«Meauko-bnonornyeckne oCHOBbl KOPPEKLIMOHHOW Nefarorku nu NCUXosorun:
OCHOBbI reHEeTUKUN 4erioBekKar

N’EHHbLIE CUHOPOMBbI
AYTOCOMHO-JOMUHAHTHOI'O TUINA HACINEOOBAHUA

o riiu-hk




FeHHble 6one3Hu dyTOCOMHO-AOMUHAHTHOIO TUNa HaclnenoBaHuA

Curdpom Jlokanu3auus Kpumepuu HacnedoeaHus
MymaHmMHO20 2eHa
2937 e [lposBaeHMe Npu3HaKa y
BaapaeHOypra  Ampocpusi kopmuesa opaaHa, reTepo3nroTHbIX HOCUTEIEN reHa.
gpox0eHHas anyxoma e [Ipn aHann3e poLOCNOBHOMN NPU3HAK
BbIABNAETCA B KaXKA0M MOKONEHUMN,
15¢21 ® [leHeTPaHTHOCTb MNaTO/IOrNMYECKUX
Mapdana [opok passumus nposBaAeHnn no4ytn Bceraa Huxke 100%.
coeAUHLUMENbHOU MKakU e PasinvyHaA BbIPaXKEHHOCTb
KIMHUYECKMX MPOAB/IEHNIN HE TONbKO
MeXAy Pa3HbIMN CEMbAMMN, HO U
I muna-17q11.2 BHYTPU KaXKa0W cembM.
PeknuHrxay3exa I(I)zuna —22q12.2 ) e KAMHMYECKME NPU3HAKKU MOTyT
(HeiipodhnBpo- cymemeue cynpeccopa (1) u NOABUTbLCA HE Cpa3y Noc/sie PoXKAEHUA,
Hanu4ue uHaubumopa (ll) a CyCTA MHOTO /1T,
Maroa3)

0nyxaneeoeo pocma. e 310POBble YIeHbl CEMbU HE MOTYT

nmeTb 6ONbHbIX AeTen.



Cunapom BaapaenoOypra

KnuHunyeckue NMPU3HAKN.

TenekaHT (naTepanbHoe
CMELLEeHNEe BHYTPEHHErO
yrra rnasa),
rETEPOXPOMMUA PadyXKKW,
cepas npsab Hago noom
BPOXOEHHAs TYroyxoCTb
Pa3fIM4YHOWN CTEMNEHMW.

[eHeTn4yeckoe 3aborneBaHne C  HErNoHOW
NEeHEeTPaHTHOCTbIO 7 BapbupytoLencs
9KCMPEeCCUBHOCTLHO. OgHou Konuu
M3MEHEHHOIO reHa  OOCTaTto4yHO, YTOObI
Bbl3BaTb AaHHYIO nartosiorno. B bonblMHCTBE
CrnydaeB OOWH U3 poauTeSien TakKe MMEET 3TO
3aborneBaHue. B penKkmx cnyyasx
3abonesaHne 00yCroBneHo CMOHTaHHO
BO3HUKLLEW MyTaLnen.,




Cunapom BaapaenOypra

YacTo xapakTepHbl cpoclunecs 6poBu + TenekaHT B
COYETaHNU C LLMPOKOW M NMPUNOLAHATON CNUHKOW HOCa
= «epedeckul npogurb.

[eTepoxpomMuna 00 pasfiMdHO OKpaLUEHHbIX rnaas.

Kakablh CUMNTOM MMEET CBOIO CTEMNEHb
9KCMNPECCUBHOCTMW.

menekaHm — y 99 % Hocumerneu 2eHa,
wupokas criuHka Hoca — 75 %,
cpocuwiuecs bposu — y 45 %,
2emepoxpomusi padyxku — y 25 %,

cedas npsob unu paHHss ceOuHa — y 17 %

Pexe BcTpeyaroTcs:

" YyYaCTKU runep- n gennurmeHTaumm Ha Koxe,

" MUIrMEHTHbIE U3MEHEHUSA IMa3HOro AHa.

" rMnonnasuns KpbinbeB HOca.

" MaTosfiorMsag KOHeYHOCTEN (rnMnonnasns KUCTEN U
MbILUL, OrpaHNUYeHne NoaBMXKHOCTU
NOKTEBbIX, JTy4e3ansCTHbIX 1 MexXdianaHroBbIX
CyCTaBOB, CINUAHME OTAENbHbIX
KOCTeu 3ansiCTbs U MKOCHbI.




Cunapom BaapaenOypra

CHWueHune crnyxa BPOXXOEHHOE,
BOCMPUHMMAIOLLEro TuNa, CBA3aHHOE C
aTpoduen npenaBepHO-YyNNTKOBOIO

opraHa (KopTueB opraH).

[nyxoTa Bbl3BaHa HapyLWeHNsIMU
cnupanbHOro (KoptmeBa) opraHa cC
aTpodmyecknmm N3MEHEHNAMN B
cnnpanbHOM Yy3ie U CITyXOBOM HepBE.

JleueHne cnmnToMaTU4eCKoe.

B neyeHumn Tyroyxoctu npuMeHaT
KOXneapHyl uMmnnaHtayuio.

B HekoTOpbIX cny4asax rnokasaHa
KOCMeTuU4YecKasd XMpyprmsa TernekaHTa.

[Mpy NUIMEHTHbLIX aHOManNUAX KOXK crnegyeT uaberatb NPSIMbIX COMHEYHbIX NyYen u
NONb30BaTbCA COMHLUE3aWMTHbIMXA CPeacTBaMn, MNpW aHOManbHOW MNUrMeHTauuu
pagyXKm W Opyrmx aHoManusix [na3 peKoMeHAYyeTCsi MNPUMEHEHME O4YKOB CO
cneumanbHbIMWU TOHUPOBAHHbLIMU CTEKNAaMMW, KOHTAKTHbIX JIMH3, a Takke apyroe
TepaneBTUYECKOE N XUPYPrnvecKkoe rnedyeHme.



Cunapom Mapdana

3aboneBaHne 13 rpynnol
HacrnegcTBEHHbIX MaToNnorMm coeanHNTENbHOM
TKaHW.

CvHOPOM BbI3BaH MyTaLMEN reHa, KOAUPYOLLErO
CUHTE3 rmukonpotenHa ombpunnmHa-1, n
ABMNSETCA NNENOTPONHbIM.

3aboreBaHne xapakTepumsyeTcs
pasfM4yHON NEHETPAHTHOCTLIO U
9KCMPEeCCUBHOCTHIO.

KnuHunyeckue NMPU3HAaKN.

YOJSIMHEHHbIE KOHEYHOCTH,

BbITAHYTbIE NasibLbl (2paxHOo4aKTUINS),
Heopa3BUTME XUPOBOW KIeTyaTKu,
N3MEHEHNSA B OpraHax OrnopHO-ABUraTesibHOro
annaparta (yanuHeHHble TpybyaTble

KOCTU cKeneTta, rmnepMobusibHOCTb CyCTaBoB),
paclumpeHne aopTbl

SKTONUS XpycTanuka.



https://ru.wikipedia.org/wiki/%D0%9F%D0%BB%D0%B5%D0%B9%D0%BE%D1%82%D1%80%D0%BE%D0%BF%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%90%D1%80%D0%B0%D1%85%D0%BD%D0%BE%D0%B4%D0%B0%D0%BA%D1%82%D0%B8%D0%BB%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%A2%D1%80%D1%83%D0%B1%D1%87%D0%B0%D1%82%D1%8B%D0%B5_%D0%BA%D0%BE%D1%81%D1%82%D0%B8

Cunapom Mapdana
KnuHuyeckune npusHaku:

MbilevyHo-ckeneTHaa cucrema:
apaxHoO4aKTUNuA, OONIMXOCTEHOMENNS,
aedopmaumm No3BOHOYHMKA (CKOMNO3,
nopaos, rmnepknos), aepopmaums
nepenHen CTEHKN rPyaHON KITETKN
(BOaBneHHas rpyab, «KYpuHas rpyaby),
rMnepmMoOnbHOCTbL CYCTaBOB, MiocKasd
cTona, BbICOKOE roTm4yeckoe Hebo,
HedopasBUTME BEPTIY>KHOW BNaguHbl,
BPOXOEHHbIE KOHTPAKTYpPbI NOKTEN U
nanbueB, MblLLEYHASA TMNOTOHUS.

CeppoeyHo-cocyaucTas cuctema: nposanc mutpansHoro knanaHa (80 % cny4yaeB);
aHoManmnsa KopHs aopTbl 40 paccranBaroLencs aHeBpU3Mbl aopThbl.

Pexe BcTpeuyaroTca:

" CMOHTaHHbIE MHEBMOTOPAKCHI;

" CTPUM Ha KOXe B obnacTtax nred, rpyan, NosiCHULbI;

" CY)XEHMe HEPBHOro KaHana B NOSACHNYHO-KPECTLLOBOM OTAENE;
" KMCTO3Hble 06pa3oBaHUA B Ne4YEHN U NOYKaX.



Cunapom Mapdana

MHorue nogm ¢ CMHOPOMOM
MapdaHa nMetloT BbICOKME
nokasaTenu MHTennekTa
(BblLE, YEeM
cpeaHecTaTUCTUYECKUN
nokasatens 1Q B nonynauum).

Tpou CusaH — ronynspHbI
ascmputckul akmep, resedu,
6r102ep (4 mrH nodnuc4yuxkos)

JleyeHne — cumnToMaTnU4eCcKkoe, HanpaBneHo Ha obrneryeHme Tex UNn NHbIX
NposABEHUN 3aboneBaHus.

be3 nedeHusa npogoMKUTENBHOCTL XU3HW nNUL, ¢ cuHapomoMm MapdaHa 4acTto
orpaHndmBaetrca 30—40 rogamum, W CMepTb HacTynaetr Bcnencreme
paspbiBa aHEBPU3MbI a0PThl UM 3aCTOMHOW CepaeyYHON HeQOCTaTOYHOCTH.

B cTpaHax ¢ pasBuTbiM 34paBOOXpPaHEHUEM OOMbHbIE YCMELWIHO JfledaTtcs W
OOXMBAIOT 40 MPEKTOHHOro Bo3pacTa.



Cunapom PexkimHrxayszena

HenpocdubpomaTos | (nepBoro) tuna
(Hetupogubpomamos ¢ heoxpomoyumomodu,
6orie3Hb poH PekrnuHaxay3eHa,

cuHOpom PeknuHaxay3eHa, NF-1) camMmoe pacrnpocTpaHeHHoe
HacneacTBeHHoe 3aboneBaHue,

npenpacnosararLlee K
BO3HUKHOBEHWIO OMNyxoren y
YyenoBeka.

KnuHunyeckue NMPU3HAKW.

NOSABNEHNE MHOXECTBEHHbIX
MUITMEHTNPOBAHHLIX MATEH LBETa «Kode C
MOJTOKOMY»,

AobpokavyecTBEHHbIX HOBOOOpPa3oBaHUN —
Henpodndpom,

ONyXxonen LeHTparbHOW HEPBHOW
CUCTEMBI,

KOCTHbIX aHOMaIuun,

N3MEHEHUN paaykHoW 0B0ofo4KM rnasa v
Lernoro psga apyrmx cMMnToOMOB.



https://ru.wikipedia.org/wiki/%D0%9D%D0%B5%D0%B9%D1%80%D0%BE%D1%84%D0%B8%D0%B1%D1%80%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%9E%D0%BF%D1%83%D1%85%D0%BE%D0%BB%D1%8C_%D0%A6%D0%9D%D0%A1
https://ru.wikipedia.org/wiki/%D0%A0%D0%B0%D0%B4%D1%83%D0%B6%D0%BD%D0%B0%D1%8F_%D0%BE%D0%B1%D0%BE%D0%BB%D0%BE%D1%87%D0%BA%D0%B0

Cunapom PexkimHrxayszena

Knnuunyeckune NMPU3HaKN.

=  Onyxonu UeHTpanbHON HEPBHOMN CUCTEMBI

* [lurmMeHTHble HapyLweHns

» KOCTHble N3MeHeHus

» KOrHMTMBHbIE HApYyLWeHNa — 3aTpyaHeHNd
OCBOEHMUA NUCbMa, YTEHUA, MaTeEMaTUKMN.
YMepeHHoe cHuxXeHne nHtennekta (1Q<70).

» OHOOKPWHHbIE pacCTpoMCTBa (HapyLLUeHne
poCTa 1 NONOBOro Co3peBaHns)

= JnunenTuyeckne Npunagku;

» CHWXEHMEe MbILLEYHOro TOHYCa;

» HapyweHna nosegeHus




Cunapom PexkimHrxayszena

Cneunduyeckaqa Tepanusa naTtonorum He
paspaboTaHa, NoToMy fnevyeHne
cumnTomaruyeckoe. bonbLion pasmep
nepudgepnyeckon onyxosnu,
HEBPOSIOrnyYecKkme HapyLweHus, a Takke
KOMMPECCUs rosioBHOrO UM CrIMHHOIO
MO3ra sIBNsIt0TCA NoKasaHUsSIMMN K
XUPYPrnyeckomMy UCCeYEHNLO
HOBOOOpa3oBaHus.

Ynanenume Henpodndpombl, Takxke
BO3MOXHO OJ19 YCTpaHeHus
KOCMETMUYECKOoro gedoekra.

Ecnn onyxonn nmeroT 3r10KkaveCTBEHHbIN
XapakTep, NPMMEHSIOTCS XMMMoTepanus u
ny4yesasi Tepanus.

B anpene 2020 roga FDA ogobpuno nepsbln nekapcTBeHHbIWM npenapat(Koselugo,
cenymMeTnHub), npegHasHavYeHHbIN ANga Tepanum OeTen B BO3pacTe OT ABYX JIET,
cTpagawLmx HempopubpomaTtosom | Tuna.



Heupodpuodopomaros Il (Broporo) tuna (HD2)

) SN

XapakTepusyercs N Al Rl r‘,
ob6pa3oBaHNEM MHOXECTBEHHbIX A R
0obpoKavyecTBEHHbIX OMyXxosnen,
NPEVNMYLLECTBEHHO LLIBAHHOM,
MEHUHIMOM MHOr4a Me30TENUOM.
NOKanuayrLWnxcs B
LeHTparbHON HEPBHOW CUCTEME
N MO Xo4y nepudgoepuyecKknx
HEepBOB.

LLiBaHHOMa (HeBpPMHOMA) - ONyxorb pacTyliasi N3 LBaHHOBCKUX KIETOK,
00OpasyroLLnX MUENMHOBYO 060M0YKY HEPBOB.

AsnaoTcs 4o6pokadeCcTBEHHBIMU ONYXONAMW, YacToW floKanusaumen

SABMNAETCHA CITyXOBOW HEPB.

MoryT BCcTpedaTbCa Ha NoObiX HepBaxX YeriloBe4ECKOro opraHn3ma.

Pexxe onyxonb MOXET cTaTb 3/10Ka4eCTBEHHON, TOrga eé

Ha3bIBalOT 3110KA4E€CTBEHHOMW OMyXosiblo Nepndoepmnyeckmnx HEPBHLIX OKOHYaHNM.

MeHMHrnoma onyxosib, pacTyLlas n3 KrneTok nayTMHHOM MO3roBon 0DOMOYKH,
OKpy>KatoLLen MOoa3r.

Me3oTenuoma — onyxosnb, NopaxatwLas NneBpy — CYMKY, OKPY>KatoLLyO Nerkme


https://ru.wikipedia.org/wiki/%D0%A8%D0%B2%D0%B0%D0%BD%D0%BD%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D0%BD%D0%B8%D0%BD%D0%B3%D0%B8%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%A8%D0%B2%D0%B0%D0%BD%D0%BD%D0%BE%D0%B2%D1%81%D0%BA%D0%B0%D1%8F_%D0%BA%D0%BB%D0%B5%D1%82%D0%BA%D0%B0

Henpodunopomartos Il (BToporo) tTuna (HP2)

OCHOBHbIMM METOAAMU NIEYEHUA NaLMEHTOB C HeMpodprubpomaTo3om 2-ro
TNa SABNSAKTCA XUPyprnideckoe yaaneHne onyxonen, paguorepanus,
pagnoxupyprmsa n xmMmmotepanma (codetaHme HECKOSTbKNX METOA0B).

L

[MporHo3 npu HempodmbpomaTose 2-ro Tmna HanpsiMyro 3aBUCUT OT CPOKOB
Hayana n agekBaTHOCTU cneunannu3npoBaHHOro neyveHusd. NporHos
3aboneBaHNst HOCUT OTHOCUTENBLHO BAronNPUATHLIN XapakTep NP PpaHHEN
OVarHoCTUKE U CBOEBPEMEHHOM XUPYPrn4eCKOM feYeHNM.



