Jleknus 9. Meauko-reHeTu4ecKoe KOHCYJIbTHPOBAaHUE.
JAnarHocTuka, npopuiIakTHKA U JeYeHHe HACIeACTBeHHbIX 3200/1eBaHM i

[lnan:

[TpuHIHITBI KIMHAYECKON NUarHOCTUKU HACIICICTBEHHBIX 3a00ICBAHHIA.

2. JlabGopaTtopHble METOJbl TUATHOCTHKU HACIIEIACTBEHHBIX OOJIE3HEH: LIUTOTeHEeTHYECKHE,
OMOXMMHUYECKUE, MOJIEKYJIIPHO-TEHETUYECKHE.

3. Bugsl npoUIaKTUKH HACJIEJICTBEHHBIX 0ose3Heil. Meanko-reHeTHUeCcKoe
KOHCYJIbTUPOBAHHE KaK NMpo(UIaKTHKa HACIEACTBEHHBIX 3a00eBanuii. [lepcnexkTuBHOE U
PETPOCHEKTUBHOE  KOHCYyJdbTHpoBaHue.  [lokazaHus K  MEAMKO-TEHETHYECKOMY
KOHCYJIbTUPOBAHHUIO.

4. Meroasl mnpeHatasbHOW auarHoctuku (Y3M, amHHOLIEHTe3, OWOICUS XOpPHOHA,

ompezaeneHue GeTonpoTenHa)

HeonaranbHblii CKpUHUHT

6. [lpuHUOMTIBI T€YeHUS HACTIEICTBEHHBIX OOJIEe3HEH

=

o

Momusayus yuebHotl dessmenbHOCMU

Oonoti  u3  2na8HLIX  3a0a¥  MEOUYUHCKOU  2eHemUKU  S6IsAemcsi  Npo@UIaKmuKa
HacnedcmeeHuvlx Oonesnell. B Hacmosiwee epems NOSGULACH 603MOJICHOCHb NPe0OmMEpaujams
MHO2ue HacieocmeenHvle 3abonesanus. Heobxooumo, umobvl KaxcOvlll 3HAN, YeM OH PUCKYem U
KAKUMU 803MOICHOCMAMU 8b100pA pacnonazaem 6 OMHOWEHUY HACIeOCMBEHHOU NAMOIO2UU.

Ilo mepe nosviuwienus OUOIOSUHECKUX U 2eHeMUYECKUX 3HAHUL Y WUPOKUX MACC HACeNleHus
pooumenu uiu Moiodvle CynpylcecKue napwvl, euje He umerowue demet, 6ce yauje oopawjaromcs 6
Meouxo-eeHemuyeckyio Koucyromayuio. CpeoHemy MeOUYUHCKOMY HNEePCOHANYy 6 JMOll C8:A3U
0MBOOUMCSL HEMANIOBANCHASL POTIb 8 NIIAHE O3HAKOMIIEHUsL HACENeHUSl C 03MONCHOCTbIO NPOBEOeHUs.
00pP0006020 KOHCYNbIMUPOBAHUSL.

OoHnako 2mo HeOOMbUIAs YACTb MO20, YMO MO2YM DedlbHO OCYUeCMEIsimbG MeOUYUHCKUE
cecmpbul, pabomarouue 8 HCeHCKUX KOHCYIbMAyUusx, Ha NeOuampuyeckux yuacmrax uiu 6 opyeux
cmpykmypax 30pasooxpanenus. Tax, nponazanoa 300p06020 06paA3a HCUHU AKMYATbHA He MOIbKO
80 8pemMsi DepemMeHHOCMU, HO U HA 6CeX IMANAX MHCUZHeOesAMelbHOCMU Yelo8eKd, HAYUHAs C
0emcKko2o 8os3pacma. 3HaHusL 0 MOM, YUMo KypeHue u YnompeoieHue aiko2os Mamepsbio Ui Omyom
0yoyweeo pebenka nogvlulaem BepOIMHOCHb POHCOCHUS MIAOCHYA C BPONCOEHHOU Namojocuell,
OO0JIICHbL NPONALAHOUPOBAMBCS CPedU 0emcKo20 U 63pocioco HaceneHus. CpeOHull MeOuyuHcKul
NepPCOHal MaKaice O0NNHCEH OblMb HENPUMUPUMBIM OOPYOM 34 HUCMOMY Cpedbl 0OUMAHUs Yel08eKd.
3acpsznenus 600bl, 6030yXa, NUWEBHIX NPOOYKMOG eUecmBamu, 001a0aruumu Myma2eHHblM Uil
KAHYEPOSeHHbIM Oelicmauem (8bl3bl8aouUMU O3HUKHOBEHUE MYMAYUll), MOXCEm CnocobCcmeosams
NOABNIEHUIO HACIeOCMBEHHBIX 3001e8aHUIL.

Ilosmomy cpeOHull MeOUYUHCKULL NEPCOHAN OO0INCeH NPUHAMb AKMUGHoe yyacmue 8
peanuzayuu  OOHOU U3 3a0a¥y MeOUYUHCKOU 2eHemuKu - NpoQuUIaKmuKe 6pPONCOeHHOU U
HACIe0CMEEeHHOU NAMOIO2UU.

1 [IpyHUMNBI KJIMHUYECKON TMATHOCTUKH HACJIEICTBEHHbIX 3a00/1eBaHUil

Pa3znen AuarHoCTUKM - OAMH U3 CaMbIX BaXHBIX M CIIOXKHBIX B HACJIEJACTBEHHOW MAaTOJOTHH.
CnoXHOCTh 00YCJIOBJIEHA TE€M, YTO HACIIEACTBEHHBIX OOJIE3HEH OYeHb MHOTO, KIIMHUYECKas: KapTHHA
Kaa0i (opMbl pa3HOOOpa3HA, UMEETCSI MHOTO CXOJIHBIX CUMIITOMOB IPH pa3HbIX Oosie3Hsx. Jlaxke B
npefenax — KaxIoM — CHeNMaIbHOCTH  HACHEACTBEHHbIC  3a00JIeBaHMS ~ MHOTOYHCICHHBI U
MHOTOOOpa3HBI: B HEBPOJIOTUH - CBbIlIe 300 HACIIEICTBEHHBIX OOJIE3HEH, B IEPMATOJIOTHH - CBBIIIE
250, B odpranemonoruu - cBbime 250. K Tomy e 60nbIIMHCTBO (OPM HACIEACTBEHHBIX OOJe3HEH
BcTpevaetcs kpaitHe penko (1 Ha 100 000 u pexe), 1 Bpad B CBOCH MPAKTHUKE Majo WU COBCEM HE
BCTpEYAET TaKUX MAI[MeHTOB. Bpauy He 1moj cuity BiIageTh BCEM 3arlacoM 3HaHUM, HEOOXOUMBIX ISt



MUATHOCTHKU PEIKHX HACIEJACTBCHHBIX OONe3HEel, naxe B paMKaX €ro CHIelualbHOCTH.
CrneoBaTeIbHO, OH JIOJDKCH 3HATh OOIIME MPHHIIMIIBI TUArHOCTUKY HACIICCTBEHHBIX Ooe3Her. OHu
MO3BOJIAT €MY 3alof03pUTh HACJICICTBEHHYIO OOJIE3Hb Yy MAallMEHTAa W TMPOBECTH IIPHIICITHLHOEH
o0cienoBaHue.

2 JlaGoparopHbie METObI JTUATHOCTHKHU HaCJeACTBEHHELIX 0oJe3Hen:
HUTOreHeTHYeCKUue, DHOXUMUYECKH e, MOJIEKYJISIPHO-TeHeTHYeCKHe

JIaGopaTopHasi AMArHOCTMKA HAcJEACTBEHHBIX OOJIe3HEH pa3BUBANIaCh IAPAUICNIBHO C
NOHMMAaHHEM T'€HETHYECKOW ITHOJIOTHU O0JIe3HeH U UX maTorene3a. Tak, Hanpumep, OMoXuMHYecKas
JMarHOCTHKA alkanToHypuu Obuia ocymectieHa 100 mer naszanm; B 30-x romax XX Beka ObLia
OTKPBITA ITPOCTasi PEAKIHsS U TUarHOCTUKN (DEHUIIKETOHYPHH (3€JIeHast OKpacka B PeaklUi MOYHU C
XJIOPUJIOM JKEJIE3).

JlabopaTopHasi /AMArHOCTHKAa HACIIEJACTBCHHBIX OOJE3HEH MOXKeT OBITh HampaBiieHa Ha
UICHTUPUKAIMIO OJHOM M3 TpPeX «CTYNEeHEW»: O3THUOJOTWH, IEPBUYHOTO 3BEHA I1aTOTCHE3a,
BTOPUYHBIX M3MEHEHUH MaToreHesa.

Ilepsas cmynenv - >THONOTHSA OOJE3HU, T.6. XAPAKTEPUCTHKA TEHOTUIA, a TOYHEE -
BBISIBJICHHE KOHKPETHOH MyTalMu Yy OOCIeAyeMOro HHAMBHJIA. OTO MOryT ObITh TI'€HHBIE,
XpPOMOCOMHBIE WJIM TE€HOMHBIE MyTallMd. | e€HHbIE MyTAallMd BBIABISIOTCS  MOJICKYJISIPHO-
OMOJIOTHYECKUMHU METOAaMH, XPOMOCOMHBIE M TEHOMHBIE - IIUTOTCHETHYECKUMH.

Bmopas cmynens - BBIABICHUE NMEPBUYHOTO MPOAYKTa MATOJIOTHYECKOrO I'eHa, T.€. IEepPBOH
CTymeHH maroreHe3a. Jlis ero  perucrpauuy  OPUMEHSIOT  TOYHbIE  OMOXMMHUYECKHE,
UMMYHOJIOTHYECKUE U UMMYHO(QEPMEHTHBIE METOBI.

Tpemvsa cmynens - perucTpanus CrenupUYeckux MeTabOJUTOB HW3MEHEHHOTO OOMeHa,
BO3HHKAIOIINX B MTPOIECCE PEATN3alH MYTAHTHOTO MTEPBHYHOTO TPOIYKTA UM €r0 OTCYTCTBHSL. JTa
CTYIEHb BBIMOJHACTCA Ha YPOBHE KJIETOK MJIM JKUJKOCTEH (KpOBb, CEKPET, MOYA) C MCIIOJIb30BaHHEM
OMOXMMHUYECKHUX, UMMYHOJIOTHYECKUX, ITATOJIOTUIECKUX METOJIOB.

2.1. [luToreHeTHYeCKHE METOAbI

CyTbh HUTOT€HETUUECKUX METOOB, IIPU BCEM Pa3HOOOPA3HH OTJENIbHBIX 3TAOB, 3aKIH0YAeTCs
B MHUKPOCKOIIMYECKOM aHaJN3€ XPOMOCOM, IO3BOJISIIOIIEM BBIIBUTH YMCIOBBIE M CTPYKTYpHbBIE
U3MEHEHHs XPOMOCOMHOIo Habopa (KapuoTuiia), TaK Ha3blBA€Mble XPOMOCOMHBIE W TE€HOMHBIE
MYTallUH.

OdeHp BaXHBIM MOMEHTOM JJI aHAIW3a XPOMOCOM SIBJISETCS MX OKpalumBaHue. MeToJbl
OKpPAaCcKH XpOMOCOM, JAlOIIHe JOCTaTOYHO MOJHOE MPEJCTaBIeHHE O KapHOTHUIle, MOABUIUCH B 70-x
IT. HalIero CTOJIETHS - 3TO MeToAbl TU((epeHINaTIbHOI0 OKpallluBaHUs XpomocoM. bosmbiioe
MPAKTUYECKOE 3HAYEHHE 3TUX METOJI0OB COCTOUT B TOM, UTO Au(depeHLnanbHas oKpacka M0o3BOJIsIeT
UICHTU(PHUIIMPOBATH BCE XPOMOCOMBI YeJIOBEKa, Oarojaps creupruuecKoMy JUHEHHOMY PUCYHKY -
MPOJOJIBHON OKpPAIIMBAEMOCTH JI KaXXJIOH XPOMOCOMBI B COOTBETCTBHMU C TUIIOM OKpacku. Ha
NpaKkTUKe HauOoJjbllee MPUMEHEHHE MOIYYMIA METObl auddepeHnanbHOi OKpacKu KpacuTeleM
I'mm3a (G-okpacka) ¥ (QIIIOOPECHMPYIOIIUM KpacUTeNleM aKpUXWHOM WM aKpuxuH-muputoMm (Q-
okpacka) (puc. 7.3).

[{uToreHeTnyeckre METOJbI Cpa3y K€ HAlLIM MPaKTUYECKOe MPUMEHEHHE B JHArHOCTHKE
XpPOMOCOMHBIX Oone3Heil. KnuHuueckas KapTHHa TpU XPOMOCOMHBIX CHHJIPOMAax JOCTaTOYHO
cnenuduyHa, HO €CTh U CTepThie (HOPMBI, TPYIHbIE ISl KITMHUYECKON AUarHOCTUKU. VX HEBO3MOXKHO
KIMHUYeckH auddepeHnnpoBaTh. B 3THX cUTyalusx ONpenessionei SBiseTcss HUTOreHeTHIecKas
nuarHoctuka. Tak, HampuMep, Ha KOHCYJIBTAIMIO IO TIOBOTY OeCIUIoAns 00paTuiuch cynpyru (23-24
ner), )xuBymue B 6pake 3 roga. XKena B Teuenue 3 et HaOIIOJAIaCh B )KEHCKOW KOHCYJBTALUU TIO
noBoAy OecrIofus U Mmojydvajga BCe 9TO BpeMs JOCTaTOYHO MHTEHCUBHYIO Tepanuio. [Ipu aTom Mmyx
He Obul obOcnenoBaH. IIpm ocMoTpe Myka BpavyOM-TEHETHKOM OBLI 3aroJ03peH CHUHAPOM
KnaitHdenbrepa (BBICOKHH pOCT, CKy[THOE€ OBOJIOCEHHE IO KEHCKOMY THILY, U30BITOYHOE Pa3BUTHE
MOJIOYHBIX K€JIe3, HEOPa3BUTHE OAHOIO sinyKa). [Ipy MUTOreHETUUECKOM MCCIEA0BAHNN KapUOTHIIA



noATBepkKIeH auarHo3 cuHapoma Kuaidensrepa. Ero xpomocomusiii nabop - 47,XXY. Ota
XPOMOCOMHAs aTOJIOTHS U ABUJIACH IPUYMHON OECILIONHS.

Hanpumep, B KOHCyJIbTalMIO OOpaTHIIaCh CYNpY)KeCKas Iapa IO IOBOJLY NPUBBIYHOTO
HEBbIHAIIUBaHUs OepeMeHHOCTH. V3 aHamMHe3a: IATh CaMOIPOU3BOJIBHBIX BRIKUABIIICH HA CpOKE A0 8
HeJeNb, KIIMHUYECKoe 00CeIoBaHue CYNPYyroB HE BBIIBMIIO ocobeHHocTel. [Ipu uroreHeTnueckoM
00CIIeI0BaHUH BBISIBIIEHO, YTO KapHOTHII My»a HOpMalbHbIi (46, XY), a y sxensl - 45,XX,t(13;14),
T.e. BbISIBIIEHA TpaHciokauus. IIpu Takoi TpaHCIOKanmMW HET M3MEHEHUH Yy HOCHTEIbHMIIBI, HO B
Meiio3e y Hee 00pa3yloTcsi aHOMaJIbHbIE TaMEThI.

2.2. buoxumMmn4yecKue MeToAbI

buoxumuueckoe oOcienoBaHWE IMAIMEHTa TMO3BOJIIET WIACHTH(QHUIMPOBATH  JIIOOBIC
MeTaboNUThI, celu(pruUecKue A TOM HacleJCTBEHHOW OO0JIe3HH, C TIOJO3PEHUEM Ha KOTOPYIO OH
OBLIT HAITpaBJICH.

B Ouoxumuueckoil AMAarHOCTHKE HACIEACTBEHHBIX OOJIE3HEH HCIONB3YIOTCS — Kak
KJIACCHYECKHE OMOXMMHYECKHUE METOMBI (dyIeKTpodopes, xpoMaTorpadusi, CIEKTPOCKONHS), TaK U
COBPEMEHHBIE BBICOKOTOUYHBIE TEXHOJIOTMH, TaKHe KaK >KUIKOCTHas Xpomarorpadus, wmacc-
CIIEKTPOMETPHSI, MArHUTHO-PE30HAHCHAS CIICKTPOMETPHs, 00MOapIMpOBKa OBICTPHIMU HEHTPOHAMH.

«O0beKTaMuy» OMOXHMUYECKOW NUArHOCTUKU SIBISIOTCS OMOJOTMYECKHE KUIAKOCTHU: MOYa,
0T, TUTa3Ma M CBIBOPOTKA KPOBHU, IPUTPOIUTHI, JICHKOIIUTEI, KYJIBTYPhl PruOpo0IacTOB, INMQOIUTOB.

[IpakTueckn  BO  BCeX  CiOy4asXx  OHOXMMHYECKas  JUArHOCTHKAa  HAaYWHAeTCs
C npoceusarouje2o MOX0Ja, B KOTOPOM BBIACISIOT JBAa YPOBHS: IEPBUYHBIA W YTOYHSFOIIHA.
Kaxxaplit u3 5TUX ypoBHEH MOKET OBITh OOJiee MM MEHEe MOJTHBIM B 3aBUCHMOCTH OT OCHAILIEHHOCTH
nabopaTopuUH.

OcHoBHasl 11e/1b MEPBUYHOTO YPOBHS JUATHOCTHKH 3aKIIOYAETCS B TOM, YTOOBI MCKIIOYHUTH
3JI0POBBIX WH/IMBHJIOB M3 JAJTbHEHUIIEro o0CieoBanus. Pa3nuyaroT qBa BUIa IporpaMM IepBUYHON
OMOXMMHYECKON AMATHOCTUKH: Maccogvle U celekmugHble. Ha mepBoM 3Tame B TakMX Mporpammax
UCTIOJIE3YIOTCSI MOYa B KPOBb.

CylIecTBYIOT Maccosvie npoceusarowue npocpammsbl TUATHOCTUKH CPEIH HOBOPOXKICHHBIX
(EHWIKETOHYPUHU, BPOXKIACHHOTO THIIOTHPEO03a, BPOXKICHHOW THUIEPIUIa3uu  HAAMOYCUHUKOB,
MYKOBHCIIM/I032, TaJaKTO3eMUU. BHOIOTMYECKUM MaTepuaaoM ISl AUATHOCTUKH SIBISIETCS KPOBb.
BricymeHHbIe  Kamii  KamWUIAPHOW KPOBU HOBOPOXJICHHBIX Ha XPOMATOTpadUYecKOW WM
buIbTpOBANILHON OyMare MepechlIaloT U3 POAWIBHBIX JOMOB B JIa0OPaTOPHIO (MOXKHO MO TOYTE).
Marepwuai T0JDKEH MOCTYIUTh B 1a00paTOPHIO B TEUCHHE ABYX-TPEX JHEH TOCTE B3ATHS TPOOHI.

Cenexmuenvie ouazHocmuieckue npocpammsvl IpeayCMaTPUBAIOT TIPOBEPKY OMOXUMUYECKUX
aHoMauii oOMeHa (MoYa, KPOBb) Y MAIUEHTOB, Y KOTOPBIX ITOJ03PEBAIOTCS TeHHBIC HACIICICTBCHHBIC
0one3nn. DakTUYECKH TaKHe MPOrpaMMbl JOJKHBI «(DYHKIIMOHHPOBATH» B KaXKIOW OONBIION
OonpHUIE. [lokazaHus JUIsI MX TPUMEHEHHUs JIOCTATOYHO HIUPOKHE, CTOMMOCTh KaKJIOTO aHaJIA3a
HEBBICOKAs.

B cenekTHBHBIX TporpaMMax MOTYT HCIOJB30BaThCSA IPOCTHIC KAUeCTBEHHBIC pPEaAKIIHH
(Hampumep, TeCT € XJOPUAOM JKene3a JUIS  BBISIBICHUS  (EHWIKETOHYPUH WM C
JUHUTPOPEHIITHAPOIUHOM JUTSI BBISBIICHUS KETOKUCIIOT) MJIM 00JIee TOYHBIC METO/IbI, TIO3BOJISIONTUE
oOHapyXuBaTh OONbIIME TPYMIBl OTKIOHEHWH. Hampumep, ¢ MOMOIIBIO TOHKOCIONWHOU
xpoMaTorpague MOYM W KPOBH MOXHO JTUArHOCTHPOBATh HACIICJCTBCHHBIC HAPYIICHHS OOMEHa
AMUHOKUCIIOT, OJUTOCaXapuJoB U TJIMKO3aMHHOTIMKAHOB (MyKomojucaxapuaoB). [a3zoBas
xpomaTorpadusi IpUMEHSETCS JJIS BBIABICHUS HACICJACTBCHHBIX OOJIC3HEH OOMEHa OpPraHWYECKUX
kucnor. C  momompio  3nekTpodope3a  reMOrIOOMHOB — JUArHOCTHPYETCS  BCA — Tpymma
TeMOTIIOOMHOTIATHH.

2.3. MoJiekyJasipHO-TeHeTHYeCKHUe METOAbI

VYcnexu, IOCTUTHYTHIE B TOCIEAHHWE TOAbI B MOJEKYJISpHOM Ouonoruu, Ouodusuke,
OMOXMMHHM, METUIMHCKON T€HETHKE M CMEXKHBIX OOJIACTAX, MPUBEIH K CO3JaHHIO M BHEIPEHUIO B
NPaKTUYECKYI0 MEAMLIMHY MOJIEKYISIPHO-TeHETHUYECKUX METO/I0B UCCIICI0BAaHUS T€HOMA YEJIOBEKa, B



YAaCTHOCTH [UISl JMArHOCTUKHM 1LIEJIOTO psiia HACIAEACTBEHHBIX M IIMPOKO PacHpOCTpaHEHHBIX
3a00JIeBaHUH.

JIHK-0uaenocmuxa npeanonaraeT HEMOCPEICTBEHHOE BBISIBIICHWE MYTAIlUU B UCCIIEIYEMOM
rede. OHa oOjamgaeT BBICOKOM TOYHOCTBIO. Jlmsi aHanmm3a TpeOyercss Tonbko obOpaszern; JJHK
obcrneayeMoro auia.

HcxonapiM MaTepuaioM s npoeaeHus JIHK-auaraoctuku 3aboieBanmii, 00yCIOBICHHBIX
MyTalldsSIMU SIICPHBIX TEHOB, MOTYT CIYXHUTh JIOOBIE KJICTKH OpPraHHU3Ma, COJCpIXKalllue SIpo.
OOBIYHO TSI ATHX IEJIed MCIOJIB3YIOTCS JICUKOIUTHI, BbIIEsIeMbie 3 5-20 mu nepudepuyeckoin
KpPOBHU.

3 Buasl npoQMIAKTHKH  HACJIEACTBEHHBIX Oose3Heil. Meanko-reHeTn4yecKoe
KOHCYJbTHPOBAHUE KAK NPO(PUIAKTHKA HAC/IeACTBEeHHbIX 3a0o.sieBanmnil. IlepcnekTnBHOE H
peTpoCneKTHBHOE KOHCYJIbTHPOBaHMeE. IToxa3anus K MeJUKO-TeHeTHYeCKOMY
KOHCYJIbTHPOBAHHIO

HacnenctBenHble 3a0osieBaHUsl JUIMTENBHO M TSDKENO IPOTEKAIOIME C  YMCTBEHHBIM
HEJIOPa3BUTHEM W pPaHHEW CMEpThIO peOeHKa B ceMbe - ATO HacTosee HecyacTbe. C yMEHbIICHUEM
YHCIIa JIeTel B CeMbsX 0COOEHHO 000CTpseTCs BOIPOC O POXKIECHUHU TOJIBKO 310pOBOr0 peOeHKa.

Oxomo TpeTh BCeHl JETCKOW CMEPTHOCTH B  Pa3BHTHIX CTpaHax OOYCIIOBJICHO
HACJIC/ICTBEHHBIMI ~ 0OJIE3HSIMM M BpOXKAEHHBIMU  MOpokamu  pa3Butua. Kak  mpasuio,
HACJIC/ICTBEHHBIE OOJIE3HH MMEIOT XPOHWYECKOe TeueHHe. bobHbIE ¢ HACIEeACTBEHHOW MaTOJOTHEN
HYX/IalOTCSl B paHHEH M MOCTOSIHHOM MeAMLMHCKON moMoly. B 3Tol cBs3M nepes HHAMBUIYYMOM,
ceMbell M OOIIECTBOM BO3HUKAET LEJBIN PsJl MOPATIBHBIX, SKOHOMHUYECKHIX, COITHAIBHBIX M ITPABOBBIX
npo0Jem.

HecmoTpst Ha 3HaYWTEBHBIE YCIEXH, JOCTHTHYTHIE B MOHMMAHUM ITHOJIOTHH M TATOTEHE3a
MHOT'MX HAcJeJICTBEHHBIX M BPOKICHHBIX 3a00JIeBaHUM, JOCTHXKEHHS B JICUEHUHU 3TUX 3a00JeBaHUN
ele He OYeHb BIIEYATIISIONINE.

Bot nmouemy mpoduiakTHKa HacleICTBEHHBIX OOJIe3HEH NOJKHA 3aHMMaTh ONpeAesstoliee
MeCTO B paboTe MEIUITMHCKOTO TIEpCOHANA ¥ B OPTaHU3aINH 3PAaBOOXPAHEHUSI.

IpodmnakTika — 3T0 KOMIUIEKC MEPOTPHSATHIA, HAIPABIEHHBIX HA MPEIYNPEKIEHNEe BOHUKHOBEHHS U
Pa3BUTHSI HACTICAICTBEHHBIX M BPOXKICHHBIX OOJIE3HEH.

[podunakTrka WK NpeaynpexIeHne HacleICTBEHHbIX 3a001eBaHNil MOKET OBbITh MEPBUYHON,
BTOPUYHON U TPETUYHOM.

Ilepeuunass  npogunakmuxka - 3TO KOMIUIEKC MEPONPUSATHH, HANpaBICHHbIX Ha
NpeAyNpexIeHne 3adaThs OOJbHOTO pedeHka. Peamm3yercs IIaHUpOBAaHHEM JIETOPOXKICHUS U
yIy4ILIEeHUEM cpeibl 0OMTaHus yenoBeka. [lnanupoBaHue JeTOpoXKIEHNS COCTOUT U3:

1) onpeneneHus ONTUMATIBHOTO PEMPOMYKTHBHOTO BO3pacTa MEHIIMHBI B Tpeaenax 21-35 mer
(6onee panHue U Oosee Mo31HIE OEPEMEHHOCTH YBEJIMUYMBAIOT PHCK POXKICHUS peOeHKa ¢ BPOXKICHHOM
aHoMaJuen);

2) OTKa3a OT JETOPOXKICHUsSI B CIydasX BBICOKOTO PHCKA HACIEICTBEHHOH W BPOXKICHHOW
MIaTOJIOTHH;

3) oTKa3a OT JETOPOXKAEHHS B OJM3KOPOJICTBEHHBIX Opakax C KPOBHBIMU POJICTBEHHHUKAMHU,
TeTEePO3UTOTHBIX HOCUTEIIEH MaTOIOTHYECKOTo TeHa.

Virydmienue cpeibl OOUTaHHMS OCYIIECTBISIETCS CHEHATbHBIME MEIYyUYPEXICHUSIMA B BUJIE
’KECTKOTO KOHTPOJISI COJEpKaHMsI MYTareHOB W TEPATOTEHOB B BO3IyXe, MOYBE, BOJE, MPOAYKTax
OUTaHUS M JIEKAPCTBEHHBIX CpEJICTBAaX. OTHW Mepbl HampaBieHbl Ha MpEeIyNpekIeHHEe BHOBb
BO3HUKAIOIINX MYTaIHiA.

Bmopuunas npoghunaxmuka oCymecTBIsIETCS 3a CUET NpPEpbIBaHUs OEPEMEHHOCTH B Cliydyae
BBICOKOW BEpPOATHOCTM 3a00J€BaHUS Yy IUIOJa WIM YCTAHOBJICHHMIO JMarHo3a IpeHaTalbHO.
[IpepriBaHNe MOXKET NPOMCXOJUTH TOJIBKO C COIJIACHS JKEHIIMHBI B YCTAHOBJICHHBIE CPOKH.
OcHOBaHMEM JUIsl DJIMMHHALMM SMOpPHMOHA WIM IJIOJa SBISETCS HacleACTBEHHas OO0JIe3Hb.



[IpepriBanne OepeMEHHOCTH - pEILICHHWE SBHO HE caMoe€ Jydlllee, HO B HACTOsIIEe BpeMs
€IMHCTBEHHO MPUTOTHOE MIPU OOJIBIIMHCTBE TSKEJIBIX U CMEPTEIbHBIX T€HETUUECKUX 1e(DEKTOB.

Tpemuunaa npoghunraxmuka HaCIEACTBEHHBIX OOJE3HEW HampaBlieHa Ha MPEJOTBpAICHHE
pa3BuUTHs 3a00JieBaHUs y POJUBLIETOCS pedeHKa WJIM €ro TSHKENbIX NposBICHH. DTy Qopmy
npopMIAKTUKA MOXHO Ha3BaTb HOPMOKOIHMPOBAHUEM, T.€. DPAa3BUTHE 3J0pPOBOTO peOCHKA ¢
NaTOJIOTUYECKUM TE€HOTHIOM. TpeTruyHas mnpodUIaKTUKa HEKOTOPbIX (OpM HACIEICTBEHHOM
NaTOJIOTUU MOXET COBIAAATh C JICUCOHBIMH MEPONPUATHAMH B O0IIEMEAUIIMHCKOM CMBICIIE.

[IpenoTBpaleHre pa3BUTUs HACIEACTBEHHOTO 3a00jeBaHus (HOPMOKOIMPOBAHKE) BKIIOYAET
B ce0s KOMIUIEKC JIeYeOHBIX MEPONPHUSATHH, KOTOPHIE MOXHO OCYIIECTBIIATH BHYTPUYTPOOHO WIIH
MOCIIe POXKJICHUSL.

JUis HEKOTOpBIX HACIEACTBEHHBIX 3a00JIeBaHMN (HAapUMeEp - PE3yC-HECOBMECTHMOCTD,
HEKOTOpBIE al[UAYPUHU, TATAKTO3EMHUS1) BO3SMOXKHO BHYTPUYTPOOHOE JIEUCHHE.

Haunbonee mupoko mpenoTBpaiieHHe pa3BUTHs 3a00JI€BaHHS MCIOIB3YETCS B HACTOSIIEE
BpeMsl Ui KOPPEKIUHU (JIEYCHUsI) MOCie POXKAEHUS O00nbHOro. TUMUYHBIM MPUMEPOM TPETUYHOU
NpOQHIAKTUKA MOTYT OBITh (EHHIKETOHYPHs, TUHOTHPEo3. MOXHO elle Ha3BaTh IEIHAKHIO -
3a00yieBaHNe, KOTOPOE pa3BHBAeTCS B Hauaje MPUKOpMa peOeHKa MAaHHOM Kalied. Y TakuxX JeTei
UMEETCsl HETEePeHOCHMOCTh 3JIaKOBOro Oenka TitoTeHa. VICKiIroueHWe Takux OENKOB W3 MHUIIH
MOJIHOCTBIO FTapaHTUPYET peOeHKa OT TSKEJICHIIIeH MaTOIOT U KeNyI0YHO-KUIIIEYHOTO TPAKTA.

OPI'AHU3ALIMOHHBIE ®OPMbI ITPOPUJIAKTUKHU

B Hactosimiee Bpemsi B TPAaKTUYECKOM 3JpaBoOXpaHeHMH B Poccunm mporpammbl
NpOoHIAKTUKN BPOXKIECHHOW M HACIEJACTBEHHON MATOJIOTUU PEATH3YIOTCS B MEOUKO-2eHEeMUUeCKOM
KOHCYIbMUPOBAHUU, NPEHAMANbHOU OUACHOCMUKE, HEOHAMATbHOM CKPUHUHZE HA HACIe0CMBEHHbLE
bone3nu oomena.

['maBHYIO pOJIb MO CHW)KEHUIO Tpy3a HACTEICTBEHHOW MATOJOTUU B CEMbSX HMIPAaeT MEIUKO-
TCHETHYECKOE KOHCYIbTHPOBAHHE.

Meauko-reHeTu4ecKkoe KOHCYJIbTHPOBAHME TIPEICTABISIET COOON CHEUATU3UPOBAHHYIO
MOMOIIlb W SIBJISICTCS B HACTOSIIEE BpeMs OCHOBHBIM HawOoJiee pacIpOCTPAHSHHBIM METOJIOM
npOoPUIAKTHKN BPOKICHHOW M HACIEJICTBEHHOM MaTONOTHH. | eHeTHdyeckoe KOHCYJIbTUPOBAaHHUE —
BpavyeOHas IeATeIbHOCTh, HANPaBJICHHAs Ha MPEIyNpPEeKIACHUE POXKICHUS peOeHKa ¢ HACJIECTBEHHOU
MaToJIOTHE Ha OCHOBE YTOYHEHHOTO JMAarHo3a, a TakKe KOHCYJIbTUPOBAHHUS TIO BOIMpPOCAM
JATEHEHUIIETO TUTAHUPOBAHUS CEMBH.

Iiasnas yenvb ceHemuyeck020 KOHCYIbMUpPOSanus - TIPEAYNPEkKACHUE POXKICHHUS OONBHBIX
EeTel.

3adauamu meduko-eenemuueck020 KOHCYIbMupo8anus IBISIOTCS:

1) mmarHoCcTHKA HACTIEICTBEHHOTO 32a00JICBaHMS;

2) BBIICHEHHE XapakTepa 3a00JIeBaHus;

3) pacdeT MOBTOPHOTO T€HETUIECKOTO PHCKA;

4) onpenenenue crocoda npoHIaKTHKHY;

5) HampaBJICHUE TTAMEHTOR B CIEIHAIM3UPOBAHHBIC METUIIMHCKUAC YIPSIKICHUS IS JICUCHUS,
peaduIMTalny.

B 1917 rony B Mrorxene Ob110 pa3paboTaHO CIIEIHAIbHOE OOpaIleH!e K JIMIaM, BCTYIAIOIUM
B Opak. B Hem roBopuiocs:

«Bam npedcmoum 6 bnudicaviuiee pems 6cmynums 6 Opax, 6 césazu ¢ smum Bam easicno umems
6 6udy creoyioujee... To, kmo 3axnouaem Opax, He pazy3Has, 300p08 oH uiu OoleH, bepem Ha ceds
OONbULYI0 OMBEMCMBEHHOCIb Neped C8OUM CYNPYeoM U neped nomomcmeom. Kadxcowlii 00s3aH,
npexcoe uyem 6CMYnUmMb 6 Opax, NONYHUMb CEUOeMENbCME0 KOMNEMeHMHOCmHo20 epada. Ecnu
umeemcst Kakas-1ubo 6one3nb, mo HeobXo0UMo CHpOCUMb 8pava, He nomewiaem au oHa opaxy. Eciu
oHa Mewiaem, mo 00/e YeCmU Kax#co020 CooOWUms 06 IMOM HCEHUXY UL Hedecme, YmoObl OH peLuu,
HAOO U HA MAKUX YCI08UsX 3aKnouams opax. Tom, kmo eécmynaem 6 Opax, He cOOOWUB HCEHUXY UL
Hesecme 0 ceoell 0ONe3HU, Oelaem HpecmynjieHue no OMHOUleHUl0 K ceoell cemve. Kaowcoviil




scmynarowuil 8 Opax OOANHCeH NOLYYUMD CBUOEMETbCIBO 0 300P08be C80e20 NApmHepa, Mo Oyoem He
HeoogepueM K HeMy, HO JIUlUb HeoOX00UMOU NPEeOOCMOPOANCHOCBIO, KOMOPAsSL CMOACEM NPeOYynpeoums
bonbuoe Hecuacmvey.

Yame Bcero 3a koncynbranueid B MI'L] oOpamatorcss ceMbH, B KOTOPBIX YK€ €CTh OJMH WA
HECKOJIbKO OONBHBIX JIETE C HACIEACTBEHHBIM WM BPOXKJICHHBIM 3a00JIeBaHHEM U POIUTENEH
0eCIOKOUT BOMPOC AajbHEHNIEro AeTopokaeHus. [pyrasi rpymnmna BKIIOUAET CEMbH, Te O0JIeH OJUH U3
CYIIPYTOB, M POJUTENICH HHTEPECYET MPOTHO3 3I0pOBhs Oyaymux aereil. K TpeTwsei rpymnme oTHOCATCS
CeMbH MPAKTUYECKU 3[JOPOBBIX AETEH, Yy KOTOPBIX MO JIMHUUA OJHOTO WM OOOHMX POIUTENEH MMEIOTCS
POJICTBEHHUKHU C HACJIEACTBEHHOM IaTOJIOTUEH. B 4eTBepTyr0 Ipyliy BXOIAT POIUTENH, JKEIAOLIUE
y3HaTh, KAKOBa Cy/1b0a 37J0POBBIX OpaTheB U cecTep 00JILHOro pedeHKa (He BO3HUKHET JIM aHAJIOTUYHOE
3a00J1€BaHUE Y HUX B JAJbHEHUIIIEM, a TAKKE Y UX JIETEN).

KoHcynbTanum 1no npor1o3y coCTOsiHHS 310pOBbsI [IOTOMCTBA MOKHO Pa3/i€UTh Ha JABE MPYIIIbL:

1) mpocneKTUBHOE KOHCYJIbTHMPOBAHUE - TO €CTh KOHCYJbTHPOBAHUE CYNPYKECKUX Hap 0
poXIeHUsT peOeHKa WM MOJIOJBIX JIOJICH 10 BCTyIJIeHUs B Opak. Takue KOHCYJNbTAIlMH MPOBOJISATCS
[P HAJIMYUM KPOBHOI'O POJACTBA MEXIY CyNpyraMu, Ipu HeOJaronpusTHOM CEMEWHOM aHaMHE3e,
IpU BO3JCHCTBUU BPEIHBIX CPEIOBBIX (PAKTOPOB HA KOro-ub0 u3 cymnpyroB (mpodeccHoHalIbHbIE
BPEIHOCTH, JIeueOHOE 00TyIeHNE, TSHKEIbIe HHPEKIMH U JIp. );

2) peTpoCleKTUBHOE KOHCYIbTUPOBAHHE - 3TO KOHCYJIBTUPOBAHHE CEMEH, B KOTOPBIX YXKe
umeeTcst 00JIbHOUM PEOSCHOK, OTHOCHUTEITLHO 3/I0POBbsS OYTYIIHX JISTCH.

B mrar memununckoro mepconana obnactHeix MIL] kpome Bpaua-reHeTHka (menuaTpa)
BBEZICHBI JOJDKHOCTY Bpaya aKyllepa-rMHEKOJIOra, Bpaya yJIbTPa3ByKOBOM AMAarHOCTUKH, OMOXUMUKA-
TeHeTHKa, Bpaya JIJaOOpaHTa - IUTOreHeTHKA U JIp.

Cpennuii MEIUIMHCKHNA TIEpCOHAN (MEIUIIMHCKIE CECTPHI, (heTIbIIIepa-aKyIepKu, (eibImepa-
nabopaHThl) oOecrieunBaroT paboTy Bpadel, y4acTBYIOT BO BpauyeOHOM IMpHeMe, MPOBOIAT 3a00p u
MOJArOTOBKY Marepuaia /i UUTOI€HEeTHYECKOro M OMOXMMHYECKOTO HCCIIEIOBaHUS, BEAYT
MEINLUHCKYIO JOKYMEHTALHIO.

MuHUMaNbHBINA NIepeyeHb JaOOPATOPHBIX MCCIEA0BaHUM, BHIIOIHAEMBbIN B oOnacTHbhX MI'L],
BKJIIOYAET:

- OIIpeJIeNIEHUE MOJI0OBOTO XPOMATHHA,

- KapMOTMHHMPOBAHHWE C HCMOJIb30BAHHEM KYJbTYphl JIUMQOIMTOB MEpUPEepUUECKOi KpOBH,
AMHMOIIMTOB, KJIETOK XOPHOHA U IJIallEHTBHI,

- UMMYHO(EPMEHTHOE OIpe/ieNIeHHE B CHIBOPOTKE KPOBH anlb(a-(heTonpoTerHa U XOPUOTOHHUHA.

MI'K Brirouaet 4 sramna: JMarHOCTHKY, MPOTHO3UPOBAHHE, 3aKITIOYEHUE U COBET.

Jluacnocmuxka. KoHCynbTHpOBaHHE HAUYMHAETCA C YTOUHEHHs JUAarHo3a HacleICTBEHHOMN
6ome3Hu. s 3TOro MCHONb3yIOTCS KIMHUKO-TE€HEATOrMUeCKU, IUTOTeHETHYECKUM, MOJIEKYIsIpHO-
TeHETHYECKHE METO/Ibl, aHAJI3bI CLIETUIEHUS T€HOB, OMOXUMHUYECKUE, UMMYHOJIOTHYECKHE METOIBI.

IIpocnosuposanue 1j1si TIOTOMCTBA OIPENENSIIOT TMOCHEe YCTaHOBJIEHUs auarHos3a. [Ipornos
OCHOBBIBAETCSl Ha TEOPETUUYECKUX pacdyeTax C HUCIOJb30BAaHUEM METOJOB I'€HETUYECKOIO aHajau3a U
BapHAllMOHHON CTaTUCTHUKH, UM HA JAHHBIX TaOIMIIBI SMIUPUYECKOTO PUCKA.

3axnrouenue MI'K u cosem pooumensm. 3aKiaoueHHe Bpavya-TeHETHKA 00s3aTeIbHO JIOJIKHO
OBITh MMCbMEHHBIM, HEOOXOAMMO YCTHO B JOCTYIHOMN (pOopMe 0OBICHUTH CMBICI T€HETUYECKOTO pUCKa
Y TIOMOYb CEMbE MTPUHSTH PELLIECHUE.

[Ipu Gecene ¢ manueHTaMu HEOOXOIUMO YUUTHIBATh YPOBEHb UX 00pa3oBaHUs, COLMAILHOE U
SKOHOMUYECKOE TOJI0KEHUE CEMbH, B3aMMOOTHOILEHUS CyNpyros. M3nokeHHe CBEAEHUN O pHUCKE
JOJKHO OBITh WHIANBHUIYAJIbHBIM.

I'eneTnueckuii puck 10 5% pacLeHUBAETCs KaK HU3KUI U HE SIBJISIETCS IIPOTUBOIIOKA3aHUEM K
MPOJIOTKEHHIO JIETOPOXKICHHS.

Puck ot 6 10 20% npuHATO cUUTaTh CPEIHUM. B 3TOM cilydae peKOMEHAALUU OTHOCUTEIBHO
IUIAHUPOBAHUS  JalbHEHIINX OEpeMEHHOCTEM 3aBUCAT OT TSDKECTH HACJEICTBEHHOTO WU
BPOXKICHHOT'O 3200JIEBaHUS U BO3MOXKHOCTH €0 MPEHATATBHON TUarHOCTUKY.

I'enetnueckmii puck cBbiie 20% OTHOCUTCS K KATETOPUH BBICOKOTO PUCKA, U ITPU OTCYTCTBUU
METOJOB NPEHATAIBHOW JIMarHOCTHUKHA COOTBETCTBYIOLIEH NATOJOTMHU JAJBHEHIIEE ETOPOXKICHUE B



JTAHHOW CEMBE HE PEKOMEHTyEeTCS.

Uem TsKenee HacleICTBEHHAsi 0O0Je3Hb, TEM HACTOSTEIbHEE Bpau JOJKEH PEKOMEH]I0BAaTh
OTKAa3aThCsl OT JETOPOXKICHUSA. B mo00M ciydae npuHATHE PEUIeHUs O JAETOPOXKICHHH OCTaeTCs 3a
CEMBEN.

Opeanuzayuonnas cucmema MI'K ¢ cmpane. B coorBeTcTBUM € ITprKazoM Munszipasa PO ot
30.1293 Ne 316 B Poccum dyakinmonupyer 85 MIK, QyHKIIMOHUpYIOIMX Kak 3BEHO
CYLIECTBYIOLIEH CHCTEMBI MEAULIMHCKOM TOMOLIY HACEJIEHUIO.

Ipdexmusnocmo MI'K.

Kpurepuem sddextuBHoctn  MIK  sBisiercs  CHWXEHHE Tpy3a  MATOJIOTUYECKOM
HACJIEJICTBEHHOCTH, a PE3yJbTaTOM padOThl OTAEIHHONW KOHCYIbTALMU — H3MEHEHHUE MOBEACHUS
CYIIPYI'OB, IPHHITHE IPABWIBHOIO PEUIEHHs 10 BOIpPOCaM IUIAHUPOBAHMSI CEMbH, JIEUEHUE U
MPOrHO3 B OTHOIIEHUHM 370POBbsi OONBHOTO. Mpu MmHpokoM BHeapeHun MIK moryt ObITh
JOCTUTHYTHl HEKOTOPOE YMEHBIICHHE YacTOTHhl HACIEICTBEHHBIX OOJIE3HEH, a TakKe CHUKCHUE
cmeptHOCTU. [Ipu pacuerax BBISICHEHO, UTO U3 KaXbIX 100 MpoKOHCYITUPOBAHHBIX ceMel B 3-5 He
POXKIat0TCs OOJIbHBIC ACTH.

Kabunerst MI'K nomkHBI OBbITH OpraHM30BaHbI BO BCEX OOJIACTHBIX M KPYIHBIX TOPOACKHX
OonpHMLIaX. Hampumep, BceM cembsM, I7l€ POJWINCH JETU C BPOXKIECHHOW M HACJIEICTBEHHOM
naTojoruei (ux oxoso 5 %), Tpedyercss MenIuKo-reHeTrnueckas nomoils. CrenoBarensbHo, B Poccun
npu pacuetHoM uucie 1700000 pomoB B rox Ttakux cemedr Oymer 70000. B MI'K HyxmaroTcs
JKEHIIMHBI cTapiie 35 jer, pemuBmue poauth pedbeHka. B rom B Poccum pokaer 6oxee 70000
JKEHIIUH cTapiie 35 Jer.

4 Metoabl mnpeHaTajJbHO#i auarnHoctuku (Y3U, amuuouenre3, OMONCHSI XOPHOHA,
onpeaesenue geronporenHa)

[IpenatanpHas (IOpOAOBas) JWATHOCTUKA HACIEACTBEHHBIX OONE3HEH — 9TO KOMIUIEKCHAs
OBICTPO pa3BHBAIOMIASCS O00NACTh MEWIMHBI, HUCIONb3ylomas Y3, omnepaTMBHYIO TEXHHKY H
71a00paTOPHYIO TEXHUKY.

Db HeKTHBHOCTh MEIUKO-TEHETHYECKOTO KOHCYJIBTHPOBAHHS 3HAYMTEILHO TOBBIIIACTCS C
NPUMEHEHHUEM COBPEMEHHBIX METO/IOB JIOPOAOBOM JMAarHOCTUKH, KOTOpPbIE HE TOJBKO IO3BOJITIOT
OIpENeNNTh 3a00JIeBaHUE 33J0JIT0 J0 POXKICHHsS] pebeHKa, HO M IpepBaTh OEPEMEHHOCTh IpH
nopaxeHuu mwioza B | wim Bo |l pumectpax.

[IporHO3 TOTOMCTBA, OCYIIECTBISIEMBI B MEIHKO-TEHETHYECKONW KOHCYJIBTAIUH, SBISETCS
BEPOSTHOCTHBIM W HE IO3BOJSIET OTBETUTHh OJHO3HAYHO, 3aBEPLIMTCS JIM JaHHas OepeMEeHHOCTh
pOXIeHUEM 370poBOro WM OosbHOTO pebOeHka. CBOEBPEMEHHOE IMpephIBaHWE OEpPeMEHHOCTH
HEOOXOIMMO TIPU TAKUX HACIEICTBEHHBIX OONE3HSIX M BPOXKICHHBIX MOPOKAX, JICUCHHE KOTOPHIX Ha
COBPEMEHHOM JTalle He JaeT JIOJDKHBIX Pe3yJbTaTOB WM TPH KOTOPBIX W3MEHEHHS B OpraHu3Me,
BO3HUKIIIKE B IIEPUO BHYTPHYTPOOHOTO Pa3BUTHsI, HeOOpaTHMbI (OO0JIE€3HN HAKOILICHUS], aXOH IPOILTa3Hus,
amsHIeamms u 1p.).

OCHOBHbIMU __NOKA3AHUAMU __ONIsL__NPOBEOeHUs NPEeHAMAanbHOU (00po008otll) OUuaeHOCmuKU
SBJISIOTCA:

1) HanmumMe B ceMbe TOYHO YCTAaHOBJIEHHOTO HACIIEICTBEHHOTO 3a00JICBAHUS;

2) Bo3pacT Oyayiueit MaTepu crapiie 35 ner, otia - crapiie 40 neT;

3) HamMuue B ceMbe 3a00JICBaHUS, CIICTUICHHOTO C MOJIOM;

4) GepeMeHHbIC, MMCIOIIME B aHAMHE3e CIOHTaHHBIC a0OPThI, MEPTBOPOXKACHHS HESICHOTO
reHesa, JAeTei ¢ MHOYKECTBEHHBIMU BPOKAECHHBIMH ITOPOKAMH PA3BUTHS U C XPOMOCOMHOM MaTOJIOTHEH;

5) HanmMYKMe CTPYKTYPHBIX MEPECTPOCK XPOMOCOM (OCOOCHHO TPAHCIIOKALWA M HMHBEPCHUil) y
OJIHOTO U3 POJIUTENEM;

6) reTepo3MroTHOCTH 0OOMX POUTEINEH IO OJHON Mape ayuleNeil Py ayTOCOMHO-PEIIECCHBHBIX

3a00JICBaHUSX;

7) GepeMeHHbIC U3 30HBI MOBBIIICHHOTO PAMAIIMOHHOTO (DOHA, C TEPATOreHHBIM BO3JCHCTBHEM

v Jp.



MeTtobl IpeHaTaNbHON TUArHOCTUKU MOXKHO Pa3/IeiIUTh Ha:

J HevnpazuBHble — 0e3 BMeIIaTeIbCTBA BHYTPH OpraHu3Ma:

- Y3 miona;

- ompereyicHie OMOXMMHYECKHX W MMMyHOXMMUUeckux MapkepoB (ADIL, XIY B ChIBOPOTKE KpOBU
OepeMEHHOM >KEHILMHBL, AMHUOTUYECKOM YKUIKOCTH TUI0JIA),

- DnexTpokapmorpadus iofa.

. MHBa3vBHBIE — BMEILIATEIILCTBO BHYTPH OPraH3Ma:

- OUOTICHISI XOPUOHA ¥ TUTALICHTHL,

- KOpZIOIeHTe3 (B3 THE KPOBH W3 ITYTTOBHHBI),

- aMHHOLICHTE3 (B3STHE OKOJIOTLIONHOM YKUJIKOCTH),

- (heTockorst (BBEZICHUE 30HA M OCMOTD TUIONA).

JI1s KaKI0ro METo/1A eCTh MOKA3aHusl U IPOTHBOIOKA3aHUS], Pa3pEILIArOILIE BO3MOXKHOCTH U OCIIOYKHEHUSL.
Bbi0op MeTona ¥ BCSl TaKTUKA MPEHATATHHOM MArHOCTUKU JOJDKHBI OBITh CTPOTO MHAMBHIYATH3UPOBAHBI B
COOTBETCTBUHM C KOHKPETHOM CUTYAITEH B CEMBE M COCTOSTHIEM OCPEMEHHOM.

Heunsaszusnuvie memoost — 3TO MeTOAbl OOCIEAOBaHHs IUIoAa ©O€3 OMepaTUBHOTO
BMEIIAaTEIbCTBA.

Meton Y3U sBrsercs mpakTUYecKd O€30MACHBIM, Kak JJs IJI0Ja, TaK U IS OpraHu3Ma
MmaTepu. B HacTosmiee BpeMs orpaHMueHUN K IPUMEHEHUIO UCCIIEI0OBAaHUS HET.

OOenpuHATHIM CUUTAETCS 3-KpaTHOE YIbTPa3BYKOBOE HCCIEOBAHHE IPH HOPMAIBHO
poTeKarolell 0EpEMEHHOCTH - B CPOKaX:

* 10 -14 nenens;

» 20 -24 menenu;

* 30 -34 wenenu.

JIroboe oOcio)XKHEHHE B TEUeHHE OCEPEeMEHHOCTH MOXHO CUYUTATh JOMOJIHUTEIHHBIM
MOKa3aHUEeM K panroHaibHOMY Y3U ¢ yueToM KIMHUYECKOW CUTYaIlUU.

C nomo1ipo yabTpa3ByKOBOTO UCCIENOBAaHUS MOXKHO JMAarHOCTHPOBATh IpyOble MOPOKU MO3ra
(amdHIIEhaMIO, THAPOUE(ATUIO, YEPErNHO- W CHHHHOMO3TOBBIE TPBDKU, MHUKpOLehaTur); MOPOKU
KOHEYHOCTEN (OTCYTCTBUE KOHEUHOCTH WJIM €€ YACTH CUCTEMHBIE CKEJIETHBIE JMCIUIA3UH ); TIOPOKHU TTOUEK
(areHe3uro0 WM THIOIUIA3UI0 TOYEK, T'MAPOHE(PPO3, MOJUKHUCTO3), aTpe3Hd >KETyIO0YHO-KHIIIEYHOTO
TpaKTa, MyNOBUHHBIE U THa(parMaibHble IPhIKH, HEKOTOPbIE BPOKIACHHBIE TIOPOKU CEP/LIA.

Ecnu y mnonga mpu yapTpa3ByKOBOM HMCCIIEOBAHUN BBISBISIETCS HECOBMECTUMBIN C JKHU3HBIO
MIOPOK PAa3BUTHUS, TO OEPEMEHHOCTH ITPEPHIBAIOT.

deTajibHBIE MAPKEPbI

Becbma 3¢ exTUBHBIM MOAXO0IOM K (POPMHPOBAHHIO TPYMIBI BBICOKOIO T'€HETUYECKOTO
pUCKa SBISETCS HCIOJIb30BAaHUE MATEPUHCKOTO CBIBOPOTOUHOTO CKPUHUHTA Ha anbda-
¢eronporenn (AFP niu A®II), XOPHO-HUYECKUN TOHAJIOTPOINH (XTY),
HEKOHBIOTUPOBaHHbIN 3cTpuoa (ME3) u  accouuupoBaHHBIE C  OepeMEHHOCThIO  Oellok A
wia3mel (PAPPA - pregnancy-associated plasma protein A).

JUis  KaxJaoro ONpEeNeNeHHOIo Cpoka OEepeMEHHOCTH XapaKTepHBbl  OMpe/esIeHHbIE
KOHIIEHTPAIIUU JTAHHBIX BEUIECTB B CHIBOPOTKE KPOBU OEPEMEHHOM U UX MOCTOSHHBIE COOTHOIIEHHUS.
MonuTopuHr 6epeMeHHON Ha MpeaMeT CHeU(pUUIECKOro U3MEHEHUSI COOTHOIIECHUS ChIBOPOTOYHBIX
MapKepOB MOKET yKa3aTh Ha XPOMOCOMHOE 3a00JIeBaHNEe, TOPOKU Pa3BUTHS HEBPATHHOU TPYOKHU HIIH
BHYTPEHHUX OPraHoOB ILJI0/1a JINOO HA OCIOKHEHHOE TeYeHHE OEpEeMEHHOCTH.

A®II -KuCnblid TIUKOMPOTEU ] MPOIYIIUPYETCsl MEeYeHbI0 dMOpHoHa U 1ioaa. OnTUMaIbHBIM
cpokom ompenenieanst ADII B ceiBopoTke KpoBU Matepu siBisieTcs 15-16-s Henens 6epemennocta. [Tpu
BBISIBJICHUN U3MEHEHHI B YPOBHE JIaHHOT'O TJIMKOIPOTEH 1a IIOBTOPHOE MCCIIEI0BaHNE MPOBOIAT Yepes3
2-3 Hepeny.

CHumxenue koHueHtpauun A®PII otmeuaercs npu XpoMocoMHoOM nlatosioruu (cunapom /layHa B
20 % ciydaeB, DaBap/aca U 1Ip.).

YpoBenp A®II noBblIaeTcss NMpU aHOMAIUAX PA3BUTHS IUIONA: CHUHHOMO3208ble 2PblCU,
ansHyeghanus, cuopoye@anus, 8poAHCOeHHuIU HedpO3, CNOHMAHHASL GBHYMPUYMPOOHas 2ubenb niood,
APU y2po3ax 6bIKUObIULA, AMPe3UsX NUes00d U 08eHaAOYamunepCmHol KUWUKU U JIp.


http://www.lsgeotar.ru/pharma_mnn/2626.html?XFrom=www.medcollegelib.ru

MeauimHCKUX TpOTUBOINIOKa3aHu Jutst onpeeneHus konuentpauun ADII ver.

OnpezeneHue ypoBHsI XOPHOHHYECKOTO TOHAIOTPOIMHA YEJIOBEKa B CHIBOPOTKE KPOBU Oynyieit
Marepu TOBBIIIACT 3(P(GEKTUBHOCTh MPOCEUBAIOLICH IMArHOCTHKM Oone3Hu JlayHa myTem aHanmm3a
A®II. Ero koHneHTpamuu rmpu 3a00JieBaHUH MOBKIIIIEHA B 2 pasa u Ooiee.

Hneazusnvle memoobi:

1. buoncusi xopuoHa. Ee mpoBomar oObiuHO Ha 7-9-ii Hemene OepemeHHocTH. [lpwm
BBISIBJICHUM HACIIEJICTBEHHOTO 3a0oyieBaHMsl Yy IUI0Aa OEpeMEHHOCTh IMPEpHIBAIOT B IEPBOM
TpumecTpe. HemocrtaTkoM [aHHOrO MeToja SIBISETCS CpPaBHUTEIbHO Ooyiee BBICOKAs YacToTa
BBIKH/IBIIIEH TTOCIIE B3SITUS OMONICHUHM BOPCUH XOPHOHA.

Pa3znuyaroT munioByo 1 acnupanuoHHyto ouoncuto xopuona. ll{unmosas 6uorncus xopuoHa
NOPOM3BOIUTCS IyT€M TPAHCIEPBUKAIBHOTO BBEICHHS CIEIHATbHBIX OHOINCHIHBIX IIMIIIOB.
AcnupannonHas 6uoncusi xopuona (AbX) mpousBoauTcs mMyTeM BaKyyMHOI'O OTCAChIBAHUS B ILITTPHII
BOPCHH XOpHOHA. B Hacrosiimee BpeMs IPEUMYIIECTBEHHO Hcmonb3yercs ABX, B cBsizu ¢ Ooibmum
00BEMOM T10JTy4aeMOro OMOJIOTHYECKOTr0 MaTepraia U MEHBIIUM MPOLIEHTOM OCIIOKHEHUH.

2. AMHUOLIEHTe3 - TIYHKIUS aMHUOTHYECKOW TIOJIOCTH C IIeJIbI0 acTUpaluy aMHAOTHYECKON
KUAKOCTU (TIOA KOHTPOJIEM YIBTPa3BYKOBOT'O McclieoBaHus). PekoMeH1yeMble CpOKU MPOBEACHUS -
15-18 Henenb, paHHUN aMHUOLIEHTE3 TPOBOAAT B 12-15 Hexnens.

Awmuuonente3 (All) mpousBoauTcs TpaHCAOJIOMUHAIBHBIM HIIM TPAHCBATMHAIBHBIM IyTEM
(MyHKTUpYETCS IEpEeAHUM CBOJ BlIarajuiia).

[Tpou3BOAST MyHKIMIO aMHHOHA M HW3BJIEKAIOT mimpuiieM okosno 10-15 mu xupkoctu (Asis
paHHEro aMHuolIeHTe3a 6epyT 1-2 MJT OKOJIOIIOAHOM JKUKOCTH).

Heo06xoauMo MOMHUTH, YTO NpPU TMPOBEACHUM AMHUOIICHTE3a BO3MOXKHBI OCIIOKHEHHS CO
CTOpOHBI II0ja uiau Matepu. Haubonee cepbe3Hoe - rubenb mioja BCIEICTBHE Pa3pbiBa IUIOJHOTO
My3bIpsS C TOCIEAYIOIIUM CIHOHTaHHBIM abopToM. OueHb peakoe - UHPHUIMPOBAHUE MOJIOCTU MAaTKH,
NPUBOJIAIIEE K aMHUOHUTY U BBIKUBIILY. [10CKOIBKY aMHHOLIEHTE3 MTPECTABIISAET XOTS U HEOOIBIIYIO,
HO BCE-TaKHU OIEPAIMIO, JUIs €r0 MPOBEIEHNUS HEO0XOIMMO MOIYUUTh COTJIache )KEHIIUHBI.

Puck ocnoxxHeHuil npu mpoBeaeHUN amMHHOLIeHTe3a He npesbimaer 0,5-1 % u npaktuyecku
HE 3aBHCUT OT CpOKa OEpPEMEHHOCTH.

Jlnarnoctuyeckas IEHHOCTh aMHHMOLIEHTE3a COCTOUT B MPOCTOTE BBHITOJIHEHUS MaHUITYJISIIUU
U IIUPOTE CIEKTpa TUArHOCTUYECKUX BO3MOKHOCTeH. Heyno06cTBO npuMeHeHus: aMHuoLIeHTe3a IS
Hesnel IUTOreHEeTUYECKOW AMArHOCTUKH COCTOMUT B JUTUTEIBHOCTH M CIOXKHOCTH KYJIbTUBUPOBAHUS
KJIETOK aMHHUOTMYECKON JKUAKOCTH. HecMoTpst Ha 3TO, aMHMOLIEHTE3 OCTAe€TCs OJHOM M3 CaMbIX
pacipoCTpaHEHHBIX JUArHOCTHUECKUX MPOLEAYp B OOJBIIMHCTBE NMPEHATAIBHBIX JUArHOCTHUUYECKUX
LIEHTPOB.

3. Kopmouenrte3 - MyHKIUS BEHBI IYNOBHHBI C IENBIO TONYYSHHs IUIOJHONW KPOBU - B
HacTosllllee BpeMs SBIsSETCS HaubOosiee aKTyalbHbIM METOJOM IPEHATAIbHOM JMAarHOCTHUKH,
MOCKOJIbKY KpOBb IJIOJA sIBisieTcss HauOosiee OMarogaTHbIM M MH(MOPMATHBHBIM OHOJIOTHYECKUM
MaTepUaIoM.

[TpuMeHsOT s AMArHOCTHUKM XPOMOCOMHBIX OOJIe3HEH, HacJeICTBEHHBIX OoJie3HEH KpOBH,
UMMYHOJIe(DUIUTOB, BHYTPHYTPOOHBIX MHDEKIHSIX.

Kopnonenres npumensiercss ¢ 18-it mo 24-10 Henenu OEpeMEHHOCTH, OJHAKO IPU HAJIUYUU
Y3-ckaHepoB C BBICOKOW pa3zpeliaromieil CriocOOHOCThIO KOPAOIEHTE3 MOXKHO BBITIONHATH ¢ 12-it
HEZIeTH.

Puck ocnoxxHeHudt mocne KopuoreHtesa koiebrercs ot 1,5 mo 2,5 %. OcHOBHBIM
OCJIO’)KHEHHUEM SIBIISIETCS TPOJOJKUTENbHOE KPOBOTEUEHUE U3 MPOKOJIAa BEHBI MMYIIOBUHBI, BCIIEICTBHE
Yero pa3BUBAeTCs BHYTPUYTpOOHAs aHEMUsT M TUIIOKCHS IUJIOJA, YTO B pAAE CIy4aeB MOXKET
IPUBOJUTH K ero rudenu. B paznuunbie cpoku OepeMeHHOCTH Jlomyckaercs acnupanus ot 0,5 no 5
MJI KPOBH IUIOJA.

4. ®etockonusi (AMHHOCKOIHSI) - 5TO METOJl BU3YAJILHOTO HAOIIOACHMSI IIJI0JIa B TOJIOCTH
MaTKM Yepe3 3JacTUYECKUM 30HI, OCHAILIEHHBIM ONTHYECKOW cucTeMoil. ONTUMAalbHBIA CPOK
uccienoBanus - 18-22-s1 Henmens OepeMEHHOCTH. DTOT METOJ MPUMEHSETCS JUIsl JAHMArHOCTUKH
BUJMMBIX BPOXJIEHHBIX ITOPOKOB KOHEUHOCTEH, Jaula (pacllelMHbl), aXOHAPOIUIA3nH, a TaKKe AJIs



BBISIBJICHUS UXTHO34, 6ynne3Hor O SIMUACPMOJIM3a TYTEM OHOIICHH KOXKHU mioaa.
MeTO,I[BI I[OpO,Z[OBOfI JUATrHOCTUKH C KaXKJIbIM I'0OJOM COBCPIHICHCTBYIOTCA.

5 HeoHaTaJibHbII CKPUHUHT

Heonamanvuwiii ckpunune — 3T0 00s13aTelIbHOE 00CIe0BaHUE JETei, KOTOPOe MPOBOAUTCS
cpa3y nocne poxeHus. OCHOBHAs 3ajjaya CKPUHMHIA WIM IPOCEUBAOLIMX IPOrPaMM 3aKIIOYACTCs B
paHHEM BbISBICHUM 3a00JieBaHUN HAa JOKIMHUYECKOH CTaJuy, KOTJa UX Tepamus MOXKET OKa3aTbCs
ocobeHHo 3 dekTuBHON. JlaHHOE 00CIea0BaHNE MO3BOJISET ,,T0MMaTh" 3a00IeBaHNe HA HAYAILHOM
CTaIMY U Ha3HAYUTh CBOEBPEMEHHOE JICUCHHE.

Jlis paHHero BBISBICHUS HanOoJee 4acTO BCTPEUAOLIUXCS HACIEACTBEHHBIX 3a00J1e BAaHUN
C YCTaHOBJIEHHBIM MeTaboiaudyeckuM JedeKToM pa3zpaboTaHa MporpamMma MacCoOBOTO CKPHUHUHTA
HOBOPOXXACHHBIX. Kputepusimu oTOOpa Ui BKIIOUEHHUS NATOJIOTUPU B MPOTPaMMy MacCOBOTO
OMOXMMHYECKOT0 CKPUHHUHTA SBJISIOTCS:

- BBICOKAs 4acTOTa BCTpeuaeMoCTH B momysisiiuu (He menee 1:20000),

- TSOKECTh MOPAKEHUSI C HEOOPAaTUMBIMHU MOCIIECTBUSIMU,

- BBISIBJICHHE OMOXMMUYECKMX MAapKEPOB J0 Hauajaa KIMHUYECKUX MPOSIBICHUM;

- BOBMOXHOCTB 3(()EKTUBHOTO JICUCHHUSI.

B nHacrosimee Bpemsi 00s3aTeIbHBIN MAaCCOBBI CKPUHUHT TPOBOIAT Ha (DEHUIIKETOHYPHIO,
BPOKACHHBIN TUIIOTEPUO3, TaJAKTO3EMHUIO, BPOXKACHHYIO AUC(HYHKIHIO KOPBHI HAIINOYEHYHUKOB U
MYyKOBHCLIM103. JlJI1 3TOro M3 MATKU HOBOPOXKIEHHOrO Ha 3-4-ii JieHb XU3HU OEpyT KpOBb U
MPOIMUTHIBAIOT €10 C JIBYX CTOPOH CIElHUalbHbIEe TeCT-ToJocku. OOpasel] ¢ BBICYIIEHHON KPOBBIO
OTIIPABJISIOT 10 NOYTE B CIIELIMAIU3UPOBAHHBIE T€HETHUECKHE J1a00paTOpUH.

[Tpu BBITIUCKE U3 POAUIBHOIO JOMA MaTh MOJMy4aeT Ha PYKU JOKYMEHT, B KOTOPOM, HapsIy €
JaHHBIMH O TEYEHHM pOJIOB M MapaMeTpax HOBOPOXKIECHHOTO, YKa3blBaeTcsi HHGpopManus o
ckpuHuHTe. CeMbl0 M3BEIIAIOT O pe3ysibTaTax 00CIEeOBAHUS TOJBKO MPHU BBIBICHUHU MATOJIOTMU
JUIsl IPOBEJIEHUS] YTOUHSAIOIIENH JUAarHOCTUKHU U CKOPEUIero Ha3HaueHUs TEPaInu.

Takum o0Opa3om, HyXHO eme pa3 HanmoMHUTh, uyTo MI'K crankuBaercss He TOJBKO C
MEIUIMHCKUMH, HO U C 3TMYECKUMH IpolieMamMu. B pomocinoBHON JOAeH, SBISIFOIIMXCS TOPIOCTHIO
YeJI0BEeYeCTBa, HEPEeIKO OOHApY)KMBAETCSl OTATOIIEHHOCTh MO SMWIEHCUH, IMH30QPEeHUH U APYTUM
MICUXWYECKUM 3a00JieBaHusIM. V3BECTHBI ciiyyan Takux 3a00JeBaHMi y BhIIatonmxcs oaei: Ban [Nora,
Hocroesckoro, Herorona, Hure u ap.

PacckasbiBator Takyro wuctoputo. Ha HaydHOM coOpaHMM CHELHMAIMCTOB IO MEIUKO-
TeHETUYECKOMY KOHCYJIBTHPOBaHUIO ObUT 3a7aH Bompoc: «lIpencraBbre cebe, KOMIErH, YTo K BaM Ha
NpUeM TpHIIUIA JKEHIUHA, el yxe Oonbiie 40 ner, npeaplayime 0epeMeHHOCTH ObUIM HEyJauHbIMHU,
MYX - XpOHWYecKHi anmkoroymk. Kak Bel oneHuTe puck?». Peakiys ayauropuu Oblia OJHO3HAYHOU —
OepeMeHHOCTh KeNaTelbHO npepBaTh. K cuacThio, 3Ta )KEHIIMHA JKWIa B TOM BeKe, KOTJia elie He ObLIo
MEMKO-TE€HETHUECKOTO KOHCYIIbTHpOBaHus. PebeHok poauics. 1o Obu1 berxoBeH.

Ilepuxonyenyuonnas (0o 3auamus) npogunaxmuka - 5TO KOMIUIEKC MEPOTPHITHN IS
o0ecrievyeHrs ONITUMATBHBIX YCIOBUN /IS CO3PEBAHUS 3apOJIBIIMIEBBIX KJIETOK, O0Opa30BaHMS 3UTOTHL
Takas nmpodrnakTuka BO3MOXKHA, KOTJa CYIIPYTH IJIAHUPYIOT POXKIEHUE peOeHKA:

- bepemenHoCTh HE TOMKHA OBITH CITyYaitHOMW, OHA JIOJDKHA IJITAHUPOBATHCS,

- 3a 3-4 mecsma 10 3a4aTusi CYNPYrH JTOJDKHBI MPONTH MEAUIIMHCKOE OOCTEeIOBAHUE IS
BBISIBJICHUS M JICYCHHS] aAHIPOJIOTHYECKOM, THHEKOJOTWYECKOH, TCUXUYECKOW, COMATUYECKOHW H
WHQEKITMOHHOM MaTONIOTHH;

- 3a 2-3 Mecsma 10 3adaTusi Cylpyram peKOMEHIYIOT MPUEM TOJUBUTAMUHOB M (DOTHEBOMA
KHCJIOTHI, a TaKXKe COOMIoIeHNe cOAIaHCHPOBAHHOTO MUTaHus. [Ipy 3TOM y Cynpyru Takoe JIe4YeHHe
JOJDKHO TIPOJIOIDKAThCSA B TEUEHUE MEPBOrO TPUMECTpa OEPEMEHHOCTH, a y Cylpyra — MpeKpaniaercs
MOCJIe 3a4aTus;

- XKenarenpbHo coOMIOIATh COATAHCHPOBAHHOE TMUTAHHE, 3I0POBBIA 00pa3 JKW3HMU, OTKA3 OT
BPEIHBIX IPUBBIYEK.



Kypenue u ynorpeGiieHre aqKoroisi OTIOM I MAaTePhIO TIOBBIIIAIOT BEPOSTHOCTh POXKICHUS
MIIaJIeHIIa C BpOXKIEHHOIl marosiorueil. Ilpum HacTymiieHMM OepeMEHHOCTH >KEHIIMHA MPOXOIUT
o0cIeIoBaHKeE 110 MTPOTrpaMMe MPEHATATIBHON TMarHOCTHKH.

6 HpI/IHIII/Il'[bI JieueHHus1 00JIbHBIX C HACJIeACTBEHHOH MaToJJ0ruei

a) Cumnmomamuueckoe JiedeHue 4acTo CTAHOBUTCA €IMHCTBEHHO BO3MOKHBIM. Hampumep,
MYKOBHMCLH/I03 JIEUUTCSI Pa3HbIMHM CII0cOOAMM B 3aBHCUMOCTH OT CHUMNTOMATHKHU. [Ipu Hammuuu
CHUMIITOMOB 3200JI€BaHHS TOJPKEITYI0YHOM JKene3bl Ha3HA4aroT ()epMEHTHBIE Mpenaparsl (TaH3UHOPM,
dectan, mesum-popre), IpU U3MEHEHUH NIEUYEHU - 3CCEHIIMale, METUOHHH, XOJIUH U Ap. Hapymenus
JBIXaTeNIbHOM  (YHKIMM Hauboliee CIO0XKHO TOAJAIOTCS JIeYeHUIo. J[Isg STOro mNpUMEHSIOTCS
OpOHXOCNA3MOJMTUKM M  MyKoJUTHYeckue npenaparel. st OopbObl ¢ MH(EKIMOHHBIMU
OCJIOXKHEHUSIMU HCIIOJIb3YETCS IIPOTHBOBOCHANUTENbHAs Tepanus. Llupoko ucnonb3yercsa Mmaccax,
bu3noTEpaneBTUYECKUE POLEAYPhl, UHTAIALMS, JIeueOHas THMHACTHKA.

0) Ilamozenemuueckoe nevenue OCHOBAHO HA ONpPEIEIEHUN 0Opa30BaHMS aHOMAJIBHOTO Oeka
WM HOPMAJILHOTO OeJika BeIpabaThIBaeTCs Maso. 3a 3TUM ClIeAyeT HapylleHue e oOMeHa BelecTB
u 00pa3oBaHUS KOHEYHOro IMponaykra. JleyeHHMe MOKHO TMPOBOAMTH HA Ppa3HbIX ATanax
[aToJIOrMYecKoro mporecca. Eciu ren He paboraer, To He0OXOAMMA 3aMECTUTENIbHAS Tepanus, T.€.
BO3MECTUTh €ro IMPOJYKT; €CIM T'€H MPOU3BOJUT HE TO, YTO HYXKHO M OOPa3yrOTCs TOKCHUYECKHE
HPOAYKTHI, TO HEOOXOAUMO UX YIAIUTh U BO3MECTUTh OCHOBHYIO (DYHKIIMIO; €CIM I'€H MPOU3BOIUT
MHOT'0 NPOJIYKTa, TO U30BITOK €r0 YAAJISIOT.

B) Omuonozuueckoe neyenue IOMOTaeT YCTPAaHUTh NPUUUHY OOJIC3HU U MOJHOCTHIO M3JICUUTh
6onbHOTrO. IIpH 3TOM NpUMEHsIeTCs TeHHasl Tepamus IMyTeM MEPeHOca 'eHOB B KJIETKU BHE OpraHu3Ma
(in vitro) 10O mpsMOi TpaHCTeHe3 KIETOK B OpraHu3Me. JTO JICYCHHE OYEHb CIOXKHO W HE BCeraa
NoJTy4aeTcst JkenaTenbHbld 3Qpext. Ho B HEKOTOPBIX ciayyasix yAaeTcs NPOUIMTh KU3Hb OOJIBHOMY,
HOpPMAaJIN30BaTh COMATUYECKOE PA3BUTHE.

r) Xupypauueckoe neuenue. 3a4acTyr0 HEOOXOJUMOCTb XUPYPrU4eCKOM KOPPEKIIMN BO3HUKAET
cpa3zy mocie poxJaeHHs peOeHka (CTeHO3bl M aTpe3uy MHIIEBOAA, aTpe3uH aHyca, NTEPUTrHyM Ha
niee). TpaHCIUTaHTalUsl OPraHOB M TKAaHEH B IOCJIETHEE BPEMs LIMPOKO MPUMEHSETCS AJs JIeUeHUs
HacJe/CTBEHHbIX Oome3Heil. [lmacTuueckass Xupyprusi 4YacTo HCHOJb3yeTcs Ul JICUEHUs
BPOKJACHHBIX aHOMAJIUN pa3BUTHS Y 1eTel U B3pocibix. ONepupyroTcsl KaTapakTa U IiayKoMa.



TecToBble 3a1aHus AJI51 3aKPeNJIeHUs] U KOHTPOJIS 3HAHU 10 TeMe
«Mennko-reHeTnyecKkoe KOHCYJIbTHPOBaHHUeE.
JluaraocTuka, npopmjIakTuKAa U JiedeHne HACJIeICTBEHHbIX 3200/1eBAaHNID)

BBI6€pI/ITe OJWH WJIN HECCKOJIBKO IMPaBUJIbHBIX OTBCTOB

1. IlpenaranbHast TMarHOCTHKA - 3TO

a) KOMIUJIEKC MEPONpPUATUN, HANpPaBICHHBIX HA MPEIyNpexXICHUE Pa3BUTHUS 3a00JeBaHUS Y
pebenka;

0) MEpONPHUSTUS 1O MPEAOTBPAIICHUIO OEPEMEHHOCTH MPH BBICOKOM PHCKE POKICHHSI
00JBHOTO peOeHKa;

B) IMAarHOCTHKa 0OJIC3HH Y IMOPHUOHA WK TTIO/IA;

I') OLIEHKA PUCKa pa3BUTHUs 3a00JIeBaHuUs Y OyIyIero peOeHka;

1) IHArHOCTHKA T€TEPO3UTOTHOTO HOCHTEIBbCTBA PEIECCHBHBIX MATOJOIMMYECKUX T'€HOB Y
OepeMEeHHOM.

2. [lepeuncnure HEMHBA3UBHbBIE METObI IPEHATAIBHON JUATHOCTUKH.

a) herockomus;

0) Y31,

B) XOPHOHOHOIICHS;

r) ananu3 XI'Y B CBIBOPOTKE OEpEMEHHOIA;

1) KOPJIOIIEHTE3.

3. [Ipu kakux HacIeICTBEHHBIX 3a00JI€BAaHUSX UCIIOJIb3YETCs TPEeTUUHas podunakTuka?

a) (PEHUIIKETOHYPHS;

0) BpOXICHHBII THIIOTHPEO3;

B) Xopesi [ eHTHHITOHa,

r) aTbOUHH3M.

4. K xaTeropuu BBICOKOTO T€HETHYECKOTO PUCKA OTHOCSATCS CIEIYIOIINE TOKA3aTeIN:

a) 100 %; B) 10-20 %;

0) 5-10 %j; r) 20-25 %.

5. YKaxxuTe cpoku OEpEeMEHHOCTH, B KOTOPbIE POBOAUTCS aMHUOLIEHTE3

a) /-8 Henenb;

0) 11-12 Henenn,

B) 16-18 Henens;

r) 24-26 Henenb.

6. B xakue cpoKu MpOBOIUTCS KOPIOLIEHTE3?

a) 5-8 Henenn;

0) 9-11 Henens;

B) 16-18 Henmenn;

r) 20-22 Henens.

7. IlepBuuHas IpoQHIAKTHKA 3TO

a) KOMIUIEKC MEpOTPHATHIA, HAlpaBJICHHBIX Ha TPEAYNPEKICHHE POXKIACHUS WM 3a4aTHs
JieTelt ¢ HaclIeZICTBEHHBIMU O0JIE3HSIMU;

0) KOMITJIEKC MEPOTIPHUSITUHH, HAIIPABICHHBIX HA PEAOTBPAIIICHAE PA3BUTHS YHACIECIOBAHHOTO
3a00JIeBaHUS;

B) ¢peHoTUNIHYECKasi KOpPEKLUs AeeKTa.

8. Korga nmpoBoauTcs B3ATHE KPOBH Y HOBOPOXKJIEHHOTO ISl MPOCEHBAONIEH TUarHOCTUKU
benunkeTonypun?

a) B MPOLIECCE POJIOB;

0) Ha 7-10-i1 neHb )XU3HU;

B) Ha 3-5-i1 IeHb )KU3HHU.



JTaJ0HbI OTBETOB HA TECTOBbIE 32/IaHUA /I 3aKPeNJIeHUs1 1 KOHTPOJIsl 3HAHWH 110 TeMe
«Menunko-reHeTHYEeCKOe KOHCYJbTHPOBaHUe. [{uarnocTuka, npopuiIakTuKa U JeyeHue
HaCJIeICTBEHHBIX 3200/1eBaHUI»
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