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XpOMOCOMHbIe 3aboneBaHua (bonesHb [ayHa, CUHOPOM

llepelueBckoro — TepHepa, CMHAPOM TpucomMun X, CUHAPOM
KnanHdgensrepa)

"eHHble Bones3Hu (Nporpeccupyolme MmmonaTumn, oBEHUNbHasa popma
9pba-PoTta, nceBooruneptpodunyeckada dopma LioLieHa, nrneyve-
nonaTto4vHo-nuuesaa mvonartuga JlaHaysun-LexepuHa, HeBparbHas
amunotpodus Llapko-Mapu)

CuncrtemHble ancTpodun (HacneacTBeHHbIE bone3Hn oobmeHa
aMMWHOKUCIIOT, MyKOononmcaxapuaosbl, pakomaTosbl)
MynbTndoakTopmnanbHble 00Ne3Hu

BpoxaeHHble 3aboneBaHus HC




— oOLwwupHas rpynna bonesHen, 0bycrioBreHHbIX U3BMEHEHUSMN FEHETUYECKOW
NHdopmaLunun.

[1na HacneacTBeHHbIX 60f1e3HEN HEPBHOM CUCTEMbI XapaKTEPHO
nporpeccupytoLlee, NoCTeNeHHO HapacTalLlee Te4deHue, npenmyLlecTBeHHoe
nopa)keHue onpeneneHHbIX CUCTEM MO3ra, nepudpepuyeckon HepBHOW CUCTEMbI
1 MbiLU. [lereHepaTMBHbLIN NPOLECC HepeaKo nopaxaeT TONIbKO HEPBHYIO
CUCTEMY, NOKaNn3ydachb B onpenernieHHbIX otaenax Moara.

[1ns anarHocTukn HacneacTBEHHbIX 3ab0neBaHn BaXKeH TLATEeNbHbIA aHanms
CUMMTOMOB, BPEMS X NOSIBNEHUS, HAaNn4Yne NoaobHbIX NPOSBIEHUI Y APYIUX
YreHOB CeMbM (POOCTBEHHUKOB NEPBOM NNHUM POACTBA: poAuTenn, bparbs,
CECTpbl), BCECTOPOHHEE KITMHNYeckoe obcrnengoBaHme. BaxkHO yunuTbIBaTh
NMPEUMYLLIECTBEHHOE MOPaXKeHUe NuL, ONPeAeneHHoro nosa, Hayano 6onesHu B
OJHOM 1 TOM e BO3pacTe B CEMENHbIX CryYasix, a 3a4acTyto u bonee paHHee
Ha4yano y AeTen B CPAaBHEHUU C POAUTENSAMMU.



- 0byCcrioBneHbl yBENMUYEHUEM UM YMEHBLLEHUEM YUCTIAa XPOMOCOM,
noTepen 4acTm XPOMOCOMbI UMK UBMEHEHUEM €€ (POPMBI.




OAQHO 13 caMblX pacnpoCTpaHEHHbIX FTEHETUYECKMX HapyLleHX. HacToTa
poXXaeHunsa geten c cmHapomom [layHa coctaBnger npumepHo ognH Ha 600 - 800
HOBOPOXXOEHHbIX, MPUYEM MarbYnKoB U AEeBOYEK pOXKAaeTcs OANHaAKOBOEe
KONN4eCTBO.

INlnya, ctpagatoume aTumM paccTpoUCTBOM, UMEIOT, Kak npasBurio, 47 XpoOMocoMm
BMECTO HOpMarsbHbIX 46. [lononHUTENbLHaa XxpoMocomMa SBMnsgeTcs pesysibratom
HapyLleHHOro co3peBaHns NosnoBbIX KNeToK. B HopmMe npu geneHmnn Hespenbix
NOMNOBLIX KNETOK NapHbIE XPOMOCOMbI PACXOOATCH, U KaXkgasa 3peras nornoBas
KreTka nony4yaet 23 XpoMoCcOMbIl. Bo BpemM4a onfioaoTBOpeEHUS, T.€. CIIUSAHUSA
MaTEPUHCKOM N OTLIOBCKOW KNETKN, HOPMarsibHbI HAbOp XpOMOCOM
BOCCTaHaBnmneaeTtcs. [1o cmx nop He CNoXXMNocb 0O4HO3HAYHOIrO MHEHUS O TOM,
YTO CIY>XUT NPUYNHOU TaKon reHeTnyeckon aHomanuun. fletn c cnHgpomom ayHa
POXOakTCA C OAMHAKOBOW 4YaCTOTOM BO BCEX CTpaHax Mupa, He3aBUMCUMO OT
YPOBHSA 611arocoCTosIHUA NN 3KOSOrnMN.



Haunbonee xapakTrepHble BHELLHWE NpU3HaKuU cuHapoma [layHa, no KOTOPbIM MOXHO I'IOCTaBl/ITb
NpeanonoXuTernbHbIN AnarHo3 cpasy nocne poXxaeHusi pebeHka a1o:
*«nfockoe» nNnuo — 90%
*yTOmNLEHHAA WenHaa KoXXHas cknagka
*Opaxunuedanms (KopoTKOrosioBOCThb) — 81%
spackocble rnasa
*NONynyHHas KOXXHas CKnagka y BHYTPEHHEro yrna rnasa (3nukaHTyc).
LanbHenwee obcnegopaHne pebeHka BbiABASAET:
*MbILLIEYHY TMNOTOHUIO (CHUXEHME MbILLEYHOro TOHYyca)
*MOBbILLUEHHY0 NOABMXHOCTb CYCTaBOB
*KOPOTKME U LUIMPOKNE KNCTU, MareHbKoe apkoobpasHoe HeBO, NNoCcKuiA 3aThl
*1edOpMMPOBaHHbIE YLLIHbIE PAKOBUHbI, DONbLLLOW CKnaaYaTbiv HOC.
*rnonepeyHasd nagoHHas cknagka, Kak yHmBepcanbHbIv NpusHak cuHapoma [layHa MOXKET BCTpevaTbCs
TONbLKO NNLWb Y 45% OeTen poXXAEeHHbIX C 3TOW O0SE3HBIO
«nedopmauus rpyaHomn KneTkn, KuneesmagHasi unm BOPoOHKoobpasHas
*[IMIMEHTHbIE NATHA MO Kpato pagy>XHom 000rnoYvku rnas (naTHa bpywduneaa).




Takxke y geten c cuHapomom [ayHam moryT HabnogaTbca onpeaeneHHbie USMEHEHUS CO
CTOPOHbI BHYTPEHHNX OPraHoB:

*COYETaHHbIE, MHOXXECTBEHHbIE, BPOXXAEHHbIE NOPOKM cepAaLa, Takune Kak AeeKT
MeXOKenya04KoBOV NEPEropoakn, AeeKT MexnpeacepaHon NePeropoaku, aHoManum
KPYNHBIX COCYA0B, OTKPbITbI aTPMOBEHTPUKYSSPHBIN KaHasT

*CO CTOPOHbI AbIXaTefIbHOW CUCTEMbI — OCTAHOBKU AbIXaHUA BO CHE 13-3a D0MNbLUOIo S3blka U
OCODEHHOCTEN CTPOEHMS POTOMMOTKU;

eNpobnemMbl CO CTOPOHLI 3pEHUS (BpOXKOEHHAsA KaTapaKTa, rfiaykoma, ctTpabusm-kocornasue)

eHapyLLUeHMe cryxa

e3ab051eBaHNSA LUMTOBUOHOM XKenesbl (BPOXAEHHbIW rTMNOTUPEO3)

*MaTONOMMS Xenygo4HO-KULLIEYHOro TpakTa (CTEHO3 KULLEYHMKA, MEerakosioH, atpesus npsimMou
KULLKN U aHyca)

eaHOMannm ornopHo-ABUraTeNbLHOro annapara (auennasus TasobeapeHHbIX CYCTaBOB,
OLOHOCTOPOHHEE U ABYCTOPOHHEE OTCYTCTBUE OOHOIo pebpa, KNMHOAAKTUINS
(UCKpmMBeHne nanbLueB), HU3KUW POCT, AedpopMaung rpyaHOWN KNeTKu)

erMnonnasuga (HegopassnTtme) NoYeK, rMapoypeTep, rmapoHedpos

OkoH4aTenbHbI AnarHo3 cnHgpoma ayHa, MOXXHO NOCTaBUTb NLLb MOCIE UCCneaoBaHns
Ha KapuoTun (XpPOMOCOMHBIN HAabop) pebeHka.



CpenHsisi NpOAOIMKUTENBHOCTD XXU3HWU NIOAEN ¢ cuHApoMoM [dayHa cocTaBnsieT npumMepHo 40-50
ner.

B HacTosllee Bpemsi JaHHasi XPOMOCOMHasi aHOManusi Hemsnednma, ogHaKko ConyTCTBYOLLNE
3aboneBaHus, HaNpMMep BPOXAeHHbIe MOPOKM cepaua, MoryT ObiTh YCNELIHO UCNPaBIEHbI, YTO,
HECOMHEHHO, NPOAJIEBAET XU3Hb AETEN C cMHapomMom [HayHa.

IleueHvie neteii ¢ cuHapomom [layHa OOMKHO BKIK0YaTh CoLMansHYHo NOAAEPXKKY 1 KypChl
peabunutauumn. OCHOBHOW LieNblo BOCNUTaHNUsA 1 0ByYeHns AeTen ¢ cuHapomom [ayHa aBnseTcs
NX ceMenHo-couuanbHasa agantauus.

rpynnoBbl€ 3aHATUA ANS yNy4dlleHUs couuanbHOW NPUCNocobneHHoCT pebeHka

HaxoXXaeHmne pebeHka B AETCKUX KONMEeKTUBax (Hanpumep, B AETCKUX caaax), Tak Kak
OOKa3aHo, YTO HaxoA4siICb B KOSSEKTUBE, AETU C cuHapomom [ayHa bbicTpee 1 ny4dlle
npucnocabnueatoTcs

o6yqu|/|e B Crieynanm3anpoBaHHbIX LUKOJ1aX, HO BO3MO>XHO TakKXe U NnoceLleHne 0BObIYHbIX LLIKOJ1,
YTO TaK XXe CI'IOCO6CTByeT yiyvweHuno counasibHon noaroToBKmn pe6eH|<a

3aHATUA C NMCUXorioramMmm m fnoronegamim B crieymalibHblX pea6VIJ'II/ITaLI,I/IOHHbIX LEeHTPaXx. I'Ip|/|
MnpaBuUJibHO OpraHNM3oBaHHOM yXoade 1 cneunasibHOM O6yLIeHVIl/I AeTn c CMHAPOMOM ,El,ayHa
OCBanBakOT T€ XKe HaBblkKM, YTO U 300POBbIE AETU, TOJIBKO HECKOJIBEKO MO3KE

B LieNsiX NOBbILLUEHNSA 3 PEKTUBHOCTU peabunuTtaLMoHHbIX MEPONPUATUIN PEKOMEHOYETCS
MCMonb30BaTb HOOTPOIHbIE (CTUMYNUPYIOLLME Pa3BUTUE HEPBHOM CUCTEMbI) NPenaparbl:



— reHoMHas 6one3Hb, CoONnpPoBOXKAaloLLAsACA XapakTePHbIMY
aHoOManMaAMM dU3NYECKOro Pa3BUTUSA, HUSKOPOCTOCTLIO U
NonoBbIM NHAHTUIN3MOM.

XapakTtepusyeTca OTCYyTCTBUEM OAHOU NOSIOBOU XPOMOCOMBbI




OTcTaBaHue B pocTe
* [lonoBon MHPAHTUNNIM

* HepopasBuTme MOMOYHbIX Xenes

* HapyLwleHns MeHCcTpyanbHOro ymkna
 becnnoawve

« KpblnioBngHaga KoXXHas cKkrnagka Ha Lee
* [lopoku pasBnUTUA BHYTPEHHUX OpPraHOB

* [lcuxnyeckoe Heaopa3BUTUE BblIPaXEHO HE pe3

,D,I/IaFHOCTI/IKa OCHOBaAHa Ha KITIMHNKe N nccriegoBa



IleweHmne apdekTMBHO B NydbepTaTtHOM rnepuoae
» PocTtocTumynupytoLwlaa tepanus

OCTPOreHb!

PekoMOMHaHTHbLIN TOPMOH poCTa

* lllenHble cknagkun yoanaT XUpYypPruyecknm nyTd
CumMmntTomaTn4ecKkoe fieyeHmne




HacnencrBeHHOE HapyLleHue, 00ycroBeHHOE Hann4Ynem
OONONHNTENBbHON X XPOMOCOMGI. B OOSbLLUMHCTBE CrlyMaeB HOCUTENN
AOMOSTHNTENTBHON X-XPOMOCOMbI — XEHLLMHbI 03 3aMETHbIX NMPU3HAKOB
naTosiorum, NO3TOMYy Npu MeguUnHCKUX nceriegoBaHusax 90 % TPUCOMUKOB
No X-XpPOMOCOME OCTalTCHA HE BbISIBIIEHHBIMW.

Tpnucommna no X-xpomMocome NpuUBOAUT K HESHAYUTENBHOMY MOBLILLIEHUIO
BHYTPUYTPOOHOW CMePTHOCTU. PasButrne MOXET NpoTeKkaTb C HEKOTOPLIMU
HapYLEHNAMMN, MOTYT BO3HUKHYTb MPOOSiEMbI C KOOpAMHALIMEN, MOTOPUKOW
N pa3BuUTUEM peYn. B HEKOTOPLIX Crlydadax oTMeYeH MeHbLLUUX pasMep
rofioBbl (0€3 3aMETHOI0 CHMXEHUA YMCTBEHHbIX CrocobHocTen). Tpucomus
No X-XpOMOCOME He NPUBOAUT K 3HAYUTENbHLIM HapyLUeHUAM
depTnnbHOCTU, B OOSbLUMHCTBE ClyYaeB NPOSIBASETCH TOMNLKO B
He3Ha4YnTernbHO bonee paHHeEN MeEHCTPyaLNN.



CuHAPOM TPUCOMUN-X HE UMEET OTHETINBOW KITMHUYECKON KapTUHBI.
e OTCcTaBaHue B poCcTe

« [ledbopmauymsa kocteun

* YMCTBEHHOE Hegopa3BuUTue

* HapyweHne pyHKLNM NONOBLIX XKeres

[1na ne4veHmns HasHa4aloT ropMoHarbHble NpenapaTtkbl U BUTAMUHBI.

KoHKpeTHble TepaneBTUYECKME cTpaTerum dyayT 3aBUCETb OT HECKOSbKUX
dhakTopoB, BKMOYasA BO3pacT AEeBOYKN, KOHKPETHbIE CUMMTOMbI,
NposiBNeHus n nx TshkecTb. PaHHee BMeLLaTenbCTBO pekoMeHayeTcs As
Bcex. OnbIT NoOKa3bIBaeT, YTO AETU C 3TUM CUHAPOMOM OYEHL XOPOLLIO

pearvpytot Ha paHHee BMeLlaTenbCTBO (noroneaus, Tpyaotepanus,
dursnotepanuna n gpyrme MetToabl).






- 0bycrioBneH HanNUMYmMem y Mmasrb4mkoB FNIULLHEN X-XPOMOCOMBI.

CuHpgpom KnanHdenstepa sBNsaeTcs KpanHe pacnpocTpaHeEHHOU
naTonorven 1 BCTpe4aeTcs B My>KCKOW nonynsilun ¢ 4actoton 0,2 %. Takum
obpasom, Ha kaxkgble 500 HOBOPOXAEHHbLIX ManbYUKOB NpUXoAnTCs 1
pebeHok ¢ gaHHOM naTonoruen (Ans CpaBHEHUs: BPOXKAeHHas
OVUCYHKLMA KOPbl HaaMNo4Ye4YHUKoB — 1 cnyyan Ha 10—25 Thicay
HOBOPOXAEHHbIX). CMHAPOM KnanHdensrepa ABnseTcs He TONbKO camou
4YacTon POPMON MYXKCKOro rurnoroHagmnama, becnnogus, SpeKTUNbLHON
ANCcAyHKLMN, TMHEKOMACTUN, HO U OgHOM U3 Hanboree pacnpocTPaHEHHbIX
9HOOKPUHHbIX NATONOrMn, 3aHMMasi TPETbE MECTO NOCIIE CaxapHOro
anaberta n 3aboneBaHun WMTOBUAHOW Xenesbl. OaQHaKo eCcTb OCHOBaHUS
npegnonaraTbh, YTO NPUMEPHO Y NONOBUHLI ODONBLHBIX HA NPOTSXKEHNN BCEN
XU3HWU 3TOT CUHOPOM OCTaETCs HeEPACNO3HAHHbIM.



K Ha4any nonoBoro co3peBaHna OPMUPYHOTCS XapaKTepHbIe NponopLmn
Tena: 60sibHbIe YaCcTO OKa3bIBAOTCH BblLLIE CBEPCTHUKOB, HO B OTIIUYUE OT
TUMNYHOIO EBHYXOMAM3Ma, pasmax PyK Y HUX peaKo NpeBbILLIaeT aANUHY
Tena, HorM 3aMmeTHO AnnHHee Tynosulla. Kpome Toro, HeKOTopble AeTu C
OAaHHbIM CUHOPOMOM MOrYT UCMbITbIBATL TPYAHOCTU B y4EDE N B
Bblpa)XeHUM CBOUX MbICIIEWN.

B nogpocTkoBOoM BO3pacTe CUHOPOM Yalle BCEro NposaBnsaeTcH
yBENMUYEHNEM rpyaHbIX Xenes, XOTS B HEKOTOPbIX CriyvyasaX 3TOT NPU3HaK
MOXET M OTCYTCTBOBaTb. Takxe He0bXoaMMO OTMETUTL, YTO Y 60—75 %
NoOOPOCTKOB NMNybepTaTHOro BO3pacTa TakkKe OTMEYaeTCH yYBENMYEHNE
rPyOHbIX XKerne3 — nybepraTHas TIMHEKOMACTUSA, KOTOpasd, oaHaKo,
CaMOCTOATENbLHO NPOXOAUT B TEYEHUE 2-X JIET, B TO BPEMSA KaK Y
nauneHToB ¢ cMHAPOMOM KnanHdensrepa rtHEKOMACTUA COXpPaHAETCA Ha
BCHO XXU3Hb.



[TockorbKy bornee 4em y 90 % naymMeHToB C CUHAPOMOM
KnanHensrepa oTMevaeTca runoroHagmnam, OHU Hy>kaatoTcs B
NOXXN3HEHHON 3aMEeCTUTENBLHOWU Tepanmu

npenapaTtamMmu TeCTOCTEPOHA. 3aMEeCTUTESNbHYIO Tepanuio crieayer
HauyMHaTb KaK MOXHO paHblUe, YTOObI NpeaoTBpaTUTb NOsSIBIIEHNE

dHAEL




- bonesHn obmeHa BellecTB, 00YCrNOBEHbI HAPYLLEHNEM Y4aCTKOB
[HK (BbinageHue, yoBoeHue, nepemMelleHne, nepesepTbiBaHUE
dparMeHTOoB), perynupyroLLmx CUHTES ONnpeaerieHHbIX OErnKoB.

OHU XapakTepunayroTcsa AECTPYKTUBHBIMU N AEreHepaTUBHLIMU
N3MEHEHUAMMN B TKAHAX, n3bumparenbHOM rnopaxeHmnn HC, mbiLuL,
BHYTPEHHMNX OPraHoOB U KOXW, MPOrpPeCCUPYIOLLIUM TEYEHUEM.



FOBeHnNbHasa opma Ipba — PoTa saBnsgeTcs BecbMa pacnpocTpaHeEHHOW
dopmon mmonatum (NepBUHHOE NOPaXKEHNE MBbILLILL).

HacnenyeTcs no ayToCOMHO-PeLecCUBHOMY TUMY C HEKOTOPOW
OrpaHUYEeHHOCTbLIO MOJTIOM: ManbYMKK OONET HECKOMBKO Yallie AEBOYEK.

B ocHoBe gaHHoro 3aboneBaHust nexaT HapyLueHusi obmeHa B MbILLEYHOW
n coegmnHnTenbHoM TKaHaX. NpeobnagatoT HapyLleHUa 6eNKoBOro c0o6MeHa,
NpPUYEM NOBbILLEHHbLIN CUHTE3 MbILLEYHbIX DESTIKOB COMPOBOXKAAETCH ELLe
bonee yckopeHHbIM UX pacnagom. OTmeyaeTca runepaMmmHaungeMus u
runepamuHauuaypus. OgHako obHapyXeHHble DMoOXMMUYECKUEe CABUTN HE
SABNSAKOTCA CTPOro crneumdmndeckumm ans muonatum 9pba — PoTa.



OObbIYHO aTpOodUSA MbILLLL HAYUHAETCS B NPOKCUMAarnbHbIX OTAENax
HOr, 3aTEM Ta30BOIro Nosica, TyNnoBuLLAa N BEPXHUX KOHEYHOCTEN.
[1py 3TOM TOHYC 1 cuNa MbILLL, CH/XaKOTCS.

[loxoaka CTaHOBUTCS «YTUHOW», packaduBatoLencs
YcunneaeTcs NOSICHMYHbIN NOPA03 («OCUHAs Tannusa»)

JTonaTtkn Ha4YnMHaT BbICTYNATb («KPbITOBUAHBLIE NIONATKNY),
onpeaensieTcss CMMNTOM CBOOOAHbIX HAANNEeYni

ATpOOUPYOTCA MUMUYECKNE MbILLLLI, BOSHMKAET NULO MMonara,
0719 KOTOPOro xapakTepeH rnagkum nod, cnabocTb KPpyroBbiX MbILLL
rnas, yTonuleHHble rydbl U1 nonepeyHas ynbioka.






[TaTOoreHeTu4eckomn Tepanumn He paspaboTaHa. JleyeHue
cuMnTOMaTu4ecKkoe 1 HanpasfieHo Ha YMEHbLUIEHUE CKOPOCTU
nporpeccunpoBaHnsa. AKTUBHO UCMNONb3YIOT BUTaMWUHbI rpynnbl B, BUTaMuH
E, ATO, akcTpaKkT anod BHyTpuMblwedyHo, AT®. HekoTopoe Bpems Hasaa
ncnorsb3oBarcya aHabonmyeckn ropMoH petabosns, 0gHako YacTo
OTMeYariocb ycurieHne pacnaga Mbille4yHoU TKaHu. Takke NnpuMeHsaoT
Takue npenaparhbl, Kak TMOKTOBas KMUCnoTa, PUOOKCUH, aKkTOBETUH.

BaxxHasi ponb 0TBOAUTCS HEMEAUKAMEHTO3HbIM METOANUKaAM BO3AENUCTBUS.
Maccax naumeHtam c guctpodmnen dpba-Pota gormkeH NpoBoAUTLCA B
NIerkomM Temne, HanpaeneH Ha 6opbOy C MbILLEYHLIM CrTa3MOM, YKPENTIEHUE
MbILL,. Takke BaxkHasa posb npuHagnexut JIOK. JIOK npu 3aboneBaHnm
OOIMKHa ObITb YMEPEHHOMN, HO PEryNIAPHOW, B naeare eXxeaHeBHON.
TpeHupytoTca Bce rpynnbl MblLLL,



- Haubornee Tskenas popma muonaTuun. boneroT
ManbYuKu.

bonesHb Ha4MHaeTcs paHo U OBLICTPO NPOrpeCccUpyerT.
[lepBbI CUMNTOM — HapYyLLUEHNE NOXOOKMW.

ATpodunyeckmn npouecc Ha4ynmHaeTca C MblLLL
NpoOKCUManbHbLIX OTAENO0B HOT U Ta30BOro Nodca, 3atem
PYK, MCc4Ye3aloT KoneHHble pedoriekcbl. O4YeHb
XapakTepHa ncesaornnepTpodus MbitlL, 0COOEHHO
NKPOHOXHbIX.

B TepMunHarnbHbIX CTagusax npouece
pacnpoCTpaHAEeTCs Ha MblLLbI nvua v rmoTku. K 14-15
rogam 6onbHble 0ObIYHO MONMHOCTbLIO 00Ee3ABUXKEHbI U
YMUparoT OT 3aborneBaHns Nerkux.




- 9TO nepegatoLeecd No JOMMHAHTHOMY TUMY HAcNeayeMOCTH
3abonesaHne, OONET Yalle MY>XYUHBI.

XapakrtepuayroLieecs CAMMETPUYHON aMUOTPOMDUEN ANCTANBHBIX
OTAENOB HOr U, C 0MeHb MeasIeHHOW reHepanu3aumnen npoLiecca,
nepexoasLlero nocTeneHHo Ha PyKu, NP 3ToM aMmmnoTpoddUa MbILLL
KOHEYHOCTEN O4YEHb MeASIEHHO pacrnpoCTpaHsEeTCs C AUCTarnbHbIX UX

OTOENoB K NpokcumanbHbiM. CoyeTaeTcsi C pacCTpONCTBaMM
4YyBCTBUTENBHOCTH.

KnnHmn4eckn HanoMuHaeT NONIMHEBPUT, HO OTCYTCTBYHIOT NPU3HaKU
MHTOKCUKaLMN U MHAEKLINW.



METUNTECTOCTPOH)
Butamuibl B, C, E



[lnctpodunyeckme npouecchl B HEpPBHOW TKaHU pa3BUBaOTCA, KakK U
npu MMOANCTPOMPUSAX, N3-3a HapYyLLUEHNS CUHTE3a PEPMEHTOB,
y4acTBYHOLLNX B 0OMeHE BENKOB HEPBHbLIX KNETOK.

BTopoun npnynHom siBngeTca HeJoCTaToOK Ui U3DbITOK BELLIECTB,

NOCTYynarLwWwmx B MO3r U3 ApYrnx opraHoOB C HapyLLUEHHOW
MeTabonmyeckon pyHKUMEN.



HacnencreeHHble 6one3Hn ooMeHa aMUHOKUCIIOT - HAacneACTBEHHbIE HapyLLeHUs obMeHa

aMUHOKMCINOT, CONPOBOXAAoLLNECS YBENUYEHNEM X KOHLIEHTPaLUK B KpOBU U Mo4e. B ocHoBe
pa3BUTUSA 3aboneBaHn NEXNUT HapyLLEHNE CUHTE3a UMW CTPYKTYPbl TEX NN UHBIX PEPMEHTOB.
[MposABRSAIOTCHA KOXHbIMU HAPYLLEHUSIMW, 3a4EPXKKOM NCUXUYECKOTro U ABUraTernbHOro pasBuTus,

cygoporamm.

Mykononucaxapmnaosbl — rpynna HacrneacTBeHHbIX 3aboneBaHnin, 00yCnoBNEHHbIX HApYLLEHNEM
oOMeHa BeLLECTB, BXOASLLNX B COCTAB COEANHUTENbHOM TKaHN 1 XapakTePM3YHOLLUNXCH MOPaKEHNEM
COeaVHUTENBbHON TKaHW ONOPHO-ABUraTeNbHOro annaparta, HEPBHOW CUCTEMBI, a3 U BHYTPEHHUX
OpraHoB.

dakomMaTo3bl — rpynna BpoXXAeHHbIX 3ab0fieBaHUN, XapakTepusytoLlasicsl nopaxxeHNem HeEpPBHOM
CUCTEMbI, KOXXW U BHYTPEHHMX OPraHoB.




Tak e cBA3aHbl C UBMEHEHMEM FrEHETUYECKOro annapara, HO
KOHKPETHO 3Ta rpyrnna 3adboneBaHnn UMEET OAHO YETKOE OT/IUYME OT
reHHbIX 3aboneBaHnn. MynstndakTopuarbHbie 3aboneBaHns
Ha4YMHaloT NPOABNATLCS NMPU HEDMAronpPUATHLIX dakTopax BHELLHEN
cpenbl. HekoTopble y4eHble BblABUIaloT NPEeArnonoXXeHue, YTo
reHeTnyeckas npeapacrofnio)XeHHOCTb MOXET HE NPOABUTLCH
HUKOrAa, ecrnim He BO3HUKHYT OKpY»KatoLme oakTopbl.

K Takum 3aborieBaHnsiM, HanpuMep, OTHOCAT MUACTEHMUIO,
pacceaHHbIN CKNepos 1 ap.



BpoxageHHble 3aboreBaHnsa HC He cBA3aHbl C MaTOSTIOrMeEN
reHeTu4yecKoro annapara: 4eUcTBue NaTtoreHHoro pakropa
HanpaBneHOo Ha pa3BMBalOLLIMECHA TKAHW U OpraHbl nnoaa BoO BpeMs
bepeMeHHOCTN.

K Takum dpakTopam OTHOCATCH - UHAEKLUUKU, MeANKaMEHTbI, anKororb,
HUKOTWH, TNMNOKCUA, BUTaMUHHAs HEAOCTaTOYHOCTb, PEHTIEHOBCKOE
o0rny4yeHue.

XapakTtep oTpmuaTenbHOro BIMAHUSA BbllLEnepeYmcneHHbIX
dhakTopoB 3aBUCUT OT Nnepnoga bepemMeHHOCTU, UHTEHCUBHOCTU
BO34ENCTBUSA U KOHLIEHTPaLUW.






