TEMA 6. MEJUIIUHCKAS TEHETUKA

1. [IpeaMeT MEAUITMHCKON TeHETHKHU

2. Ilopoku pa3BuTHSA

3. Meauko-TeHeTHYeCKOe KOHCYJIBTHPOBAaHME W METOJbI  MPEHATaJbHON  JTUarHOCTHKH
HAaCJIEACTBEHHBIX U BPOXKICHHBIX O0Je3HeH

1. IPEAMET MEJMIIMHCKOM TEHETUKH

Meouyunckas eenemuxa 3To 00JaCTh MEIUIIUHBI, KOTOPAsi U3y4yaeT SBJICHHUS HACIEICTBEHHOCTH U
M3MEHUYUBOCTH B PA3IMYHBIX MOMYJISLIUAX JTHOACH, 0COOEHHOCTH MPOSBICHUS M Pa3BUTUSI HOPMAJIBHBIX U
MATOJIOTMYECKUX MPU3HAKOB, 3aBHCUMOCTH 3a00JIEBaHUN OT TE€HETHYECKOW NpPEeApacroiOXEeHHOCTH H
YCJIOBUM OKPYKAIOIIEH CpeIbl.

3amauell MEIMIMHCKON T€HETHKHU SBISETCS BBIABICHHE, M3Y4YCHUE, MPOQUIAKTUKA M JICYCHUE
HACJIEJICTBEHHBIX OO0Je3Hel, pa3paboTka MyTel MpeaoTBpallleHus] BO3/IEHCTBUSI HEraTUBHBIX (PAKTOPOB
Cpelbl Ha HACJIEACTBEHHOCTh YEJI0BEKa

B cneunanpHOi nuTeparype (F€HETUYECKOM, MEIUIMHCKON) UCHOJB3YIOT Pa3iMyYHbIe MOHSATHUS
JUIS OIIMCAHMSI [TaTOJIOTUI YEJIOBEKA: HACIeOCmBeH ble, 2eHemuyecKue, cemelinvle, BpOHCOeHHbIe.

I'enemuueckue 6OonesHu TPEACTABISAIOT cOOOW 3a0oyeBaHMs, CBSI3aHHBIE C HAPYIICHUSMU B
TeHEeTHYECKOM Marepuaie. /i reHeTH4ecKux O0JIe3HE CyIIeCTBEHHBIM SIBISETCS HE (DaKT rmepegadu Imo
HACJIEJICTBY, a TO, YTO MPUYNHON OOJIE3HU SABJISIOTCS U3MEHEHUS B TEHETUYECKOM amnmnapare. ITo MOHSITHE
0o0J1ee IIMPOKOE M BKITFOYACT B ceOs M HACIICACTBCHHBIC OOJIC3HHU.

Hacneocmeennvie 60ne3nu — 3T0 MaTOJNOTUU, KOTOPbIE MEPEAAOTCS OT POAUTENEH K JETsIM, 3a
UCKJIIOYEHUEM CIIy4aeB JIETAJbHOIO HMCXOAAa M CTEPUIILHOCTU HocuTened Oosie3Hu. [IpuumHON 3THX
00Js1e3Hel SABJISIOTCS TEeHHBIE U XPOMOCOMHbBIE MYTalIUU.

Cemetinvle 601e31u — 3TO OOJIE3HU, BCTPEUAIOIIMECS Y MHOTHX WICHOB JaHHOU ceMbr. OHU MOTYT
ObITh HACIEJACTBEHHBIMH, HO TAaK)K€ MOTYT OBITh BBI3BAaHBI U JPYTUMHU, HETEHETHUECKUMHU (HAKTOPaMU,
HampuMep: OOUIMMH BpPEAHBIMH TPUBBIYKAMH, HEJOCTATKOM IUTaHHSA, OOMIMMH HEOJIAronpusTHBIMU
YCIOBUSIMU JKU3HH U Jp. B mocneanem ciydyae oHU HE MEPEAaroTCs 0 HACIEACTBY.

Bpootcoennvie 6onesnu BKIIOYAIOT pa3inyHble HAPYILIEHUS Pa3BUTHUS, KOTOPbIE MPOSBISIOTCS HpU
POKICHUH.

CyIiecTBYIOT /1Ba OCHOBHBIX KPUTEPHS KiIacCH(pUKAIMM HACIEACTBEHHBIX OOJE3HEWU: no muny
NpOAGNeHUs. U 2eHeMUYEeCKUI.

Kaaccudukanusa Hacie1cTBeHHBIX 00/1e3Hell 110 THITY NPOSIBJICHUS

e 0OJE3HM NpPH KOTOPBIX SKCIPECCHUs MATOJOTMUECKUX TE€HOB HE 3aBUCUT OT BHEIIHEH cpejbl

(Oone3nu oOMeHa BeIeCTB, FeMO(HIINS, XPOMOCOMHBIE IEPECTPONKH);

e (0oJie3HU 00YCIIOBJIEHBI T€HAMH, pealu3alus AeUCTBUSI KOTOPHIX B TOM UM UHOM CTETIEHU 3aBHCHUT

OT HEOJIaronpusATHBIX BO3JEHCTBUM CpEAbl, HAIPUMEp MPU HENPABHIBHOM NUTaHUM, B CIydae

MOJIarPhl.

[lomarpa — oOycioBieHa HapylleHHEM OOMEHa MOYEBOW KHUCIOTBHI, B peE3ylbTaTe 4Yero
KOHIIEHTpallUsl €€ B OpraHu3Me MOBbIIIEHA. [[pOMCXOANUT OTIIOKEHHE ypaTOB B PA3JIMYHBIX TKaHSX,
MIPOSBIISIETCS. MPUCTYIIaMU apTPUTOB U O0pa30BaHHWEM IMOYEYHbIX KaMHed. KimHuueckas kapTuHa
BBIpa)K€HA HE BCEI/Ia U JIMILb B IIOKUJIOM BO3pacTe.

e (00JIe3HH UMEIIIKE MYJIbTU(AKTOPHATIBHYIO IPUPOJY, C HACIEICTBEHHBIM IPEIPACIION0KEHUEM
(runepToHnyeckas OOJie3Hb, f3Ba JKENyAKAa M JBEHAIATUNEPCTHOM KHIIKH, MHOTHE (OPMBI
3JI0KQYE€CTBEHHBIX OMYyXOJei).

I'enTuyeckas KiaccupuKamus:

B niepByto odepenp ux noapasAeisaoT Ha

1. MoHoreHHbI€ (B 3aBUCUMOCTH OT THIIa HACJIEI0OBaHUS)

1.1. AyrocoMHbIe-TOMUHAHTHBIE.

axoHOponna3zus — HapyleHus: pocTa JUIMHHBIX TPYOUaThIX KOCTEH, KaK CJIeCTBUE — HU3KHM POCT;
apaxunooaxkmunus — yJUIMHEHHE U YTOHYEHUE KOCTEH, TOHKHE «I1ayybt» MabIbl;

opaxuoaxmunus — yKOpOYEHHbIE (haTaHTH MAJIbLEB;

xopes ['enmunemona — MPOTrPeCcCUPYIOIAs JIeTeHepalns HEpBHOW CUCTEMBI (IPOSIBIIIETCS MOCIE
35-50 mer)

1.2. AyrocomMHBIE-pEIIECCUBHBIC.


https://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0

® anbOUHU3M — OTCYTCTBHE MEJIAHMHA B KJIETKaX KOXH (y OONBHBIX HAOIIOJaeTCs BBICOKAsS
9yBCTBUTEIHHOCTh K Y D-00IyICHHIO U MOBBIIICHHBIA PUCK Pa3BUTHI paKa KOXKH);

®  QIKAnNMOHypusi — TEMHBIA IIBET MOYM Y HOBOPOXKICHHBIX, apTPUTHI, KaK CIICJACTBUE HAPYIICHUH B
MeTa0O0In3ME;

o oonesnsv Tes-Caxca — TAIIOTOHUS MBIIIIL, ICKXOMOTOPHBIC HAPYILICHHS,

®  (henunkemonypusi — METaOOIMYECKUE U TMICUXMYECKUE HAPYIICHUS, YMCTBCHHAs! OTCTAJIOCTh U3-32
HAKOIUICHHUSI aMUHOKHUCIIOTHI ()eHUJIAJIAHMHA B KJIIETKAaX OPraHU3Ma;

® canakmo3semus — HAPYIICHUS METaOOIMUECKUX MPOIIECCOB B TICUCHH, TIOYKAX, TOJIOBHOM MO3T€.

b
ADN 5' GTT CAC CTT ACA CCG GAA GAA AAAT
ADN 3' CAA GTG GAA TGT GGC CIT CTT TTT 5'
ARN GUU CACCUU ACA CCG GAA GAA AAA
Polipeptid Val — His — Leu— Thr — Pro — Ac glu — Ac.glu —Liz

2)
ADN 5' GTT CAC CTT ACA CCG GTA GAA AAAT
ADN 3' CAA GTG GAA TGT GGC CAT CTT TTT 5'
ARN GUU CAC CUU ACA CCG GUA GAA AAA
Polipeptid Val — His — Leu — Thr — Pro — Wal — Ac.glu — Liz

Puc.l. Anbounnsm Puc. 2. CepnoBu/IHOK/IETOYHASI AaHEMMUSI

1.3. CueruieHHBIE C ITOJOBEIMH XPOMOCOMAaMH.
1.3.1. lomunantHbie X CICIICHHBIC OOJIC3HH:
®  HecosepuieHHblll ameno2eHe3 — HapYIICHUs 3yOHOU dMaJId, TEMHbBIE 3yOHI;
® cunoghocpamoszemusi — HapylIeHUs B pa3BUTUUA KOCTHON TKaHH.
1.3.2. PerteccuBuble X CIIEIUIEHHBIE OOJIE3HU:
®  OJanbmoHu3mM — OTCYTCTBHE WJIM HapyIICHHE IBETOBOTO 3PEHHUS,
e cemoghunus — oTCyTCTBUE (haKTOpa CBEPTHIBAHUS KPOBH;
® yuonamus /[rouienna — IpOTPECCUPYIOIIasi MbIIIIEUHAs JUCTPODHUSL.
2. [Tomurennplie (00JIE3HU C HACIEACTBCHHBIMU TPEPACIIOIOKCHIEM).
3. MonekynspHbie 007€3HU BbI3BaHHbIE TeHHBIMU MyTalusiMu (00sie3HH 0OMEHa BEIIECTB)
4. XpomocomHbIe 00JIe3HU (aHOMAJIHMH CBS3aHHBIC C CTPYKTYPHBIMH MYTAIHSIMH XPOMOCOM H C

YHCIIOM XPOMOCOM).
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Puc. 3. CuapoM Komaybero Kpuka (anra. cri du Puc. 4. Cunapom /layna
chat syndrome)


https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA

I'enernyeckuii rpy3. B monyinsnusx 4enoBeKa Tak K€, KAK U B MONMYJSLUIX IPYTUX OPraHU3MOB,
B I€TEPO3UTOTHOM COCTOSIHUU COAEPIKUTCS 3HAYUTEIbHBIN TPY3, T.€. PELECCUBHBIC aJUIETH, TPUBOISIINE
K Pa3BUTHIO PA3IMYHBIX HACIEICTBEHHBIX Oosie3Hel. [loBbileHne cTeneHun MHOpUIUHTA (CKpeIMBaHue
TeHETUYEeCKH ONM3KUX (OpM) B MOMYISALUAX MPUBOIUT K IMOBBIIIEHHIO YAaCTOThl T'OMO3WUTOTU3ALIUU
peliecCUBHBIX ~ aieniell. JTa  3aKOHOMEpPHOCTh  JOJDKHA  NPENoCTeperarb  OT  3aKJIIOYEHUs
OJIM3KOPOJICTBEHHBIX OpakoB. Ilpu m3yueHum meTaibHBIX 3P(HEKTOB B OIM3KOPOACTBEHHBIX OpakKoB
MOKa3aHo, YTo OK0JI0 8% BCeX JI0/Iei HECYT BHOBb BO3HUKIIYIO MyTalUiO. VICTOYHMKOM I€HETHYECKOTO
rpy3a Cly)kKaT MyTalllM, BO3HUKAIOIIME B MOMYJSIIHUSAX YEIOBEKa CIOHTAHHO WIM MOJ AeHCTBHEM
¢bakxTopoB okpyxkatomei cpenbl. [lpumepro 1% reneTnueckoro rpys3a NpUXOAUTCS HAa TEHHbIE MyTallUH,
0.5% - Ha xpomMocoMHBIE MyTamuu, OKouo 3-3.5% cooTBEeTCTBYeT OOJIE3HSIM C BBIPAKEHHBIM
HACJIEICTBEHHBIM KOMIIOHEHTOM (JIMabeT, aTepOoCKIepO3, HEKOTOPHIE OMYXOJH H T.JI.)

2. IIOPOKU PA3BUTUA

ITopok pa3BUTHUS WIN 8POHCOEHHASL AHOMAIUS — 3TO AaHOMAJIUsl B HOPMAJIbHOM Pa3BUTHUH, UTO B
KOHEYHOM HTOre BeleT K IOPOKY B AaHAaTOMO- '
Mopdodusnonornaeckom acmnekre. [lo gaHHBIM
BcemupHoii  opraHuzanuu  37paBOOXPaHEHHUS,
0K0JIO 2.5% HOBOPOXKJICHHBIX TMOSBIISIOTCS HA CBET
C pa3NUYHBIMU MTOpoKaMu pa3Butus. [Ipu stom 1.5-
2% w3 HUX OOYCIIOBIEHBI MPEUMYIIECTBEHHO
HEONaronpusATHBIMU ~ 9K30T€HHBIMH  (haKTOpaMu
(Tak Ha3bIBAEMBIMHM TEPATOT€HAMH), & OCTaJIbHbIE
UMEIOT MPEUMYIIIECTBEHHO TeHETUYECKYIO
npupoay. Cpeau 5K30T€HHBIX HPUYUH IMOPOKOB
pa3BUTHUSA CIEIYEeT YIIOMSHYTh:

-Ononornyeckne (MHQPEKIUOHHBIE 3a00JICBaHUS -
KOpb, KpacHyXa; TOpPMOHaJbHbIE HApYyIICHUS;
BO3pacT Oyayliel Mambl; HEJAOCTATOYHOE MUTAHUE
Y aBUTAaMHUHO3bI);

-pusnueckue  (Bce  BHABI  HOHU3UPYIOLIETO
U3Y4YEHUs, paJAUOHYKIH/IBI);

-XUMUYIECKUE (Bce MIPOTHBOOITYXOJICBBIC

npernaparsl, rOpMOHaJIbHBIE Tpenaparsl, Puc. 5. BosjeiicTBre TAIMIOMHIIA HA OPTAHU3M
HApKOTHYECKUE BEIIECTBA, TECTUIIUIBI, TSHKEIbIC

METAaJIIIBI).

I'eneTndeckue (akTOpbl MOPOKOB PA3BUTHS OTPAXKAIOT TaK HA3BIBAEMBIM OOIIMI TeHETUYECKUA
rpy3 NOMYNIALNH, KOTOPBINA MPOsBIsieTcs 6oee yeM y 5% HaceIeHHs IaHEeThI.

3. MEJUKO-TEHETHYECKOE KOHCVYJIPTUPOBAHUE N METO/IbI [TPEHATAJIbHOM
JMATHOCTUKU HACJIEJACTBEHHBIX 1 BPOXAEHHBIX BOJIE3BHEU

bonbiioe 3HaueHwe IS MEIUMLMHCKON TE€HETUKH WMEET OINpEICNICHUE 2emepo3ucomuo2o
Hocumenbcmea T.. BBISIBICHHE B NOMNYJSALMH HWHIMBUIYYMOB, KOTOpPbIE CaMH HE€ CTpPajalT oOT
HACJIEICTBEHHOT0 3a00JIeBaHUs, HO T€TEPO3UTOTHBI MO PELECCUBHOM MyTalMu, KOTOpasl CliocoOHa ero
BbI3BaTh. EC/IM TakMMU reTepo3uroTaMu 1o OAHOMY U TOMY K€ T€HY OKa)KyTCsl CYNPYT'H, KOTOPbIE pelaT
3aBECTHU pe6eHI<a, TO OHH JICTKO MOTI'YT BBIYHUCIWUTH BCPOATHOCTH IIOABJICHHUA Y HHUX IIOTOMKA —
TOMO3UTOTHOTO 10 PELIECCUBHOM aJIeNH |, CIeI0BaTeNIbHO, CTPAIAOIIETO OT HACIECTBEHHOW OONE3HU.

21.]'[5{ TOr0 4YTOOBI MOMOYbL COPUCHTHUPOBATBCA TEM, KTO XOYET Y3HATb, KaKOBa BCPOATHOCTH
MOSIBJICHUSI B UX CEMbE TOW WM MHOM HACIEACTBEHHOW aHOMAIIUHU, CYIIECTBYET MeOUKO-2eHEeMUYecKoe
KOHCYIbmuposanue. 3HaHUE TEHETHKU 4YeJOBEKa, JETalbHOE 3HAKOMCTBO C POJOCIOBHBIMH JIOJEH,
oOpamaronmxcs 3a KOHCYJIbTalluel, MO3BOJISIFOT Bpady-TeHETUKY OIEHUBATh CTENEHb PUCKA B KAXKIOM
KOHKpPETHOM ClTydae.

Takum 0Opa3om, COBpeMEHHbIE TEHECHIINN T€HETHKHU YeJI0OBeKa — 9TO aKTHBHOE MPOTUBO/ICHCTBHE
He6HaFOHpI/I$ITHBIM (l)aKTOpaM, BBI3BIBAIOIIIMM HACJICACTBEHHBIC aHOMAJIMKM Ha OCHOBE 3HaHUA
TEHETUYECKHUX 3aKOHOMEPHOCTEM.



[IpenMeToM HaydyHOro M3y4EeHMs MPEHATAIbHON IMAarHOCTUKU SBJISETCS 3apOJbIII YeJIOBEKa Ha
pasHbIX 3Tanax BHYTPUYTpOOHOro pa3Butus. Meronsl, npuMensemsie B I1]1, pa3nenstor Ha nenpsamvie,
Korja OOBbEKTOM HCCIEIOBaHUs SIBISIETCs OepeMeHHas JKCHIIMHA, U Hnpsmble, KOT/Ia UCCIEAYyeTCs cam
IUIOA.

OcHOBHBIC TIOKa3aHHWs JUIsI HampaBlieHHs OepeMEeHHOW Ha TMPEHATAIbHYI0 JHAarHOCTUKY
BKJIIOYAIOT:

1) Bo3pacT xenmunsbl crapie 40 jer;

2) HalmuyMe HE MEHee JIByX CaMOIIPOM3BOJIBHBIX BBIKHMJBIECH (a0OPTOB) Ha paHHUX CpOKax
OepeMEHHOCTH;

3) Hanuuue B ceMbe peOeHKa WM IUIoJa OT Ipelblaylied 6epeMeHHocTH ¢ Oose3Hbro [layHa,
JAPYTUMH XPOMOCOMHAMH OOJIE3HSMH, C MHOKECTBEHHBIMH BPOKJACHHBIMU TTOPOKAMHU;

4) MHOTME MOHOT€HHbIE 3a00JIeBaHUs, paHee IUarHOCTUPOBAHHBIE B CEMbE WM Yy OJIMXKaWIIMX
POJICTBEHHUKOB;

5) mnpuMeHeHue Iepel M Ha pPAHHUX CpOKax OEpeMEeHHOCTH psjia (apMaKoJOTHUECKUX
IIpenapaTos;

6) nepeHeceHHble BUPYCHbIE HHPEKIMH (TenaTUT, KpacHyxa, TOKCOIIa3Mo3 U Jp.);

7) obiryueHre Koro-HuOyIb U3 Cyrpyros J0 3a4aTusl.

Henpsamvie memooOvl TpeHATaNbHOM JHArHOCTHUKU COCTOST B MCCIECJOBAHUU MAapKEPHBIX
SMOpPHOHAIBHBIX OENKOB B CBHIBOPOTKE KPOBH MaTepH, Takux, Kak anbpaderornporenn (ADII),
xopuanbHblil roHanorponuH (XI'Y) u Hekoropele apyrue. Bee 3Tu Oenku sABISIOTCS 3MOPHOHO-
cnenu(UYHBIMHA, TO €CTh MPOIYLIUPYIOTCS KIETKAaMH CaMoOTo IUIOJa WIM IUIAEHTHl W TOCTYHAoT B
KPOBOTOK MaTepH, NpPUYEM HUX KOHIIEHTPALUs MEHSETCS B 3aBUCUMOCTH OT CpokKa OEpeMEHHOCTH U
coctosiHusl 1ona. B wactHocTH, conmepkanne ADII Bo3pacTaer mpHu OTKPHITHIX JAe(eKTaX HEpBHOM
TpYOKH, aHOMAJIUAX MOYEK U T.7. B MUpOBOI uTeparype HakomiIeH OOMIMPHBIN (aKTHUECKU MaTeprai
00 M3MEHEHUHU ITHUX CHIBOPOTOUYHBIX OEJIKOB B HOPME W MPH PA3TMYHON MATOJIOTHH, U MPAKTUYECKU BO
BCEX PA3BUTHIX CTpaHaX MPOBOAMUTCS CKPUHUPOBAHHE BCEX OEPEMEHHBIX JKEHIIMH HA COACPKAHUU 3TUX
OCJIKOB C WENbI0 BBISBJICHUS JKCHIIMH C BBICOKUM PHCKOM DPOXICHHUS JIeTe C BPOXKICHHBIMH H
HaCIIeICTBEHHBIMH opokamu. [IpoBefeHHoe B onTHMaibHble cpoku (15-16-HemenpHoi 6epeMEeHHOCTH) ¢
UCTIOJIb30BAHUEM TPEX TECT-CUCTEM HCCIIEJOBAHHE MO3BOJSAET BBIABHTH 10 80% Iu1010B ¢ Aedexramu
Pa3BUTHABHYTPEHHHX OPraHoB U 710 65% - ¢ XpOMOCOMHBIMU OO0JIE3HAMU.

IIpamvle memoObl IpeHAaTaTbHONW JUArHOCTUKH

1) ynbTpa3ByKOBOE CKaHHUpPOBaHME (CaMblii pacrpoCcTpaHEeHHbIH U () (HEKTUBHBI HEHMHBA3HBHBII
MeTOoN);

2) oneparuBHble MeTonbl [1/] cocTosT B MCCIen0BaHUM HEMOCPEACTBEHHO TKAaHEH camoro mioja
WM €T0 MIPOBU30PHBIX OPTaHOB (TIALIEHTHI).

OnepaTuBHBIE METO/IBI IPEHATAIBHON TUarHOCTUKH BKIIFOYAIOT:

® [PEUMIUIAHTAMOHHYIO JIUAarHOCTUKY — DS SIMIEKIETOK MaTepu OIUIOAOTBOPAIOTCS in Vitro,
3aTeéM HECKOJBKO 3apOJIbIIIeH pa3BHBAIOTCS A0 CTaJAWM 8 KIETOK, W 1-2 KJIeTKH 3apojbliia

QHAIM3UPYIOT Ha HAJIMYUU MOBPEKICHHOIO TI€HAa, NPOBOAAT MOJIEKYJSIPHYIO JHUAarHOCTUKY

HEKOTOPBIX PAacHpPOCTPAHEHHBIX TEHHBIX HACJIEJCTBEHHBIX 3a0oieBaHMM. 3apojplll, He

COJIEp KAl TIOBPEXKIECHHOTO I'€Ha, UMIJIAHTUPYETCS B MaTKy. Taxke MOXHO ONpPENEIUTh IOJ

3apo/iblilia (YTO BayKHO NMPHU HAIMYUH B CEMbE 3a00JI€BaHUH, CLIETIJICHHBIX ¢ X-XpOMOCOMOM);

® JMarHOCTHKY XpOMOCOMHBIX 00Jie3Hel (aMHUOLIEHTE3);
e JIHK-amarHOCTHKY T€HHBIX OOJIe3HEH;
e OMOXMMHUYECKYI0 JMAarHOCTMKY (MMMYHOXMMHUYECKMH aHaiu3 Oenka  JguctpoduHa B

Muopubpmiax npu Muoauctpoduu /lromenna, ananus crnenupuyeckoro 6emka B IuMdonuTax

IIPY CUHJPOME JIOMKOI X-XpOMOCOMBI).
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Puc. 6. AMHHOLIEHTE3



