KOMIJIEKCHOE 00CIE0BAHKE 110
npeHaTaJIbHOU (JOPOJIOBOI) TMAarHOCTHKE

Bcero npepBanHbIx OepeMEHHOCTEN 110
pe3ysbTaTaM KOMIUJIEKCHOM MPEeHATaIbHOU
(10pOI0BOIT) TMAarHOCTUKHU HApYIIEHUI pa3BUTHUSA
pebeHka

B TOM YUCIJIE!

-Ha CpOKe OepeMEeHHOCTH J10 12 Henenb

1. -Ha CPOKE OEPEMEHHOCTHU JI0 22 HENIETh
-Ha CPOKE OEPEMEHHOCTH Tociie 22 HeJleb
U3 HUX:
-1I0 XPOMOCOMHOW MaTOJIOTU!

2. -110 HeXxu3HecnnocoOoubsM BITP

JlonmonHUTENbHO — yKa3zarb  (MIpd  HAIWYUM  MHQPOpPMALMM):  HCXOJbI
OEpEMEHHOCTH y JKEHILMH C BPOKICHHBIMU aHOMAIMSIMU Pa3BUTHS Y peOeHKa (pObl,
CaMOIIPOU3BOJIbHBIM  BBIKUBILI, WHIAYLHWPOBAHHBINM BBIKUJBINI) C yKa3aHUEM

dbamMuim, UMEHU, 0TYECTBA KEHILMHBI, JaThl POXKIACHUS, TOMAITHETO aipeca)y.

(®UO momKHOCTHOTO JIHIA) (moarmce)
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IMPUJIOKEHUE 2

«1OBPOBOJIBHOE HH®OPMHUPOBAHHOE COI'JTACHUE
ZKEHHIMHBI HA ITPOJTOHI'MPOBAHUE UJIA ITPEPBIBAHUE
BEPEMEHHOCTHU

IO MEJJMIIMUHCKHUM ITIOKA3AHUAM

A,

[IpucyrctBys B Meauko-reHetnueckoMm otaeneHun OI'BY3 «benropojnckas
oOnacTHas kiMHMYeckass OonpHuna Cesatutens Hoacada» Ha 3acenaHuu
[PEHATAIBHOIO KOHCHWJIMYMa MPUHUMAI0 PEIICHHE O JOCPOYHOM IpEKpalleHuu /
IPOJIOHTUPOBAHUU JAHHOW OepeMeHHOCTH. MHE B MOHATHOM M AOCTYIHON (opme
Pa3bACHUIN IPUYMHBI, MEXaHU3MBI U CPOKH (POPMHUPOBAHUS OOHAPYKEHHBIX Y MOETO
pebeHKa HapylEeHU BHYTPUYTPOOHOIO pa3BUTHS, BKJIOYAs IOATBEPKICHHBIM
JIMarHo3 XpOMOCOMHOT0 3a00JI€BaHMsI, BO3MOXHOCTHU U TIOCJIEACTBUS XUPYPTrUUECKON
KOPPEKLMH BBISBICHHBIX y HETO BPOXACHHBIX IIOPOKOB PA3BUTHS, B TAK)KE IPOTHO3
JUISL €T0 JKU3HU, 310POBbsl U HHTEJUICKTA.

S ynoctoBepsito, YTO TEKCT MOEro WH(GOPMHPOBAHHOTO J0OPOBOJIILHOTO
corjlacusi MHOW MPOYMUTAH, Ha3HAYEHUE JAHHOTO JOKYMEHTA, a TaKKe MOJyUYCHHBIC
Pa3bSICHEHUS IOHITHBI U YOBJIETBOPSIOT MEHS B MOJHON MEpe».

©.1.0.

IToammce manuenTa

« » 20 T
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