[ EHETURKA.
HAC/IEACTBEHHDIE
BbO/IE3HMN.

BbinosHuaa CnesakoBa B.C.




Llenbto moen paboTbl ABAAETCA caeaytollee:

* CbopmMMpOBaTh 3HAHMA O HAC/1IeACTBEHHbIX 60/1€3HAX Ye/10BEKa;
* M3y4nTb reHHble U XPOMOCOMHbIe 60/ae3HU;

* [103HAKOMMUTBLCA C KAACcCMbUKaLMen U NPUYMHAMM HAC1eACTBEHHbIX
bonesHen;

* [TO3HAaKOMUTBLCA C PakTOpamu pUcKa U MepamMu NPpoPuUIakTUKU
Hac/eACTBEHHbIX 60/1e3Hen Ye0BeKa U 4OHEeCTM 3TY MHPOPMaLUIO 40

OKPYKAKOLLUX MO/I0AbIX toaen, YTOObl NPpeaAO0TBPATUTD UX OT
HeXXe/naTe/IbHbIX N0Cc/1eACTBUM B byayLiem.



1.HacneacTBeHHble 601€3HU

* HacnegcTBeHHble 601e3HU — 3a00/1eBaHUA Ye/10BEKA,
00YyC/10B/1IEHHbIE XPOMOCOMHBIMWU U FEHHBIMWU MYTaLUAMMU.
XPOMOCOMHbIE MYTaL MW — 3TO MyTalMK, KacatoLLMeca M3MEHEHUEM

y4aCTKa XPOMOCOM. [eHHble MyTaL M1 NPOUCXOAAT BHYTPU OA4HOIO
reHa.

* HepeaKo OLLIMOOYHO TEPMMHbI «Hac/1e4CTBEHHAA 60/1€3Hb» U
«BpPOXKAEHHaA B0ae3Hb» ynoTpeb/aat0TCA Kak CUHOHUMbI, 0AHAKO
BPOXKAEHHbIMU 60/1€3HAMM Ha3bIBAtOT Te 3ab0/1eBaHNA, KOTOpbIE
MMEIOTCA Y Ke MpUu poXKaeHun pebeHKka n MoryT bbiTb 00y C/10B/1€HbI
KaK Hac/1e4CTBEHHbIMU, TaK U SK30reHHbIMU GaKTopamu.



2. Knaccndukauma HaciegcTBeHHbIX 601e3Hen:

HACIENCTBEHHbLIE BOJIESHU

FEHHBIE XPOMOCOMHBIE

MYINbTU W3MEHEHUE
MOHOTrEHHbIE NOJIUIrEHHbIE DAKTOPUATD - YUCTIA
HbIE XPOMOCOM

A -AOMUHUPYIOWNE MOHOCOMUA

A - PEUECCUBHBIE TPUCOMUA

XPOMOCOMHBIE

X - CUENJIEHHBIE NEPECTPOMKU

Y - CUEMMNEHHBIE




3. XapaKTepucTuka MOHOreHHbIX 6o/1e3Heu:

MoHoreHHble 60/1e3HM 00yC/10BAEHbI MyTAUUAMM U/IU OTCYTCTBUEM OTAE/IbHBIX FEHOB U
HaCc/1eAyHOTCA B MO/IHOM COOTBETCTBMM C 3aKoHamu MeHaena (ayTocomHoe uau
cLern/ieHHoe ¢ X-XpOMOCOMOW Hac/ie40BaHNe, AOMUHAHTHOE UM PELLeCCUBHOE).
MyTauum MOryT 3axBaTblBaTb KaK 04MH, TaK U 06a annesd. KAMHu4eckme npoAaB/aeHnA
BO3HMKAIOT B pe3y/ibTaTe OTCYTCTBUA ONpeAe/IeHHOW reHeTuYeCckon uHpopmauum ambo
peannsauumn gePeKkTHOM. XOTA pacnpOCTPAHEHHOCTb MOHOI€HHbIX 60/1€3Hel HEBbICOKA,
MO/IHOCTBIO OHU HE UcHe3atoT. [ANA MOHOreHHbIX 60/1e3Helr XapaKTePHbl «MOA4aLLME»
FeHbl, A€UCTBUE KOTOPbIX NMPOAB/AAETCA NOA BAUAHUEM OKpYXKatoLlen cpeabl.

IOHOMeHHbIE




3.1 AYTOCOMHO-4OMWHAHTHbIE:

* B OCHOBE /1€KUT HapyLUeHMe CUHTE3a CTPYKTYPHbIX 6€/1KO0B UK
6e/1K0B, BbINOAHALWMX cneundurieckue GyHKLMM (Hanpumep,
remor/106vHa). [AencTBre MyTaHTHOro reHa NposBAsAeTCA
MPaKTUYeCKu Bcerga. bosbHbie ManbymKK 1 A€BOYKU POXKAAKOTCA C
OAWHAKOBOM YacTOTOW. BepoATHOCTb pa3BuTuA 60/1€3HU B MOTOMCTBE
COCTaB/IAET 50%.

*[Mpumepbl: CuHapom MapdaHa; boaesHb OnbpanTa; AnM30CTO3bI;
OTocKk/nepo3s; [lapokcuamanbHaa muonaerua; Tasiaccemusa u A4p.



CuHgpom MapdaHa.

CuHgpom MapdaHa Bnepsble onncaH Bunabamcom B 1876 r. CBoe Ha3BaHWe 3abo/1eBaHue
NoAy4rA0 OT GpaHLy3CcKoro neauatpa MapdaHa, HabagaBLLEro 4eBOYKY C XapaKTEPHbIM
CUMMTOMOM KOMIM/EKCOM 60/1€3HM 20 N1eT CNyCTA.

HacsnepctBeHHOe 3a60/1eBaHue CoOegUHUTENbHOM TKaHU, MPOABAAIOLLLEeCA USMEHEHUAMMU
CKesleTa: BbICOKUM POCTOM C OTHOCUTE/IbHO KOPOTKUM TY/10BULLLEM, A/IMHHBIMW
NayKkoobpasHbIMK NazsbLamu (apaxHO4aKTUANA), pa3boATaHHOCTbIO CYCTaBOB, YacTo
CKO/IMO30M, KUPO30M, AedopMaLmaMU FPYAHOM K/IE€TKU, apKOOOpa3HbIM HeBoM.
XapaKTepHbl TakKe NopakeHuAa raas. B cBA3KM ¢ aHOMaMAMU cepAevHO-COCyAUCTOMN
CUCTEMbI CPeAHAA MPOAO/IKUTE/NBHOCTb ¥U3HM COKPaLLLeHa. BbicOKkui BbIBpOC agpeHannHa,
XapaKTepHbli AnAa 3ab0/1eBaHmA, CNOCOOCTBYET HE TOAbKO PA3BUTUIO CEPAEYHO-COCYAUCTbIX
OC/IO>KHEHWI, HO 1 MOAB/NIEHUIO Y HEKOTOPbIX AUL, 0COOOM CU/AbI AyXa U YMCTBEHHOM
ogapeHHOCTU. CnOCobbI 1Ie4eHMA HEU3BECTHBI.

CyLiecTByeT UHTepecCHbIM GaKT, YTO NepBasn AeBYLUKa Mogeb - /lecinm XopHbu, KoTopas
nocAay»u/ia npoToTUNom obpasa Bcex Mmogenen, umena cuHapom MapdaHa. Tak,
YyCTaHOB/IEHO, YTO PAA BCEMUPHO U3BECTHbLIX 0Aen CTpaganan cuHgpomom MapdaHa, cpeau
HUX cr1eayeT ynoMaHyThb npesugeHTta CLUA

A. /INHKO/1IbHa U BE/IMKOro cKpunaya laraHuHu, a Tak»ke AHgepceHa 1 HykoBCKOro.

K corkaneHuto, Ha CerogHALLHUIA AeHb onpeae/ieHHbIX CPeACTB U MeTOAMK AAA /IeHeHUA
cvHApoma MapdaHa He cyuiecTByeT (Kak U 418 1eYeHUA APYrUX Hac/1eACTBEHHbIX
3a00/1€BaHUMN COeAUHUTE/ILHOM TKaHM). OCHOBHAA Lie/b CYLLLEeCTBYHOLLEro
CUMMNTOMATMYECKOTO /1IEYEHUA — 3TO /IeYEHME OC/I0XKHEHUI U NpeAynpeXaeHe Pa3BUTUA
AAHHOro 3aboseBaHmA.



HacneactBeHHasi 60n1€3Hb COEANHUTESNIBHOMN TKaHM,
BbI3BaHHasi MyTaUWeEN reHa, KoaupyroLlero
CTPYKTYpY Gernka dounbpunnuHa.
Hacneayetcs no aﬁOCOMHo-AOMMHaHTHOMY THny.
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3.2 AYTOCOMHO-peLeccuBHbIe:

* MyTaHTHbIW FeH NPOABAAETCA TO/IbKO B FOMO3UIOTHOM COCTOAHUM.
BO/IbHblE MAaZIbYMKU U AEBOYKU POKAAOTCA C OAUMHAKOBOM YaCTOTOM.
BepoATHOCTb poxKaeHusa 601bHOro pebeHka cocTaB/asaeT 25%.
Poautenn 60abHbIX geTen peHOTUNMYECKM MOryT BbITb 340POBbI, HO
AB/IAIOTCA reTepO3UrOTHLIMU HOCUTE/IAMU MYTAHTHOIO reHa.
AyTOCOMHO-peLecCcMBHbIM TUM HAac/1eg0BaHusA B0/ee XxapaKTepeH A4
3a60/1€eBaHnK, NPpU KOTOPbIX HApyLleHa PYHKLMA OA4HOro U/iu
HeCKO/IbKUX PEepPMEHTOB, — TaK Ha3blBaeMblt pepMeHTOonaTuu

* Mpumepbl: PeHnkeToHypUa, Mukpouedanus, MxTmos (He
CLLen/1IeHHbIN C Mo/10M), lNporepus.



Aporepus

Mporepus (rpeu.
NPEXAEBPEMEHHO
COCTAPUBLLIMNCSH) —
NATOAOTMYyeCKoe
COCTOfIHUE,
XapaKTepusyloLLeecs

. KOMIMAEKCOM

M3MEHEHUIN KOXMU,
BHYTPEHHUX OPraHOB,
OOYCAOBAEHHbIX
NPEXAEBPEMEHHBIM
CTAPEHUEM
OPraHu3Ma.
OCHOBHbIMM
DOOPMAMU IBASETCH
AETCKas nporepus
(cuHApOM
[eTYUMHCOHO
(XaaymHCOHAQ) —
[MAChopAQ) M
nporepus B3POCAbIX
(cuHApOM BepHepa).







PeHnAKeTOHYpUA

PeHUNKEeTOHYPUSA - 3TO Hac/ieACTBEHHOE 3a60/1eBaHMe, KOTOPOe XapaKTepusyeTcs
HapyLweHuem 6esKoBOro obmeHa. A LeHTPa/IbHOW HEPBHOM CUCTEMbI 3TO OYEeHb
OMnacHo.

BnepBbie 370 3ab601eBaHne 06Hapyxnam B 1934 roay. PeHUAKeTOHYypUA
Hac/eayeTcA NO Tak Ha3biIBaeMOMY ayTOCOMHO-PeLLeCCUBHOMY TUMY, TO €CTb Y
COBEpLUEHHO 340POBbIX poauTenel (Hocutenen) MoryT poAnTbCA 60/IbHbIE
bEeHUAKETOHYpUEN AeTu.

OyeHb Ba*KHO Ha4aTb /1Ie4EHME KaK MOXKHO paHblle, HTOObI M36eXKaTb Nnoca1eaCTBUM
TOKCUMYECKOro AencTBuA peHn1anaHmnHa. MMeHHO No3TOMY B HalleW CTpaHe, Kak 1 B
APYrUX CTpaHax, AeNCTBYET rocyAapCTBEHHAA NporpaMmMa HeOHaTa/IbHOro
CKPUHUHIA. 3TO 3HAYUT, YTO Y Ka*KA40ro HOBOPOXKAEHHOIO B POAM/IbHOM AOME Ha 3-4
A€Hb OT POXKAEHUA A0/1XKHbl B3ATb Karne/ibky KPOBU U MPOBEPUTL Ha Han4ue
HEeKOTOPbIX 3ab60/1€BaHNi, B TOM Yncae n PKY. BoBpema NOCTaB/IeHHbIN AWArHO3 U
aAEKBATHOE /IeYeHue BCeraa AaroT NO/0XKUTE/IbHbIM pe3y/bTaT. [axe B c/1yyae
3a/,ep*KKU MOCTAaHOBKU AMArHO3a €CTb OrpOMHbIe LLaHChbl HABEpPCTaTh Yyl eHHOoe.
[paBW/ILHO paccyMTaHHaA AMeTa NOMOXKET BOCCTAHOBUTL NMOTeHLMaA pebeHKa, a
AOMO/IHUTE/IbHbIE pa3BMBalOLLIME 3aHATUA U BHUMAHME CO CTOPOHbI POAHBIX U
neaaroroB NOMOryT pebeHKy pa3BuBaTbCA gasblie. O4eHb BaXKHO, YTOObI pognTenu
BCerga NoOMHWU/N, Y4TO 34eCb KOMIPOMUCCOB ObITb HE MOXKET - CTPOXKanLLAA AneTa
Heobxoauma. NOMHUTE, YTO HaAEKAa €CTb, KAKOM C/I0XKHOM He Ka3a/sach Obl
cuUTyaums.



DeHUNKETOHYPUSA

HapyLieH obmeH
aMWUHOKNCOTHI
peHunanaHunH

deHnnanaHuH
HakanrnBaeTcsa B KPOBU U
npeBpaLljaeTca B PeHUn

NMUPOBUHOIrpPagHy KUCNOTY
— HEUOTPONHLIN A4

CUMNTOMbI — CY[LOPOXHbIE
npunagku u onuropeHus

YacToTa BCTpe4yaeMocTH -
1:1000



3.3 bose3Hu cuenaeHHble C No/1I0M:

HacnegoBaHue, clen/sieHHoe ¢ N0/1I0M — Hac/1ie40BaHUe Kakoro-1Moo rexa,
HaXxoAALLErocs B MO/IOBbIX XpOMOCOMaX. Boae3Hu, clien/ieHHble C NM0/I0M, B
nogasaaroLLem 60/1bLUMHCTBE C/1ly4aeB 00YC/10BAEHbI MyTaLWAMM Fr€HOB Ha X-
XpOMOcCOoMe. HacneaoBaHue, Cliern/ieHHOEe C NO/I0BbIMU XPOMOCOMaMMU,
OblBaeT 4OMUHAHTHBIM U peL,eCcCcMBHBIM (Yalle peLeccMBHbIM).

Mpumepsbl: MbilLeyHaa AucTpodua Tuna ArowweHHa, remopuanmn A u B,
cuHApoMma /lewa — HanxaHa, 601e3Hu 'yHTepa, 601e3H1 Pabpu
(peLeccuBHOE Hac/e40BaHUe, CLEn/IeHHOe C X XPOMOCOMO),

dochaT-gnabet (40MMHAHTHOE HAaCc/eA0BaHME, CLieNAeHHoe ¢ X
XPOMOCOMOW).

NccnepoBaHUA reHeTUKM, CBA3AHHOM C NMO/I0BbIMU XPOMOCOMaMM — 3ac/1yra
amepuKkaHckoro y4yeHoro T. MopraHa.



[emoduaunA

Femoduausa — 310 npobs1iema KpoBoTeUueHUA. Y 60/1bHbIX remoduinelnt KpoBOTeYeHne
MPOUCXOAUT He BbiCTpee, Yem Y 340POBbIX, HO MOXET A/NUTbCA A0/bLUE. Y HUX B KPOBU He
XBaTaeT paKTopa CBEPTbIBAEMOCTH, KOTOPbIN ONpeaeAeTcA Ham4imMem B KpOoBM De/KOB,
obecneyrBaoLLnX CBEPTLIBAEMOCTb KPOBU. He3HauuTe/ibHble MOBPEKAEHUA TKAHEN, gaxKe
BO BpeMs 0ObI4HbIX MHBEKLMIA, MOTYT A/nTeAbHOE Bpems (40 HECKO/bKUX HeAe lb)
KPOBOTO4YMUTb, 0OPA30BbIBaA MOAKOMXKHbIE FreMaTOMbl.

Yactoe AB/AeHue npu reMoPu/Inmn — CU/ibHble HOCOBbIE KPOBOTEYEHUA, KOTOPbIE TPYAHO
OCTAHOBUTb OObIYHBIMM B TAKMX C/1yHasax cnocobamu.

/leyeHne remoduanm, HaBcerga n3baBaaoLLEero naumeHTa ot 601e3HU, Ha CeroAHALLHUM
AeHb He cyliecTByeT. HO nmeeTcsa BO3MOKHOCTb MOCTOAHHOIO KOHTPO/IA Hag, ee Te4eHneMm
NMPU NOMOLLM NOCTOAHHBIX UHBEKL MM Heg0CTaoWMX GepMEHTOB CBEPTbIBAEMOCTU KPOBMY,
BbIpabOTaHHbIX M3 AOHOPCKOro MaTepuana.

Bone3Hb remoduana KpanHe onacHa, 0COH6EHHO B A4ETCKOM U FOHOLLECKOM BO3pacTe, Koraa
3Q4acCTYHO elle He NOCTaB/IeH NPaBU/AbHbIM AMArHO3 1 6e3 Mmep MeAULUHCKOM NOAAEPHKKU
CyLLEeCTBYeT pea/ibHbl PUCK Z1eTaIbHOIO UCX0Aa. CBOEBpeMEHHOCTb 0bpallleHUA K Bpady
npu 3ab60s1eBaHuu remoduinen B 4€TCKOM BO3pacTe AB/AAETCA MePMU/IOM 61aronpuUATHOrO
TEeYEeHMA U CTabuan3aunun. COCTOAHMA OpraHu3ma pebeHka. KsaanduumpoBaHHoOe AeveHne
reModuanu 1 NOCToAHHOE Hab/togeHune 3a X040M 601e3HU A0NXKEH OCYLLLEeCTBAATb TO/IbKO
OMbITHbIN CMEeLUaANCT FeMaTo/1or.



4. XpOMOCOMHble 60/1e3HM

K XpOMOCOMHbIM OTHOCATCA 60/1€3HU, 06YC/10B/IEHHbIE FEHOMHbIMU
MYTAUUAMU UAN CTPYKTYPHbBIMU U3MEHEHUAMMU OTAE/bHBIX XPOMOCOM.
XpOMOCOMHbIe 60/1€3HM BO3HMKAIOT B pe3y/ibTaTe MyTauuii B MO/A0BbIX
K/IeTKaX OAHOro U3 poguTesien.

* [lpu Kaxkaom 3a60/1eBaHUM HABAAAETCA TUMUYHBIM KAPUOTUM U
deHoTun (Hanpumep, cMHAPOM fayHa).

*  XpoOMOCOMHble 60/1e3HM BCTPeYatoTCA 3Ha4YMUTE/IbHO Yallle
MOHOTreHHbIX (6 -10 M3 1000 HOBOPOXKAEHHBIX).

* [eHOMHbIe U XPOMOCOMHbIe MyTaLuu: cuHApoma LL3peLieBcKkoro-
TepHepa, 60/1e3Hb AayHa (Tpucomua 21), cuHApOoMe KaalHbenbTepa
(47,XXY), CMHAPOM «KOLLIA4Ybero Kpuxa».



bose3Hb AlayHa

BosaesHb flayHa — 60/1€3Hb, 06yC10B/IEHHAA aHOMa/IMen XPOMOCOMHOIO
Habopa (M3MeHeHWeM YMCAA UK CTPYKTYPbl ayTOCOM ), OCHOBHbIMM
NPOAB/AEHUAMMU KOTOPOW ABAAKOTCA YMCTBEHHAA OTCTA/10CTh, CBOEOOpPaA3HbIN
BHELUHMI 061K 60/IbHOrO U BPOXKAEHHbIE MOPOKM pa3BuTUA. OgHa 13
Hanbo/1ee pacnpoOCTPaHEHHbIX XPOMOCOMHbIX 60/1€3Hel, BCTpeYvaeTcs B
CpeAHEeM C HacTOTOM 1 Ha 700 HOBOPOXKAEHHbIX. OTMEYeHO, YTO BO3SMOKHOCTb
pOXAeHua geten ¢ 601e3HbI0 JdayHa 3aBUCUT OT BO3pacTa Matepu. Tak. B
CPEeAHEM Y }KEeHLLMH B BO3pacTe OT 19 A0 35 /1eT C/1ly4au poxaeHna pebeHKa ¢
3TOM 60/1€3HbBIO COCTABAAIOT 1 HA 1000, TOrAa Kak Yy KeHLUH noc/e 35 AeT
TaKaA BEPOATHOCTb YBE/IMYMBAETCA U K 40-50 rogam A0CTUraeT YPOBHA 2-3%.
TaKas 3aBUCMMOCTb 4acToThbl 6041€e3Hu [layHa OT BO3pacTa MaTepu
0b0DbACHAGTCA TEM, YTO NPOLLECC 3aKA3aA4KU U PA3BUTUA }KEHCKUX MO/10BbIX
KN€TOK HAYMHAETCA C POXKAEHUA M MPOUCXOAUT Ha MPOTANKEHUU BCEN KU3HM.
[log BAMAHMEM Pa3/IMYHbIX BpeAHbIX BO34EeNCTBUIM BO3MOKHO NOBpeEXAEHNE
XPOMOCOM 3TUX K/IE€TOK. M ¢ BO3pacTOM BEPOATHOCTb NOA0OHbBIX HAapYyLUEHWUM
yBE/IMYMBaAETCA, 3, C/1Ie40BaTE/IbHO, M PE3KO BO3pacTaeT PUCK POXKAEHUS
60/1bHOro pebeHka.



bonesns /layHa

« YMCTBEHHasA 1 uanyeckas oTcTanocTb
* [1ONYyOTKPbLITLIA POT

» MoHrononaHbIi TN nuua. Koco
pacrnonoXeHHble rnasa. LLinpokasa nepeHocuua

» CTOMbI N KUCTU KOPOTKME W LLINPOKUE,
narnblbl Kak Obl 0OpybneHsbl
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CuHgpom LspelueBckoro-IepHepa.

CuHgpom LllepewieBckoro — TepHepa — XpOMOCOMHas 60/1€3Hb,
COMPOBOXKAAOLLAACA XapaKTEPHbIMU AaHOMA/IMAMU PU3NUYECKOTO
pPa3BUTUA, HU3KOPOC/AOCTbI 1 NO/I0BbIM UHQAHTU/AN3IMOM

YETKOM CBA3U BO3HMKHOBEHUA CMHAPOMA TepHepa C BO3pacToM U
KakuMu-11b60 3abo1eBaHuAMU poguTenen He BbiABieHO. OgHaKo
6epemMeHHOCTM OOBbIYHO OCAOXKHAKTCA TOKCMKO30M, YTPO30M
BbIKMADBILLA, @ POAbl HaCTO ObIBAIOT NpeXAeBpeMeEHHbIMU U
natozornyeckumm. OcobeHHOCT bepemeHHOCTEN 1 pOA 0B,
3aKaHYMBAKOLLMXCA pOXKAeHUeM pebéHka ¢ cuHgpomom TepHepa, —
ceCcTBUME XPOMOCOMHOM NaTo/10rMKn nao4a. HapyleHue
GOpPMUPOBAHUA MOAOBLIX XKeAE3 Npu cMHAPOMe TepHepa 00yCcn10B/1EHO
OTCYTCTBMEM WU CTPYKTYPHbIMU AePeKkTamm O4HOW NO/10BOM
XPOMOCOMbI (X-XpPOMOCOMBbI).



KAannugeckne npu3Haku CHHAPOMA

IMTepemieBckoro-1Tepuepa

Husknm poct

CBoeobpasHaa “IIUTOTIOACOHAA
IPyAHAs KAETKA

[[Trpoxo paccTaBAEHBI COCKH
(90%)
KprIAOBHAHEBIE CKAAAKY Ha Ilee

AedopMopOBAHHEIE YIIHEIE

paxosuHsI (80%0)

BaabrycHas AedpopMaLya AOKTEN,
KOpOoTKas |V MACTHAA KOCTE

Octeomnopos

[ [mrmeHTHEBIE IATHA HA KOMKE




5.[1oAureHHble 60/1€e3HuU

ObOyc/10BAEHbI B3aMMOA4ENCTBUEM ONpeaeNeHHbIX KOMOUHaUUIM ananenen
Pa3HbIX /IOKYCOB M1 3K30re€HHbIX GaKTOPOB.

[lTo/iMreHHble 601e3HM He Hac/1eayrTCA No 3akoHam MeHaena. A
OLLeHKM FreHEeTUYECKOro pUCKa UCMO/Ib3YHOT CreLna/ibHble TabauLbl.

* lpumepbl: HEKOTOPbIE 3/10KA4YECTBEHHbIE HOBOOOpPA30BaHUA, MOPOKM
PasBUTUA, a TaKXKe Npeapacno/ioxeHHoCTb K UBC, caxapHomy
AnabeTy 1 aAKoroamsmy, pacuienseHue rybol u Heba, BpOXKAEeHHbIN
BbIBUX Begpa, wmnsodpeHuna, BpoXKAEeHHbIE NOPOKKU cepalia.



*3aGosieBanns 00yCIOBICHB! TOMHMEPHBIM
XapakTepoM B3aHMOICHCTBHA MEHOB WIH
COMETAHHEM B3aHMOACHCTBHA HECKOILKHX MEHOB
thaxTopoB cpeibl (MyIbTHHAKTOPHANBHbIC
3a00/1eBaHN ).
* [Tonmrennsie 00E3HH HE HACKICAYIOTCH 110
3akoHamM Menjiens.
/115 OLCHKH NeHETHYECKOIO PHCKA HCNONB3YIOT
ClCUHANBHBIC TA0IHLW
— HEKOTOPBIE 3/I0KAYECTBCHHBIC
HOBOOOpa3oBaHus, MOPOKH Pa3BHTHA, @ TAKKE
npeapacnoioxeHnocTs K MbC, caxapromy
AHA0ETY M AIKOrOIN3MY, paciluernicHue ryost u
Heba, BPOKIACHHBIH BHIBHX O¢)

mH30QpeHHs, BPOKICHHbBIC nmm Xc.sp'}ﬁfae d




6. PaKTOPbI PUCKA BO3SHUKHOBEHUA
Hac/1eaACTBEHHbIX 3a60/1eBaHUM

* Pusnyeckue pakTopbl (pas/iMuHble BUAbI MOHU3UPYHOLLLEN paguaLinu,
y/bTPadMO/IETOBOE U3/TyHEHUE)

e Xummnyeckue pakTopbl (MHCEKTULMADI, FepOULUAbI, HAPKOTUKM,
a/IKOr0/1b, HEKOTOPbIE /IeKapCTBEHHbIE NpenapaThl U Ap. BELLLECTBA)

* Buosoruyeckme ¢pakTopbl (BUPYCh! OCHbl, BETPAHOM OCHbI,
3MUAEMUYECKOrO NapoTUTa, rpunna, Kopu, renaturta 1 Ap.)



7. [IpoduanakTMKa U 1e4EHUE HaC/1eACTBEHHbIX
bo/1e3Heln

CyLiecTByeT YeTblpe OCHOBHbIX MeTOAa NPOPUIAKTUKM Hac/1e4CTBEHHbIX 3a00/1eBaHUM
4ye/I0BeKa, 1 YTObbl pa3zobpatbca ¢ HUMK 6osee NogpobHO, AaBanTe NOCMOTPUM Ha CXEMY:

*  WTak, nepBbiM MeTOA NPOPUIAKTUKM HAC/1eACTBEHHbIX 3a060/1€BaHUM — 3TO reHeTUYeCcKoe
HOPMUPOBaHME U UCKAKYEHUE MyTareHoB. Heobxoanmo BegeHne CTporom OLeHKH
MyTareHHOM ONMacHOCTU PaKTOPOB Cpeabl, UCK/AOYEHUE Z18KAaPCTB, KOTOPbIe MOryT
BbI3bIBATb MYTaL MO, MULLEBbIX 400aBOK, a TaKKe HeODOCHOBAHHbIX PEHTFeHO/0rMYeCKUX
McC1eA0BaHNUM.

* Brtopo#, 04MH U3 BaXKHENLUUX METOAOB NPOPUAAKTUKU HACeACTBEHHbIX 3a00/1€BaHM —
3TO N/1aHMPOBAHMNE CEMbM, OTKA3 OT BCTYM/IeHUA B OpaK KPOBHbIX POACTBEHHUKOB, A
TaKXKe 0TKa3 OT AeTOPOXKAEHUA NPU BbICOKOM PUCKE HAacaeACTBEHHOM NaToA0rum. B aTom
OrPOMHYHO PO/Ib UTPAET CBOEBPEMEHHOE MEeAUKO-TeHEeTUYECKOE KOHCY/IbTUPOBaHMUE
CeMeMHbIX Nnap, KOTOPOe cenyac HauyMHAET aKTUBHO Pa3BMBATbCA M B HALLEN CTPaHe.

* TpeTbe — 3TO AOPOAOBAA AUATHOCTMKA C MOMOLLBIO Pa3/IMYHBIX GUINO/TOTUYECKUX
METOA0B, TO eCTb NpeaynpexaeHue pogmuteien O BO3MOXKHbIX NAaTO/A0MMUAX Y UX
Oyayuiero pebeHka.

* YerBepToe — 3TO yrnpaB/ieHUE AeNCTBUEM Fr€HOB. K COXaZeHUIO, 3TO YXKe KOppeKL A
Hac/1eACTBEHHbIX 3a60/1eBaHMi, Yallle BCero — MMeHHO 60/1e3Hen obmeHa BeLecTs nocie
poOXAeHuA. AneTbl, XMpypruiyeckme BMeLaTe/IbCTBa WU /IeKAapCTBEHHAsA TepanuA.



/leyeHue:

* [AneToTepanua; 3aMeCcTUTe/IbHad Tepanus; yaaZeHne TOKCUYeCKUX
NPOAYKTOB OOMEHa BeLLLeCTB; MegMeoMeTopHoe Bo3aencTeue (Ha
CMHTE3 GPEepPMEHTOB); UCK/IHOYEHUE HEKOTOPbIX /IEKAPCTB
(6bapbutypatos, cy/ibdaHn1aMUAOB U Ap.);

* XUpypruyeckoe /se4yeHue.

* /leyeHue HaceaCTBEHHbIX 3a60/1€BaHM KpalHe 3aTPyAHEHO, eC/in
4YeCTHO CKa3aTb, €ro NPaKTUYeCKU He CyLLeCTBYEeT, MOMKHO /ILLb
YAYYLLIUTb CUMNTOMBbI. [103TOMY Ha NepBbIn M/1aH BbIXOAUT
NPpOdUAAKTUKA ITUX 3ab60/1€BaHUM.



8.3aK/1o4eHue:

Al paccmMoTpesia HEKOTOPble Hac/1leACTBEHHble 60/1€3HU Ye/10BEKa, UX
K1accudurKaLms, BbisiB/I€HbI MPUHUHBI UX BO3SHUKHOBEHUSA, MOC/1€ACTBUA UX
NpOAB/EHUSA, METOAbl AMArHOCTUKM, CNOCOObI Ie4eHnA. O4YeHb BaKHO BOBPEMSA
onpeaeanTb (4MAarHOCTUPOBATL) Ha/M4Me HAaC/1e4CTBEHHOr O 3a60/1€BaHUA Yy
HOBOPOXAEHHOrO, TaK U NPpeAynpeAnTb poxKaeHue 60/1bHOro pebéHka. C 3ToM
LIe/Ibl0 B CTPAHE OTKPbIThbl MEAUKO-TEHETUYECKME KOHCY/IbTalMW, B KOTOPbIX Bpay
reHeTUK, AACT HYXKHYIO KOHCY/IbTaumio. C TOYKMU 3pEHMA FreHETUKU HEeCHaCT/IMBbIMU
CEMbAMM CHUTAIOTCA TE, B KOTOPbIX €CTb AETU C HAac/1eACTBEHHbIMU B0/1€3HAMU. U
camoe r/71aBHOe Bbl 40/1KHbl MTOMHUTb, YTO CpeAM Hac B HallleM ObLLLEeCTBE eCTb Takue
/04U, U Mbl A0/13KHbI TOIEPAHTHO (TEPNUMO) OTHOCUTBLCA K HUM, OHU TOXKE UMEIOT
NMPaBoO Ha }KU3Hb.

OrpoOMHbI€ LUaru no U3y4eHmo Hac/1eACTBEHHOCTM Ye/10BEKA YrKe CAe/1aHbl, HO Y
reHeTUKM eLle o4eHb MHOro nNpobaem Briepeam, U, BOSMOMKHO, KTO-TO M3 Bac byaeT
HaxOAUTbCA Cpeau TeX AAEN, KTO CMOKET peLuuTb NpobaemMbl MeAULMHBI U B TOM
4yncse npobaemMbl MeAULIMHCKOM FeHETUKMN.

He 3abbiBaliTe TakkKe 1 TO, YTO Halle 340POBbE BO MHOTOM 3aBUCUT eLle OT
NpaBu/bHOrO 06pasa KMU3HM.



Cnacmbo 3a BHUMaHue!



