fMMpodpmnnakrnka Bpo>xKgeHHOU NaTtosiorum
mya. Megamnko-reHeTn4yeckoe

KOHcyﬂbTMwwe :




Bpo>xaeHHble NaTtosiorum amya
BO3HMKAIOT BC/1IeACTBUE U3MEHEHMUSA
HacNeACTBEHHOro annaparta KJ1eTKu
(MyTauuin), KoTopble Bbi3blBalOTCA
Nly4eBOM, TENJIOBON dSHepruewu,
XUMUYECKMMM BellecTBaMmn n
6uonornuecknmn dpakropamun. Pap
MYTaLMKN Bbi3blBAa€TCA reHETUYECKNMHU
peKkoMbuHaumsasMm, HecoBepLIE€HCTBOM
npouyeccoB penapauvm, BO3HUKaeT B
pesynbraTte owwnbok 6mocnHTesa 6enkos
N HYKJIEMHOBbIX KNUCJOT.

Paznunuarot reHomMmHble, reHHblie
MyTaLMun U XPOMOCOMHbIEe abeppauumn.
|'|OCKOJ1be naToreHe3 HacneanCTBeHHbIX
3aboneBsaHn BO MHOIrom onpeanensaercs
XapaKTepoM MYTAaLlMOHHOINo U3MeHeHus,
CTOMT paccMoOTpeTb MyTauum 6osnee
noapo6Ho.




0 [eHOMHble MyTaLuUnU — 3TO U3MEHEHUE MNOUAHOCTU, 0BbIYHO
yBENUYEHUE: TpUNIonansa, TeTpanionamsa. Y 4enoBeka
nonunaonamns obblYHO C XN3HbIO HECOBMECTUMaA.

0 XpOMOCOMHble abeppaunun — 3TO U3MEHEHUE CTPYKTYPbl XPOMOCOM:
aeneumns (OTpbIB YaCTU XPOMOCOMbI), MHBEpPCKs (NOBOPOT YacTun
XpoMocoMbl Ha 180°), TpaHcnokauumn (nNepeMeLleHmne 4actu o4HOWM
XPOMOCOMbI Ha ApYyryto) un ap. N3yyeHme XpoMOCOMHbIX abeppauniu
cTasio bonee AOCTYNHO nocse pa3paboTkm MeToaa
anddepeHumnanbHON OKPAacKn XpOMOCOM. XPOMOCOMHbIE
abeppauuun, Kak npaBuio, NpMBOASAT K MeHee TsXXenbiM gedeKkTam
OopraHu3ma rno CpaBHEHUIO C MOHOCOMUEN UTU TPUCOMUEN MO
Lenon xpomocoMe(p

[0 [eHHble MyTauuKn BbI3bIBAOTCA U3SMEHEHUEM CTPYKTYpbl AHK. 3T0
NPMBOANT K HAPYLIEHUIO CUHTE3a NoamnenTUaHbIX uenen
6enKoBbIX MOJIEKY, CTPYKTYPHbIX, TPAQHCNOPTHLIX 6enKoB nnm
benkoB-depMeHTOB. [1o4TN NONOBUHA HACeACTBEHHbIX
3aboneBaHn — 3TO CNeACTBUE MEHHbIX MyTaLWUN.




MO>KHO /11 UCKJTIOYNTb BPOXAEHHYIO NMNaToJ/IoOrmnio

Jauya??? %

UcknrounTb Heslb3sl, HO npegynpeamTb Mo)xkHO! U kak 1ro6oe
3abos1eBaHne gaHHasi narosiornsi tpebyer k cebe ocoboro
BHnMaHus. lNpodunnakruka, MegnKo — reHeTn4dyeckoe
KOHCYJ/IbTUPOBaHne, ceoepeMeHHoe obcsiegqoBaHne siB/ISIETCA
Ba>HOM YacCTblO 4J/11 paHHEro ANarHOCTMPOBaHMNS TaKNx
naToJsiormm.




0 Tlpodunnaktmka BpoXaeHHOW NaTosIorMm nnua A0osKHa
6bITb HanNpaB/ieHa Ha MakCMMasibHOe yCTpaHeHune
B/IMSSHUA Ha OPraHuU3M pasHOO6pasHbIX MyTareHHbIX
(aKTOpOB: /Ily4eBOW, TENJIOBOMN SHEPINUN, XUMUYECKNX %
BELLEeCTB, B TOM YMC/ie U MeANKAMEHTO3HbIX CPeacCTB,
6nonornyeckmx MyTareHos.

0 OcobeHHO Haao obeperatb OT 3TUX BO3AENCTBUNA MOOAbIX
noaen aetopoaHoro Bospacta. MonoabiM f0ASAM He
OOJIKHbI NPpOBOAUTBLCS reMoTpaHcdy3mnm 6e3 oCTpbiX Ha TO
nokasaHun. CNMpTHblE HANUTKN U KypeHune Ao
6bepemMeHHOCTN N BO BpeMs bepeMeHHOCTU narybHo
B/INSAIOT HA NOTOMCTBO, @ TakKXe rmnogmHammsi, CTpecchl.
Bce 3T dhakTopbl MOryT NPMUBECTU K BPOXAEHHbIM ;i%
NaToNoOrusaM Ha namue, HanpuMep:

Kocas pacuienuna nuua

-~ -
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Facwenvnarvobi u neba

Pacinenunsbl
ryObl U HeDa
COCTAaBIISIIOT
86,9% ot Bcex
BPOXKIEHHBIX
MOPOKOB
pa3BUTHS JIUIIA




B npodunakTnke BaxHbIM SABASETCS
nponaraHaa reHeTUYECKNX 3HAHUM
cpeaun HaceneHwus.

BofibHbIM HEKOTOPbIMU
HacneaACTBEHHbIMKN 3aboneBaHUAMMU
cneayeT Bo3AepKaTbCs OT
NETOPOXAEHUS.

HepnonyctuMbl 61M3KOpOACTBEHHbIE
bpaku Mexxay nmuaMun, B CEMbSIX
KOTOpbIX HabnoaatoTcs
HacneacTBeHHble 3aboneBaHus.

Ba>kHbIM SABNISETCA BbIABEHUE
reTepoO3nUroTHbIX HOCUTENEN
MaTONIOrMYECKOro reHa u
npeaynpexaeHune o
HeXXenaTesnbHOCTU 6pakoB MexAay
TaknMm HocutenamMm. OHU AO/KHbI
BCTynaTb B 6pak co 340pOBbIMU MO
AAHHbIM FeHaM nLaMMN.
[[eTepOo3nUroTHble HOCUTENN
SABASAKOTCA OAHUMU U3 FPYNNbl pUcKa
Yy KOTOpPbIX pOXAatoTcs AETU C
BpOXAEHHOW NaTosiorMen nuua.




Meamnko — reHeTunyeckume %
KOHCy/bTauunmu NI

i) OcHOBHas 3aga4a MegnKo - reHeTn4ec
Koncynbraunn cernyac COCTONT B TOM,
obecrnieynTb NaLymMeHTOB U UX CEMbH e/

POXKAE
obsiacTn, Tak mn Bcer O Opr. aHM3Ma

BUGAGA.RU
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MNosiBneHne B ceMbe pebeHKka C HacneacTBEeHHbIM 3aboneBaHNEM
SABNSieTCa 60/blIMM HECYACTbEM M NMOPOXAAET PsiZi BONPOCOB KaK y
cCaMux poauTenen, Tak n y nx poacTBEHHUKOB.

OTO Npex/Je BCero BoNpochl 0 AaslbHENLLIEM AETOPOXAEHUN, O cyabbe
6paTbeB 1 cectep v T.4. Ha psig 3TUX BONPOCOB OTBETUTb HEBO3MOXXHO
6€3 C/T0XHbIX COBPEMEHHbIX LIMTONOMMYECKUX UCCNEeaoBaHNN.

Bpau, KoTopoMy 6yayT 3afaHbl 3T1 BOMPOCHI, JO/HKEH 6bITh XOPOLLO
NOArOTOB/IEHHbLIM B BONPOCAax 06LLEN N KNMHUYECKON FEHETUKMN,
0CO6EHHO XOpOLLO pacrno3HaBaTb HAacNeACTBEHHbIE 3a6oneBaHuUs.

Ecnn nogo3speBaeTcs HaaMyme MOHOreHHOro MOJIEKYIAPHOIO
3aboneBaHuns, TO npexae Bcero Heo6xoamMMO YCTaHOBUTD,
HacneaACTBEHHO /M AaHHOe 3aboseBaHne uin pedb naeT TosbKo 06 ero
deHokonumn.

3aTeM Heo6X0AMMO BbISCHUTb TUM HacnenoBaHUSA, 3HaTb .
NEeHETPAHTHOCTb JI@HHOI0 MATOJIONMYECKOro reHa U KpUTUUYECKN
BO3pacT, B KOTOPOM OH 06bIYHO NPOSABASAETCS.

CnenyeTt TakxXe onpeaennTb, Kakon XapakTep HOCUT U3ydaeMmoe

HacneacTBeHHoe 3aboneBaHne: Noay4YeHo Sin OHO NO HAacNeacTBy OT
60MbHbIX poauUTenen Nn xe BO3HMKA HOBas MyTauusa B raMeTax
340POBbIX poAMUTENEen UM B KNETKaX 3UroTbl Ha NMepBbIX 3Tanax
ApobneHns



TONBbKO Mocne ySICHEHUS BCEX 3TUX
BOMPOCOB MOXHO AaTb onpeaesnieHHoe
3aKJ/Il0YEHNE N TE UIN UHbIE COBETHI.
Hepeako oAvH Bpay-reHeTuK aTu
BOMPOChl CAMOCTOSATENIbHO PELUNTb HE
MOXeT, 0CO6eHHO YCTaHOBUTb
xapakTtep 3abonesaHus, B HaCTHOCTH
onpenennTb, HaAcNeaACTBEHHOE K
AaHHoe 3aboneBaHue . Bpay-reHeTuk
AoJHKeH paboTaTb B COApPYXXeCTBe C
BbICOKOKBaIM(PULIMPOBAHHbIMU
crneunanmctamm B 061acTn pasHbiX
KIAUHUYECKMNX ANCUMnAnH. U3 3Tux
coobpaxeHnm MeanKo-reHeTUYeCcKyto
KOHCY/ibTauuio uenecoobpasHo
OpraHM30BbIBaTb NpU KPYMHbIX
MHOroNpOduAbHbIX NOJINKINHUYECKNX
oTAENEHUSAX.

KoHcynbTauus A0/KHA pacrnonaraTtb
COBpPEMEHHOWN LMNTONOrM4YecKon u
bnoxmmmnueckom nabopatopmsmMm, Tak
KaK OKOHYaTeNbHbIN AMarHo3 o6bI4YHO
noarsep>xaaeTcss bUOXMMmMYecKnMmn
NN UNTONOMNYECKNUMU
nccneaoBaHUSIMN,




Bpay-reHeTnk 40/1KEH NIMYHO OCMOTPETbL 601bHOro 1 ero

poauTenen, a Takxe 6amxanwmnx poaCcTBEHHMKOB, YTO OYEHb
Ba)>XHO A/ YCTAHOB/IEHUS TUNA HacneaoBaHUs, Tak Kak
3abonesaHne HepeaKo NMposiBASETCS MUKPOCUMMNTOMaMmn, n3-3a yer
HabngarTCca cnydaum «nponycka» 3abosieBaHns B NOKONEHUSX,
BCeACTBME Yero HernpaBW/bHO AenaeTcs 3aK/toyeHne 0 HOBOM

MyTauUun.

OcobeHHO Haao 6bITb OCTOPOXHbIM C 3aK/IIOYEHNEM O
BO3HMKHOBEHMN HOBOW MyTauuM NpM ayTOCOMHO-PeLeCCUBHbIX
3aboneBaHuUNX.

MN3BECTHO, YTO ayTOCOMHO-peLleCCMBHOE 3abo1eBaHNe BO3HUKAET Y
FOMO3UroT NPU BCTPEYE B CYNPY>XXECKoW nape Apyrmx rereposurot
No AAHHOMY reHy.

Bo3HMKHOBEHME O4HOW N TOM Xe HOBOW MyTauMn B rOMOSIOMTUYHbIX
NOKyCcax XpoMOCOM 060X Cynpyros Masao BEpOsiTHO, MO3TOMY
HeobxoAMMO TLaTeslbHOe K/IMHN4YecKkoe n bnoxmMmmuyeckoe
nccnegosaHue obomx Ccynpyros.

BpO)KLI,EHHbIe MaToJZIOrMn Jina BbIABAKTCA KaK A0 POXAEHUA TaK U

Nnocne...



MeToabl ANArHOCTUKU 00 % ¥
POXAEHNA:

0 TllpeHaTanbHas (MHa4ye roBops — A0poAOBas) AMArHOCTUKA — O4HO U3
CaMblX MONoAbIX U BYpHO pa3BUBAOLLMXCS HanpaB/ieHUN COBPEMEHHOM
penpoayKTMBHOW MeanumnHbl. Npeactasnds coboun npouecc
obHapy>XeHNsa NN NCKIOYEHUS pas3iMYHblX 3aboneBaHun y
HaxoAsILerocs B MaTke njaoJa, npeHaTtasibHasi AMarHoCTuKa u
6a3upytolleecs Ha ee pe3ysibTaTax MeguKo-reHeTnyeckoe
KOHCY/IbTUPOBaHME OTBEYAKT Ha XM3HEHHO BaXXHble A1 KaXaoro
byaylwero pogutenst BONpocChl:

[0 boneH nnoa an HeT?

0 Kak MOXeT NoBNndaTb obHapyXeHHas 60n1e3Hb Ha KauyeCcTBO XU3HU
6yaywero pebeHka?

0 B0O3MOXHO nn adpdeKkTUBHOE neyeHne 6one3Hn nocne poxXaeHus
Manbla?

0 2T oTBETbI NO3BOJIAOT CEMbE OCO3HAHHO U CBOEBPEMEHHO pPELLUUTb
BOMPOC O AanbHenwen cyabbe bepeMeHHOCTU — N TEM CaMbIM

CMArYNUTb NCUXNYECKYIO TPAaBMY, BbI3bIBAEMYIO POXAEHUEM Masibilia C
Hen3ne4ynmMou UHBaAINAN3NPYIOLWEN NMAaTOIOrNEN.



0 CoBpeMeHHas npeHaTasibHafA
ANArHOCTUKAa MNCNONIb3yEeT CaMble
pas/sinyHble TeXHONOrun. Bce oHM
o6n1aaatoT pasHbIMYM BO3MOXHOCTSAMMU
N CTENEHbI HAAEXHOCTW.
HekoTopble N3 3TUX TEXHOJIOMNN

(AMHaMunyeckoe HabnwaeHune)
Pa3BUTUSA MJI04a U CKPUHUHT
CbIBOPOTOYHbIX paKTOpOB
MaTEPUHCKON KPOBMU
CUNTATCAHEeMHBa3NBHbIMUA VN M
aJIOMHBa3nNBHbIMMU — T.e. He
npeaycMaTpmBaloT XUPYPruyeckoro
BTOP>XEHUS B MOJSIOCTb MATKMWU.
MpakTuyeckn 6e3onacHble ans
nnoaa, 3TM AnarHocTnyeckume
npouenypbl pEKOMEeHAYHTCHA BCEM
6e3 ncknyeHns 6yaywimMm Mmamam.




CKPMHMHTI OTBEYaeT Ha rnaBHbIW BOMNpoOC, %
noagHUMaeMblii NP MeANKO-reHEeTUUECKOM

KOHCY/1bTUPOBaHuu: 6oneH naog wam Het?
Hanunuue BpoOXXAEHHbIX NaToJ/IOrMmM BTOM YnCNe n
nvueBoun obnacrm...

O

B cnyuyae Hanumuua y nnoaa 6onesHn poaurenm
TWaTe/ibHO B3BELUMBAIOT BO3MOXXHOCTH
COBpPeMeHHON MeanLuuHbI (C NoOMOoLbIO Bpa4a-
KOHCYJZibTaHTa) U CBOM CO6CTBEHHbIE B NJilaHe
peabunutaummn pebeHka. B ntore ceMbs
npMHUMaeT pewleHue o cyabbe naHHOM
6epeMeHHOCTU: NPoAOo/IKAaTb BblHALLMBAHUE UJI
npepBaTtb? Ewje pa3s noauYepKHY: pelleHune
NPUHUMAET CEMbS, @ HE KTO-TO NOCTOPOHHMUMN.
3apaya Bpava - npeAocTtaBuTb MaKCMMaJibHO
NOJIHY0 MHOPMaLIMIO O AAHHOMU 601e€3HM,
BO3MOXXHOCTSIX €€ JIeYEeHUS, MPOrHo3e >XUM3HU "
NOBTOPHOM pucke (nNpuv nocneayrowmx
6epeMeHHOCTAAX).HO Ba)>XHO 3HaTb, YUTO
BPO>AEHHbIe NaToJIOrMmn mua UcrnpasuMbl, U O
3TOM MM AOJIDKHbI FOBOPUTb HAa KOHCYJIbTaLUSAX.

Y3W, . MNnauyeHToUEeHTEe3 U KOpAOLEHTE3,
AMHMOLLEHTE3- MEeTOAbl NO3BONAOLWME BbIABUTb
BPOXAEHHbIE NAaTO/IOrNN Nnua... \V



0 T[lpodunaktnka, MeankKo reHeTu4eckmne KOHCy/bTauum , %
pa3sinyHble MeToabl o6cnenoBaHns 40 6epeMeHHOCTU U BO
BpeMS MO3BOJISIOT BbISIBUTb BPOXAEHHbIE MATOSIOMMKU NnLA
(pacwennHa TBepaoro Heba, pacuenmHa BepxHen rybol u
TA), nocne poxaeHnsa 60/bLUMHCTBO BPOXAEHHbIbIX
NaToNornMmn naneymmbol, 06 3ToM AO/KHbI 3HATb POAUTENN,
4YTO BpOXAEHHAs NaToN0rMAa He ABISIETCA NpUroBopoM And
MX Manbllla.




