SAJAHUSA JISA CAMOITIOATI'OTOBKHA
1Mo y4eOHou aucuumiiniae «Meauko-0M0J10ruH4YecKue 0CHOBBI
KOPPEKIUOHHON MeJarorukKu U MCUuXoJI0Trum:
OCHOBBI FTeHETUKH YeJI0OBEKA»

YACTb 3: OCHOBBI MEJUITMHCKOM TEHETUKU

§3.3. MoHoreHHbIe 00J1€3HH

MonoreHHbie 00JI€3HM BO3HHMKAIOT B PE3yJIbTATE€ MOPAKEHHS] T€HETHYECKOIrO
matepuana ([AHK) na ypoBHe omHoro rena. Hapymenue cunTe3a Oenka mpu
MyTalMd COOTBETCTBYIOUIEIO T'€HAa TMPUBOJUT K KOJWYECTBEHHOMY WU
KayeCTBEHHOMY H3MEHEHHUIO Oelika B OopranusMme. ['eHHble MyTallud y 4YeloBeKa
ABJIAIOTCS TNpPUYMHAMU MHOTUX (opMm HaciencrBeHHoW mnatosioruu. Ecnu
U3MEHsIeTCST OeJIOK—(EpPMEHT, BBIMOJHAIOMINN KAaTAIUTUYECKYI0 (YHKIHIO, TO
HapyIIaeTcs CIO0XKHas 1eMb MPEeBPaIlleHHs BENIeCTBA B OpraHu3Me: reH — pepMeHT
— OuoxuMuyecKkas peakiusi — Mnpu3Hak. B Ouonornyeckoi aurepatype Takoro
polla M3MEHEHMsI TMPHUHATO HA3bIBATh OMOXMMHUYECKHUMH MYTallMsIMH, B
MEIMIMHCKON JIUTepaType MX Ha3blBalOT HACJIEJICTBEHHBIMU JaedexTamu oOMeHa
BEUIECTB  WJIM  HACIEJACTBEHHBIMU  DH3MMOIIATHUAMM. OyHKIMOHAIIbHAS
HETOJIHOLUEHHOCTh  (EPMEHTHOM . CUCTEMBl BEIET K PE3KOMY HapyLIEHUIO
OINPE/ENICHHOIO0 OMOXMMHUYECKOro TIpolecca WIM OHOXMMHUYECKOMY OJIOKY.
MetaOonnyeckuii 0510k~ MO)KHO OINpPEAEIUTh IO HAKOIUIEHHMI0 B OpraHu3Me

BEIIECTBA, KOTOPOE 00pa3yeTcss Ha CTaJuM, MPEIUIeCTBYIOMIeH sToMy OJOKy (puc
20).

U36bIMOK Hedocmamok Hedocmamok
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Puc. 20. MeTabonunyeckne casumi npu MyTaumMoHHo brokaze
npeBspaLLeHuns ogHoro BellecTsa (b) B apyroe (B)



Brinanenre oIHOTO €IUHCTBEHHOTO METa0OJMYECKOr0 3BEHA MPUBOJIUT K
CEPhE3HBIM BTOPUYHBIM PACCTPOMCTBAM OOMEHA BEIICCTB M K MHOKECTBEHHBIM
MaTOJIOTHYECKUM U3MECHECHHSIM B OpTaHU3ME.

CrereHb CHW)XCHHS aKTUBHOCTH (DepMEHTa MOKET OBITh pa3sHOW Kak IpHU
pPa3sIUYHBIX DH3WMOIATUAX, TaK W TPU JaHHOW dSH3UMomaThu. CHIDKCHUE
aKTUBHOCTH (hepMEHTa WJIH €r0 OTCYTCTBHE MOXET OBITh OOYCIIOBJIICHO Pa3HBIMHU
MYTaIUSIMHU, TPOUCXOIAIIUMHU B Pa3HBIX KOJIOHAX I'eHa.

Kpome Toro, cHmxeHue akTHUBHOCTH (EpMEHTa MOXKET OBITh CBSI3aHO C
MYTAIlMOHHBIM Je(EKTOM OJHOTO W3 KOMIIOHCHTOB (DEPMEHTHON CHCTEMBI.
CrnenoBaTellbHO, OJTHA U T€ ke OMOXUMUYECKHE M3MEHEHUS MOTYT OBbITh BBI3BAHBI
JUICTbHBIMA MYTAIlUSIMA WJIM MYTAIllUsSIMH B HECKOJbKHMX HEaJUICIbHBIX TCHaX.
Takum oOpa3oMm, OJHa W Ta K€ DH3UMOINATHUS MOXKET HMETh HECKOJIbKO
reHeTudeckux ¢GopM. DOTO  SBJICHHE TOJIYYWJIO Ha3BAaHUE TEHETUYECKOMU
reTEePOreHHOCTH.

[IIupokast TeHETHYECKas TETEPOreHHOCTh YH3UMONIATHU B 3HAYUTCIIBHOW Mepe
onpeaeisiecT HM3MEHYMBOCTh HMX KIMHUYCCKHUX . MPOsiBiIcHU. OJHAKO TOJBKO
OCOOCHHOCTSIMU MYTaHTHOT'O T'€Ha HEJIb3s OOBSCHUTH HEOJIMHAKOBOE IMPOSBICHHE
0oJIe3HU y pa3HbIX OONBHBIX. B 3HAUWTENHHOW CTENEHW T'eH MPOSBISACTCS BO
B3aMMOCBSI3U C JPYrMMU T€HAaMHU, KOTOpPBIE MOTYT YCHJIMTh WM 3aTOPMO3UTH
NposIBIEHWE OCHOBHOTO reHa. OHH MOFYT M3MEHUTh (DEHOMEH HaCJEeICTBEHHOM
6one3nu. OCHOBHOM T'€H, B CBOIO. OY€Pe/ib, BIUSET Ha MPOSBICHUE IPYTUX I'€HOB,
Omaromapss 4eMy y  OOJBHOTO  MOTYT  BBISBISATBCS  JOTIOJHUTEIbHBIE,
HECBOMCTBEHHBIE OCHOBHOMY 3200JI€BAHUIO CUMITTOMBI.

Taxkum oOpaszom, 3P(HEeKT MyTaHTHOTO T'eHa MOXKHO paccMaTpuBaTh, Kak
MHOTOCTYIIEHYaThIA. MPOLECC, EPBOM CTYNEHBIO KOTOPOTO SIBIISIETCS MEPBUYHBIN
OMoXUMHYECKUN  JEPEKT, BTOPOl — BOBJIEUEHHE B MPOIECC APYruxX (HEPMEHTHBIX
CUCTEM U ‘Pa3BUTUEC CJOXKHBIX META0OJUYECKUX PACCTPOMCTB, TpEeTHUH —
dbopmMupoBaHue KIMHUIECKOTO heHOMEHa O0JIC3HH.

K wmoHOreHHbIM O0J€3HAM OTHOCUTCS OOJIBIIMHCTBO HACIEIACTBEHHBIX
Oomne3Helr oOMeHa ((heHMIKETOHYpHS, TAIAKTO3eMUs, MYKOBHCITUI03, TJIMKOTEHO3bI
u 11p.). MoHOTeHHbIe OO0JIE3HU HACIEIYIOTCS B COOTBETCTBUU C 3aKOHAMU MeHnuens
U pa3InJaroTcs TUIIOM HaclieaoBaHus (Tabmuma 5).

Bonpocsl 115t camonoaroToBku (26):

1. HapucyiiTe cxemy MeTabOJINYECKOTO CIBUTA TTPH MYTAITMOHHOM OJI0Kae;




2. CocTaBbTe U 3aM0JIHUTE TA0IUIy KJIacCU(PUKALUY F€HHBIX OOJIE3HEN M0 TUITY

HaCJIEJOBaHUA:
Tun HacnegoBaHua | HassaHwe Kputepum HacnenoBaHns
3abonesaHus
aymoCcOMHO— CuHdpom » [IposisneHue npu3Haka y 2emepo3u2omHbIx Hocumenel
OOMUHaHMHbIU Baapoerbypea 2eHa.

e [lpu aHanuse podocoeHOU NPU3HaK ebIsensemcs 6
KaxdoM noKoneHuu.

o [TeHempaHmMHOCMb NaMO02UYEeCKUX NPOS8AEHU noYymu
gcez0a Huxe 100%.

o PasnuyHas 8bIpaXeHHOCMb KIIUHUYECKUX NPOosieNieHul He
MObKO MeX0y pasHbIMU CEMbAMU, HO U 8HYmpU Kaxaol
cembU.

o KnuHuyeckue npusHaku mMo2ym nosgumscsi He cpasy
nocre poXaAeHusi, a cnycms MHO20 fiem.

300posble YrneHb! ceMbu-He Mo2ym umems 6011bHbIX 0emed.




Tabmuna 5

I'ennbie 60N€3HU, COOTBETCTBYIOLIUE OMPEEICHHBIM TUIIAM HACJIEIOBAHUS

Tun Jloxanmzarpst
HACTICTIOBAHMIST 3aborn © MYTAaHTHOTO TeHa Kprrepun Haciezo
2037
meoeﬂl‘g - Atpodist KopTviesa . HposIBJIeHVHe TPH3HAKA Y TETEPO3UTOTHBIX
BaaprierOyp Opraa, BpOyKICHHAs HOCHTEJIEH reHa.
IJIyXOTa. [ Ipy aHarm3e pOZIOCIIOBHOM IPHBHAK
BBISIRISICTCS B KKTIOM TIOKOJICHHFL
iy 15021 [ eneTpaHTHOCTH NATONIOTMYECKHX
a Mo M jl [opox pasButyst TposIRIeHNH nourv Beeria Hipke 100%.
30 it COCIIMHUTEIILHOW TKAHH. | ¢ Pa3imiunHast BBIpOKEHHOCTb KITMHAYECKHX
a TIPOSIRIIEHUIA HE TOJIBKO MEKITY Pa3HBIMA
Crmpom | vma-17q11.2 CEMBSIMH, HO 1 BHYTPH KKIION CEMBH.
Peiomrrxay- Il v —22q12.2 K/MHMdecKue IPYBHAKA MOTYT TIOSBUTHCS HE
T OTC}’ICIBHe(I) Cpazy MoCJIE POXKIICHHS, & CITYCTSI MHOTO JIET.
. Cynpeccopa () u 3/10pOBBIC WIEHbI CEMBH HE MOTYT UMETh
(Heiipodyu6po- LR % T
S HATMYXE UHTMOHTOpa GONBHbIX, JIETEHA.
(1) ormyxoreoro pocra.
Denmr- (g2
e Her cunresa v 3
(DKY) (heHTaTaHH- YTaHTHBIV T'€H HPOSBILIETCS TOJIBKO Y
TH/IPOKCIIIA3bL. TOMOBHIOT TIO PETISCCHBHOMY TEHY.
Ecm BUTOTHBL TO
T'omorcv- e POIMIEHMTETEDO b
Her cunresa BEPOSITHOCT POYKIICHHIS OOJTBHOTO peOCHKA
ayTOCOMHO— Hyprit [CTATHOHUH- cocraBiser 25%.
PPELIECCHBHBIN CHHTETRRbL I Ipu aHarm3e posIOCTIOBHOI MyTAHTHBIA T'eH
9pl13 TIPOSIRIISIETCST HE B KDKJIOM TOKOJICHUM.
I Her crnTesa ranaktoso- | ® BepOsTHOCTS MPOSIBIIEHKst MyTaHTHOIO TeHa
VIRKTOSMIAL_ |1 boodbar- BO3PACTAET B POJICTBCHHBIX OpaKaXx.
yppw]ﬂrpchq)epagbl Yacrora TPOSABIICHUA MyTaHTHOI'O I'€HA' Y JIUL]
¥ g KEHCKOTO ¥ MY>KCKOTO TI0J1a OJTMHAKOBA.
Vinepa
CuHpom MyTaHTHBIH TeH (PELIECCHBHBII) TIPOSIRIIACTCS
Xg27.3
Maptvina— IPEUMYLLECTBEHHO Y JIL] MY>KCKOIO TIOJIA.
.. | Her cunresa Oenka
berua (Jiomkoi EMR1 Ecrm otert GorieH, MaTh 3710poBa, TO BCe
X—XpOMOCOMBI) ' Jiodepy OyyT FeTepO3HTOTHBIMU
CLICTUICHHBI C O B
LIOTIOM Ecym otet1 310poB, Math (peHOTHITYECKH
5 Cunapom Xp21.2 3710poBa (T.€. OHA HOCUTEJTHHHIIA MyTAHTHOTO
(peHeOCHBHEIHa JTroriena Myrarmis resa T€Ha), TO BEPOSITHOCT POKIICHHS OOJTBHBIX
CLICTDICHHBIH C X (rceBrorvniep- | pcTpodrHa, cpHoBeH cocrasut 50%.
XPOMOCOMO) TpodrHecKast KOZIMPYIOITIETO Ecrm MyTaHTHBIV TeH, JIOKT30BaHHBIN B X—
MBIIICYHAs CTPYKTYPHBIi OerioK XPOMOCOME, SIRTISIETCS IOMUHAHTHBIM, TO OH
cTpodus) CapKOJIEMMBL. TPOSIRIBIETCS M1 Y MY)KUHH, U Y YKEHITIVH.

YacroTa 3a0071€BaHsI YKEHILMH B TOMYBSILIANA
B 2 paza QOJbLIIe.




Cunopom Baapoenoypza

Cunnpom BaapaenOypra wumeer cleAyOIIHE KIMHUYECKUE TPU3HAKU:
TEJEKaHT (JaTepajbHOE CMEIIEHUE BHYTPEHHEro yrja TIJia3a), TeTepOXpOMMUS
pagyXKu, cefasi Mpsap HaJI0 JOOM U BPOXKACHHAS IIyXoTa. TenekaHt B coOueTaHuu
C LIMPOKOM M NPUMNOJHATON CIMHKOM HOCa M CPOCHIMMHUCS OpOBSIMH CO31a€T
BECbMa CBOEOOpa3HbId OOJHMK MOpPaXEHHBIX — «rpedeckuid mpodunb». OueHb
XapakTepHbl cpocirecs: OpoBu. Pamyxku aub0 pa3iavyHO OKpalleHbl (OJUH ria3
rojiyooi, Apyrod — kapuil), 1u00 MMEETCs CEKTOp HMHOTO I[BeTa B OJIHOM U3
pagyxex.

VY OOJBHBIX OYEHb PEJIKO MOXHO BBISIBUTH BEChb HA0Op TUIMYHBIX MPU3HAKOB:
Kbl CUMIITOM HMEET CBOI CTeNeHb JKchnpeccUBHOCTH. C HamOoOJIbLIIUM
NOCTOSTHCTBOM IPOSIBIISIETCS TENEKAHT — Y 99% Hocurtenel resa, mumpokas CIIMHKA
Hoca —y 75%, cpociuecs 6poBu — y 45%, reTepoxpomusi paayxku —y 25%, cenas
npsiib UK paHHss ceanHa —y 17% HaOnrogaBIIuxcs HOCUTENEH reHa.

Kpome ykazaHHBIX NMpU3HAKOB, Y OOJIbHBIX MHOTJ@ €CThb yYacTKH THIEep— U
JENUTMEHTAIlMM Ha KOKe, MUTMEHTHbIE W3MEeHEHus rinazHoro ana. Cenmas mpsnb
ObIBAECT YK€ y HOBOPOXKJICHHOIO, HO 3aTeM OHTH JENMUIMEHTHPOBAHHBIE BOJIOCKHU
MOryT ucye3aTb. Hoc yacTo mmeeT He TOJBKO MPUNOIHATYIO CHUHKY, HO U
TUMNOIJIA3UI0 KPBLIHEB.

[laTonorust KOHEYHOCTEW BKIIKOUACT TAKUE aHOMAJIMH, KAaK THIOIIa3Us KUCTEH
M MBI, OrpaHUYECHHE JOJBMKHOCTH  JIOKTEBBIX, JIY4E3allsICTHBIX U
Mex(aJaHTOBBIX CYCTaBOB, CIMSHUE OTJAEIBHBIX KOCTEH 3aACThs U ITIOCHBI.

CHmkeHue ciyxa MpU.3TOM 3a00JIeBaHUU BPOXKIEHHOE, BOCIPUHHUMAIOIIETO
TUTA, CBSA3aHHOE C aTpoueH MpenBEepHO—YIUTKOBOTO OopraHa (KOpPTHEB OpraH).
['myxoTta BbI3BaH4A HAPYIICHUSIMH COUPATBLHOTO  (KOpTHEBAa) oOpraHa ¢
aTpoUYECKUMH USMEHEHUSIMH B CIIMHAIIBHOM Y3JI€ U CIIyXOBOM HEpBE.

Cunnpom BaapnenOypra Bctpeuaercs ¢ vactoror 1:4000, cpenu npeteit ¢
BPOXKJIEHHOW riyxoToil coctaBisieT 3%. CHUHOpPOM ompenenseTcss ayTOCOMHO-
JOMMHAHTHBIM TI'€HOM C HENOJIHOW TEHETPAaHTHOCTBIO M BapbUpYIOLIEHCS
AKCIIPECCUBHOCTHIO. ['eH IoKkanu3oBan Ha xpoMocome 2037.

[Ipy nedyeHMM B HEKOTOPBIX ClyyasX IOKa3aHa KOCMETHMYECKAs XHUPYPIHs
TejekanTa. JleueHue riayxoTsl HedhPEKTUBHO.

BonpocsI 115t caMmonoAroToBku (27):
JaliTe kpatkyto xapakrepuctuky Cunapoma BaapaenOypra no miany:
— Krnaccudukarus 60se3Hu;
— Kpurepun HacienoBanus;
— TunuyHble TMArHOCTUYECKUE MTPU3HAKH;
— CocrosiHrue UHTEIJIEKTYalIbHOU Cepbl, MPOTHO3 JIs KU3HU.




Cunopom Mapgana

Cunapom Mapdana 00yclIOBIEH MOPOKOM Pa3BUTHUS COCTUHUTENBHON TKaHU U
XapaKTEepU3yeTcs: TOpPaKEHUEM, B TMEPBYIO Ouepellb, OMOPHO—JBUIaTEeIbHOIO
anmapata. boibHble, Kak TpaBWJIO, MUMEIOT BBICOKUM POCT, XapaKTEPHU3YIOTCS
JTUCIIPOTIOPLIUEH B POCTE TYJOBHINA W KOHEYHOCTEH, KUCTH M CTONBI y HUX
JUTMHHBIE C TOHKHUMU «I1ayKOOOpa3HbIMU MajbllaMiy», TPyAHAs KJIETKA KUJICBUIHOM
WIM BOPOHKOOOpa3Ho#l (opmbl. JlJis cHHApOMa XapaKTepeH Kugo3, CKOJHO3,
HIUPOKUE MEXPEOEpHBIC TPOMEKYTKH, TOHKUE U JJIMHHBIE pedpa, KOTOPhIE UMEIOT
OTBECHOE HAIpAaBJICHUE; «IITUYbE» BBIpAKEHHE JHIa (y3KUUA udeper, Mmoa00pooK
Cpe3aH WJIM BBICTyNaeT, OJIM3KO MOCaKEHHBIE TJla3a, YIIHbIE PAKOBUHBI TOHKHUE U
MaJio 3JaCTHUYHbIE), IEPEPACTAKEHHOCTh CYXOKWINM U CyCTaBOB, C1a00CTh CBSI30K,
MBIIICYHAS TUTIOTOHUSI, HEJIOPA3BUTUE MMOJKOKHON KIIETYATKHU.

HaGmonaercss martosiorust r1y1a3, a HMMEHHO, MHOIUSA, TOJIyOble CKIIEpHI,
YACTUYHBIN WM TIOJTHBIM MOJBBIBUX XPYCTAIMKA, KOJIOOOMA pagy’KHOH OOOJIOUKH.
YacTel HapyIIeHNs BHYTPEHHUX OPTaHOB: CEPACYHO-COCYAUCTON CUCTEMBI (TTIOPOKH
ceplilla, KPYIHBIX COCYJOB, pacCIavBaIOIIAsCS ~aHEBPU3MA AOPThI, AHOMAJHS
pPacroyIOKEHHsI COCYZOB), YMEHBILIECHUE YHela JoJied Jerkux. YMCTBEHHOE
pa3BUTHE MPHU ITOM 3a00JI€BaHUM OOBIYHO HE CTpajacT.

Cunapom Mapdana BcTpedaeTcs B ob6ieid momymnsaiuu ¢ yactotor 1: 10000.
Cunzpom ormpezenseTcss JOMHUHAHTHBIM: T€HOM C Pa3IU4YHON SKCHPECCUBHOCTHIO.
I'en nokanuzoBan Ha xpomocome 15921. HopManbHbIi perlecCCUBHBIN aienb 3TOro
reHa KoaupyeTr Oenok (GUOPHINIMH, yYacTBYIOIIMA B (OPMHUPOBAHUU BOJOKOH
KOJUIareHa M3 MpoKoJilareHa: MyTanuu reHa NpHUBOJAT K HEIOPAa3BUTUIO (WM K
pa3pyllieHUI0) 3HAYUTENBHOM YacTH  BOJIOKOH  KOJUUIareHa,  SIBIISIIOIIETOCS
BAKHEHIIUM KOMIIOHEHTOM COEJIUHUTEIILHON TKaHU.

PeHTreHONOTMUECKH OMPENENSIOTCS OCTEONopo3 MeTadu3apHBIX OTACIIOB
KOCTHOW TKaHM, HUCTOHUYEHHE KOPTUKAIBHOTO CJOfA, IIMOPOOOpa3HbIe MSATOUHBIE
KOCTH. B CBIBOPOTKE KpOBM TMOBBIIICEH YPOBEHb KHUCIBIX MYKOMOJHUCAXAPHUIOB,
CHMKEHO COJIepKaHUE CcepoMyKouja. B Moue TOBBIIEHO COAEpKAHUE
MYKOIIOJIMCaXapHI0B (xonapouTuHCyb(dara, KepaTocyibdara),
TUAPOKCUIIPOIIIIINHA.

Huddepennmanbapiii  aAuarno3 ¢ cuaapomoMm CTHKIEpa, TUTAaHTU3MOM,
akpoMmeranuen. JleueHne cuMnToMaTUYECKOE.

BonpocsI 115t camonoAroToBku (28):
Haiite kpaTtkyto xapakrepuctuky Cunapoma MapdaHna 1o 1uiany:
— Krnaccudukarus 60se3Hu;
— Kpurepun HacienoBanus;
— TunuyHble TMArHOCTUYECKUE MTPU3HAKH;
— CocrosiHrue UHTEIJIEKTYalIbHOU Cepbl, MPOTHO3 JIs KU3HU.




Cunopom Pexnunexaysena

Cunapom Pexnunrxayszena (Heiipodubpomaro3 PexnuHrxayseHa) oaHo U3
CaMbIX YaCTbIX MOHOTE€HHBIX HACJIEICTBEHHBIX 3a00JEBaHUI: €r0 MOIMYJISIMOHHAs
yactora coctaBisieT 1:3000 HOBOpPOXAEHHBIX. B KOHTHMHIEHTE YMCTBEHHO
OTCTANIBIX JeTell HelpoduOpomaTo3 BCTpeUaeTCcsl Ha TMOPSAOK dalle; Ccpeau
yYalIuXCs BCIIOMOTaTeNbHBIX IKOJI—MHTEPHATOB ¢ yacToTou 1:260.

B 3aBucHMOCTH OT pacnpoOCTPaHEHHOCTH M JIOKAJIM3AalMM HOBOOOpa30BaHUM
3a0oneBaHue NOJpa3JeseTcss Ha NepUPEepUuecKyl0 U ILEHTpajJbHyIO0 (opmy —
COOTBETCTBEHHO, HelipopuodpomaTos-1 (NF1) neitpopudpomaros-2 (NF2).

I'en NF1 nokanuzoBan Ha xpomocome 17011.2 u coctout u3 60 s3x30H0B. I'en
NF1 xoaupyet 6enok HelHpoduOpOMUH, SBISIOMIUNECS CYIPECCOPOM OITYXOJIEBOTO
pocta. Y OonbHBIX HelpodubpomarozoM-1 B rene NF1 BwisiBieno cswime 200
MyTaluu.

OCHOBHBIM KJIMHUYECKMM MPU3HAKOM 3a00J€BaHUS /B JIETCKOM BO3pacTe
SBJIIOTCS. MHOXXECTBEHHbIE «KO(DEHHbIe» MATHA HA KOYKE, MHOT/Ia OHM UMEITCA
YK€ MPU POXKACHUH, HO Yallle MOSBISIOTCS HECKOMBKO MO3HEEe, KaK MpPaBWIO, B
NEpPBOM JeCATWIECTUN >KU3HU. OHU MOCTENEHHO YBEIUYMBAIOTCA B YHUCIE U
pa3mepax. O0buHO X (hopma OBajbHAs, OHU PACIIONOKEHBI HA PA3IMYHBIX YACTS X
TeJa, HO Yallle Ha TPYAH, CIIMHE, )KUBOTC. PasMepbl MATEH pa3IMuHbl — OT TOUEUHBIX
710 HECKOJbKUX CAaHTUMETPOB B jauameTpe. IlaTorHOMOHMYHBI (XapaKTEepHbI) IJIs
3a00y1eBaHUsl BBICHINIAHUA MENKNX KO(QEWHBIX MATEeH, MOXO0XUX HAa BECHYIIKH, B
MOJIMBIIIIEYHOM SIMKE.

Ha xo’xe MOXHO OTMETUTh U JAPYTHe U3MEHEHUS: COCYIUCThIE MATHA, YYaCTKU
JENUTMEHTAINH, TUIIEPTPUX03, 04aroBoe mnoceaeHue Bojoc. C BO3pacTOM Ha KOXKeE
y OOJIbHBIX TOSIBJISIIOTCS, BEChbMa XapaKTepHbIE MSATKHUE Ha OIIYIIb CBETJIBIE OITYX OJIH,
umeromue (GopMy _ManwioM WM 0ojiee TUIOCKWE. OTH BBICHIIAHUS TPHU
HaJaBIMBAaHUHK KaK Obl IPOBAIMBAIOTCS B KOXKY — CUMIITOM «KHOIIKH 3BOHKa». Mx
YHCJIO CUJIBHO BAPBUPYET — OT EAMHUYHBIX JO HECKOJIbKUX COTEH. JlaHHBIN pU3HaK
OTMEYAETCs OOBIYHO TOJIBKO Y MOAPOCTKOB M B3POCIBIX, PEXKE y JETEH CTapIIero
BO3pacTa, y MaJeHbKUX JeTe — HEe OOHApyKEH.

I[ToMMMO KOXHBIX BBICHIIIAHNN, BCTPEYAIOTCA IOJKOKHBIE OIYXOJIH, TaK
Ha3bIBaeMble TiekcuopmMubie HEBpoMbl. OHH OOBIYHO OKPYTIIbIe («OYCHHKHY),
auameTpoM 1-2 cM, peko KpylHee, MOJABUKHBIE, HE MPUKPEIUIEHBI K KOXKE, JIEkKaT
[0 XOJAy HEPBHBIX CTBOJIOB. MHOrjga MOJKOXHBIX OIYyXOJ€d MHOTO, B JIPYIHMX
CIIyJasiX yjaaercss oOHapyX uTh He Oonee 1-2 y3enkoB. CKOpOCTh pocTa OMyXoJen
paznuuHa. OOBIYHO OHM HE HU3MEHSIOTCS HECKOJBKO JIET, @ MOTOM HAYHWHAIOT
obicTpo pactu. Kak mpaBuiio, omyxosiid He HapymaroT (QYHKUHUU nepudepruuecKux
HEpPBOB, HO MpU CWIBHOM CJAaBICHUM HEPBHOI'O CTBOJIA MOI'YT BBI3BaTh 0OJIb,
napessl U mapajinyu.



PacnionoxeHHple 1O X0y 4YEPEMHO-MO3TOBBIX HEPBOB HEBPOMBI MOTYT
HapyumaTh MX (YHKLUHIO, YTO HEPEIKO COMPOBOXKIAECTCA CHUKEHUEM CllyXa WU
3peHHS U IPYTHUMU CUMIITOMAaMH, XapaKTepHbIMHE sl Hefipoduodpomarosza-2 (NF2).
I'en NF2 nokanuzoBan Ha xpomocome 22(012.2. IlpoaykT rena coctouT u3z 587
AMUHOKHUCIOT — OENOK MEpJIMH, KOTOPBIA SIBISETCA WHTHOMTOPOM OITyXOJIEBOTO
pocra.

MOXHO OTMETHTb HEKOTOpPOE CXOJACTBO OOJIMKA JETel, CTpajarolinx
HelipoduOpomMaTo30M: rojioBa, Kak MPaBHIIO, KPYIHAs, YePTHl JiMIla TPyOOBaThIE,
HECKOJIbKO aKpOMETAJIOUIHbIE, KUCTU PYK U CTOMbl OOJbLIME, IIMPOKUE, NIes
KopoTkas. OueHb YacTo rpyaHas KieTka aedopMHpoOBaHA — KypuHas TIpy.b,
BIaBJeHHas rpyAauHa. B Ooree crapuiemM Bo3pacTe y MalbUMKOB OTMEYaeTCs
HEKOTOpasi €BHYXOUIHOCTb: BBHICOKMW Ta3, IJIMHHBIE HOTH, 3aJ€pP’KKa MOSIBICHUS
BTOPUYHBIX TMOJIOBBIX Mpu3HaKOB. Hepenko y nereil UMeIOTCS U BPOXKJIECHHbBIE
NOPOKM PAa3BUTHUA: BBIBUX Ta300€JIpEHHOTO CYCTaBa,., HOpoku cepauna. llpu
OIMyXOJSIX B MOJIOCTH 4Yeperna pa3BUBAETCS camasl pasjuyHas CHUMITOMAaTHKa B
3aBUCUMOCTH OT MX JIOKAJIM3AallMd U TEMIIOB pOCTa: JAeMeHIUs (IpHOoOpeTeHHoe
cnaboymue), snusencus, agasus u T.11.

Cneuuduueckoro JmnedeHuss HeT. B psjge ciaydaeB ONyXOidd YIaJIsIOT
xupyprudeckum myteM. Ilarorene3” 3a@oneBaHus CBsi3aH C  OIYXOJEBBIMU
pa3pacTaHUsIMU, TOXTOMY CTHUMYJIUPYIOIIME TIpernaparbl [eTsM Ha3HayaThb HE
pexomenayetcs. [IpoBoautcs nedeHne ruapouedaiuu.

Bonpocsl 1jist camonoArotoBku (29):
Jalite kpatkyto xapakrepuctuky Cunapoma PexkinHrxayseHa no riaHy:
— Knaccudukarus 60ye3Hu;
— Kpurepun HaciienoBaHus;
— TunuyHble TMarHOCTUYECKUE MTPU3HAKH;
— CocCTosiHUE MHTEIEKTYalbHOM cdepbl, MTPOTHO3 JJIS KU3HH.

Denunkemonypusn (OPKY)

DEHUITKETOHYPUS — HACJIEJICTBEHHOE 3a0osieBaHme oOMeHa,
xapakrepusytomieecss mnopaxenuem [HHC wu mnporpeccupyromum, OCOOEHHO B
nepBeie 2—3 roma JKu3HU, cinaboymueM. DEHOTUITUYECKH 370POBBIC POJUTEIN
00MBHOTO peOeHKa SBISIIOTCA TETEPO3UTOTHBIMH HOCUTEISIMH MYTAaHTHOTO TEHA.
Yacrora 3a0oneBanusi B EBpore B cpennem cocrapisieT 1:10 000 HOBOPOKIEHHBIX,
pPacIpoOCTPaHEHHOCTh HOcUTeNned reHa B momyisiuu 1:50. OKY nabmomaercs
npuMepHoO y 1% yMCTBEHHO OTCTaNBIX JIUII.
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3a0oneBanue OOYCIOBIEHO MyTalueld TIeHa, KOHTPOJHUPYIOIIEro CHHTE3
dbepMeHnTa (¢eHUTATaHUHTUIPOKCUIIA3bl, KOTOPBIA OO0ECleurnBacT MpEBpaIlCHUE
MOCTYTAOIIET0 B OPraHU3M ¢ IHIIeH (eHUIaJaHuHa B THPO3HH (puc. 21).

Hapymenue 3Toro Metaboan4eckoro nyTu NPpUBOAUT K PE3KOMY MOBBILIEHHUIO
conepkanus (hpeHusaJaHuHA B CHIBOPOTKE KPOBU M CHMHHOMO3TOBOM KUIKOCTH,
oTMeuaercs Je(ULUUT TUPO3UHA, UTO OINpeAeNseT HEIOCTaTOYHBIM CHUHTE3
KaTeX0JIAMUHOB, TOPMOHA IIUTOBUAHON K€JE3bl U MEJAaHWHA, PU HEJOCTaTOUHOM
KOJIMYECTBE KOTOpPOro Habirogaercst ciabdas NMUTrMEHTalus KoXXKu U Bojoc. [lpu
OKVY mHapymaercs Takke o0OMeH TpuntopaHa W CHHTE3 CEPOTOHMHA, YTO
ryOUTeNbHO ACHCTBYET Ha HOPMalIbHOE (PYHKIMOHHPOBAHHWE HEPBHON CHCTEMBI.
I'en PAH nokanu3oBan Ha xpoMmocome 12022.

Hetn ¢ ®KVY poxnaroTcss ¢ MOJHOLUEHHBIM TOJIOBHBIM MO3TOM, TaK Kak
OMOXMMHUYECKUE MPOIECChl IUIOJA OCYLIECTBISIOTCS 32 CHYET COOTBETCTBYIOIIMX
IPOIIECCOB B OpraHu3Me MaTepu. Bo3Hukaromue nociae poxxaecHus: OnOXUMUYECKUE
HapyIIeHUS OKa3bIBalOT TOKCHMYECKOE BO3JCHCTBHE HA HEPBHYIO CHUCTEMY, B
pe3yNbTaTe Yero HapylaeTcs MUEIMHU3AIUS, PA3BUTHE U POCT MO3ra.

Hapacranme uHTeIEKTyallbHOTO JedeKkTa COouYeTaeTcsi C OTCTaBaHUEM B
¢u3nueckoM pa3BUTUH, YACTO C TNPU3HAKAMH YMEPEHHOW MUKpoIedatni.
XapakTepeH BHEIIHUN BUJ OOJbHBIX (OJOHAMHBI CO CBETJION KOXKEH M TOIyOhIMU
rjla3aMu) W OTJEJbHBbIE NUCIIACTUYeCKHue NpHU3HAKU (BbICOKOE HE0O, AIUKAHT,
nedopMarliysl YIIHbIX PAKOBUH).

[Tpu 5TOM OTMEUaIOT CIEAYIONINE HEBPOJIOTHYECKUE HAPYIICHUS: MBIIICUHYIO
TUMEPTOHUIO, TIOBBIIICHUE  “CYXOKWIBHBIX pe(deKcoB, THMEPKUHE3bI, TPEMOpP
NaibleB PYK, aTaKCHIO (HAPYIICHUE PABHOBECHS), HAPYIIICHUSI YEPEITHO—MO3TOBOM
UHHEpBaluu. B 0oJiee, peIkux ciaydasx HMMEEeT MECTO MBbIIIeYHas TUIOTOHUS,
CyIOpOXHBIN cuHapom Habmonaercs y 20-50% OoMbHBIX.

VYpOoBEeHb MHTEIUIEKTYaJIBHOTO Pa3BUTHS KOJIEOJIETCSI OT HOPMBI J0 TIIyOOKOMH
uanotun. [IporpearieHTHOCTh (pa3BUTHE TICUXMUYECKOW OO0JIE3HHM C HapacTaHUEM
MO3UTUBHBIX UM HETraTUBHBIX CHMIITOMOB) JIMHAMUKHU ciaaboymust Haubosee
BBIDA)KEHA B IEepBble 2—3 TOJa JXKM3HHU. BONbHBIE OTIMYAIOTCA HHEPTHOCTBIO,
HEJOCTaTOYHOW  LEJIEHANpPABICHHOCTBIO C  XAapaKTEpPHBIMU  HapyLICHUSMU
BHUMAaHUS, aMITH, HETOPAa3BUTHEM THOCTHUECKUX (YHKIUN U MPOCTPAHCTBEHHBIX
MPEICTABJICHUM.

OtmedaeTcsi TakKe BBIPAXKEHHOE HEJAOPa3BUTHE PEYH U HApPYLICHUS
3BYKONIpOM3HOIIEHUA. HapymieHus peun OOBIYHO COMOCTABUMBI C TIIYOMHOM
MHTEJUIEKTYaJIbHOTO Je(eKTa.
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l GEHUIANAHUH [— deHunnmpo- — deHumykcycHas
BMHOrpaZHas Kucnora Kucrota

TUPO3WNH — 1  3,4-Anokcu- —> | HopaapeHanuH

M

Denunananun- ®eHnnmMonoyHas
zudpoxcuﬂaw KnucnoTta

MenaHuH

beHunanaHuH

M

afpeHanuH

P-TULPOKCUCIEHNNT 2,5-tmapokcudermn
 —
N1POBKHOrPaaHas k1cnota NUPOBUHOTPaaHas KucrnoTa

FOMOreHTU3nHoBas

P—TUOPOKCUDEHNTT Kucnota
MOJIOYHas KICIOTa

(hyMapoBble U ManenHOBbIE
KMCIOTbI

Puc.21. Cxema oOMeHa deHUIaIaHnHA U TUPO3WHA TIPH (PEHIIKETOHYPUHU

Bonpocsr 17151 camonoarorosku (30):

JlaiiTe KpaTKyro XapaKTepUCTUKY (DEHIIKETOHYPHH TIO TJIaHY:

Kiaccudukanus 6o1e3Hu;

Kpurepun HacnenoBanus;

TunuyHble AMArHOCTUYECKUE MTPU3HAKH;

CocTrosiHre UHTEIUICKTYyaIbHOU cephl, MPOrHO3 ISl KU3HH.
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T'omouyucmunypus

I'omonucTuHypus 0OyCIIOBIIEHA OTCYTCTBMEM WM CHM)KEHHEM AaKTUBHOCTU
(epMeHTa LIMCTATUOHUHCUHTETAa3bl, HEOOXOAUMOTO JJII CUHTE3a LIUCTATUOHUHA U3
rOMOIIMCTEenHa U cepuHa (puc.22). I'eH jokanmn3oBaH Ha XxpoMocome 21022,

Hedbexkr  renermuecku  rereporeHeH.  CyimiecTByloT  ABe  (popMbl,
pasznuyaroniyecss MO OTHOLIEHWIO K BUTaMUHY Bg: NUpuaOKCHMH3aBUCHUMAs H
NUPUAOKCUHpE3UCTeHTHas.  OnucaHbl  ciay4yau  3a00J€BaHUs,  BbI3BAHHbIC
nedurutom apyrux ¢depMmeHToB. YactoTa 3abosieBaHUSI CPeld HOBOPOKIACHHBIX
koneosercs or 1:80 000 mo 1:180 000. Cpenum yMCTBEHHO-OTCTAJBIX YacTOTa
romouuctuHypun nocturaer 0.3%, a B KOHTHHI€HTE YMCTBEHHO OTCTajlbIX C
nedexramu 3peHust — 2.6%.

Knunnyeckas kaptuHa noauMop@Ha, HO BMECTE ¢ TeM HauOoyiee TUIMUYHBIM
KOMIUIEKCOM CHUMIITOMOB CYHUTAeTCsl COYETaHWE YMCTBEHHOMW OTCTaJIOCTH C
nedeKTamMu 3peHus (IKTOMHS XpyCTallMKa, KaTapakTa, MUOIHs) © KOCTHOW CHCTEMBbI
(ynuHeHre TpyOuyaThIX KOCTEH TMPU YKOPOYEHHOM ' TYJOBHILE, AehopMarius
CyCTaBOB, JaedopMaliuds CTOI, KpbUIOBUIHBIE fonarku). BHemnumu, Hamboiee
BBIPDOKCHHBIMU TPU3HAKAMU SBJISIOTCS MSIKHE CBETJIBbIE BOJIOCHI, TOJyOBIE
PaayX KW, JTUCTIPONOPIMOHATIBHOCTh TEIOC/IQKEHUS ¢ YKOPOUYEHUEM TYJIOBUINA U
yIJUHEHUEM KOHEYHOCTEH B COYETAHHMM CO MHOTHMMH CTUTMamMu (MaJbIMU
aHOMAJIUSAMHM Pa3BUTHA) TUCIMOpHOreHe3a (BOPOHKOOOpa3Hasi TpyJHas KIETKa,
ocTeonopo3 kocred u aAp.). JlopaxKeHne COEOUHUTENBPHONM TKAaHW, MEXaHH3M
KOTOpPOTO eIlle He SICEH, OMPEHENSIeT CXOJACTBO TOMOLMCTUHYPUH C OO0JE3HBIO
Mapdana. CymiecTByeT NpeArnoIoKeHue O MaToOreHETHYECKOW pou B MaToreHes3e
TOMOIMCTUHYPUU JedULIUTA METH.

HepBHO-TIcHXHUueCKue HAPYIICHUS TIPU ATOM 3a00J1eBaHNM oTMedaroTes B 75%
cinydaeB. Omnucansl . jerkue (MOrpaHUYHbIE) W TIIyOOKHMe (OPMBI YMCTBEHHOM
OTCTAJIOCTU C MHEPTHOCTHIO HEPBHBIX MPOLIECCOB, HEAOCTATOYHON KPUTHYHOCTHIO,
paccTpoiicTBOM peuu. B psiie ciaydaeB OTMEYEHBI JIBUTATENbHBIE HApYILICHHS B
BUJIe TIapainyeil u mape3oB. Hapyiienus peun BKIIOYAIOT OOIee HeIopa3BUTHE,
KOCHOSI3bIYME, TU3APTPHIO.

buoxuMmuueckas AMarHOCTHKA HAIpaBlieHA HA KAa4eCTBEHHOE OIpEeIeHUe
UMCTUHA W TOMOLMCTMHA B MOYE, a TaKK€ KOJMYECTBEHHOE OMNpEAeICHUE
METHOHHMHA U TOMOLKMCTHHA B IJIa3M€ HA AMUHOKUCIOTHOM aHanu3atope. C 1enbio
MpEeABAPUTEIBHOIO JUArHO3a OMPEAEISIETCS aKTUBHOCTh IIUCTATUOHUHCUHTETA3bI B
KyJIbType aMHHOTHYECKHX KJIeToK. JledeHwe 3akimrouaeTcss B 1uere, OeqHOM
MetnoHuHOM. [Ipm mmpumokcuH3aBucuMon ¢opme 3aboneBanus 3PGHEeKTHBHA
Tepanusi OOIBIIMMH 103aMH BUTaMUHA Bg.
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MeTnoHuH S—aneno3ui- S—aneno3ui-
+ ATO : METUOHUH : TOMOIIMCTEUH
aJICEHO3UH CEepUH TOMOIIMCTEUH

yucmamuoHUH-
CuUHmMemasa

OHUCTAaTHOHHWH

OUCTCHUH I /

Puc.22. O6MeHn MeTHOHUHA TTPU TOMOIIUCTHHYPUU

Bonpocsl 1jist camonoarotoBkm (31):
JlaiiTe KpaTKyro XapakTePUCTUKY TOMOIMCTUHYPHH TIO TJIAHY:

— Knaccudukanms 60se3Hu;

— Kpurepun HacnenoBanus;

— Tunn4eble MATHOCTUYECKUE MTPU3HAKHY;

— CocTrosiHUe UHTEIIEKTYaIbHOU CEephl, MPOTHO3 IS )KU3HHU.

I'anakmozemusn

lamakTozemusi oOycnmoBieHa HapylmieHHMeM OOMEHa TalakTo3bl. [ eH,
KOHTPOJUPYIOIMNNA CUHTE3 (epMeHTa Tranakro3o-l-gocdar-ypuamnrpanchepasa
JOKaNU30BaH Ha XpomocoMe 9pl3. ['eHHass MyTalus B reéHe IPUBOJUT K JePUIUTY
dbepmenTa W K OHMOXMMHUYECKOMY OJIOKY Ha JTame raiakto3o-l-gocdar.
buoxumuyeckuii karareHe3 OOJIE3HM BKIIOUAET HAKOIUICHWE TallaKTO3bl U
raakto3o—1-dochara B pa3HBIX TKaHAX W B KpoBH. BropmunbiM 3ddexTom
SBIIICTCSI HAPYIICHUE WCIIOJNIB30BAHUS TJIFOKO3BI B TICYCHH, MOYKAX M TOJOBHOM
Mmo3re (puc.23).

B BbIpaXeHHBIX CiIydasx KIMHUYECKHE TIPOSBICHUS OTMEYAIOTCS YyXKE C

MEePBbIX JIHEW *KU3HU peOCHKa B BHUJE PACCTPOMCTB MHUILECBAPEHUS U MPHU3HAKOB
14




MHTOKCUKAIMK (TUIIOTpO(dHsl, pBOTA, MOHOC, OTKAa3 OT KOPMJICHHUSA), KEITYXH C
YBEJIMYECHUEM PA3MEPOB II€UECHU, ABYCTOPOHHEN BPOXKIACHHOM KaTapakThl. MHOrma
KaTapakTa BO3HUKAET HECKOJIbKO MO3kKe — Ha 4—/-11 Hefiee AKU3HU.

[Ipy HEKOTOPBHIX MOHOCHUMITOMHBIX (pOpMax 3TH MPOSIBICHUS BbIPAKEHBI
HEpEe3KO, OTMEYaIoTCs MO0 YMCTBEHHAsl OTCTAJIOCTh, JINOO KaTapakTa B COYETAaHUU
C HETEpEHOCUMOCTbIO MOJIOKa. B Gosiee TsKeNbIX ciiydyasx HaOMIoAaeTCsl CI0KHbBIN
ne(eKT — coueTaHue YMCTBEHHOM OTCTalOCTU C HapylIeHUEM 3peHus (Clernora).
IIpu paHo HA4YATOM JIEYEHNUH TUETOW JE€TU MOTYT Pa3BUBATHCS HOPMAJIBHO.

JlnarHocTupyroT rajakTO3eMUIO c VICIIOJIb30BAHUEM KOMILJIEKCa
JUArHOCTUYECKUX CPEACTB (B HACTOsIIEE BpPEMsSl CO3/1aHa CUCTEMA €€ pPAHHEro
BbIsIBJICHUS). [ mpeaynpexxaeHus TsHKeNbIX HEPBHO—TICUXUYECKUX OTKIOHEHUU
pa3paboTaHa Ge3NaKkTo3Hasl IUeTa.

NaKTo3a nuuiesa |

ranaktuTon |j=——=( ranakrosa

ﬁ < ranakToKnHasa

ranakro3o-1-gocdat

ranakro3o-1-gocart- Al rekco3o-1-goccat-
ypugunTpaHcgepasa ﬁ\[> ypuauntpaHcepasa

ypUamnH-gudocdoranakrosa |

|

ypUanH-gudocdornokosa |

rnoko3o-1-pocdat

Puc.23. I'enetnaeckue negexTsl GepMEHTOB, KATATU3UPYIOMUX
MIPEBPAIEHNE TATAKTO3BI B TITIOKO3Y
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BonpocsI 115t camonoaroroBku (32):
JlaliTe KpaTKyr0 XapakTEpUCTUKY FaJIaAKTO3EMUU 110 IUJIAHY:
— Knaccudukarus 60se3Hu;
— Kpurepuun HacinenoBaHus;
— TunuyHble TUarHOCTUYECKHUE MPU3HAKY;
— CocTosiHuE UHTEIEKTYalbHON cepbl, IPOrHO3 AJIS KU3HH.

Cunopom Ywepa

PacnpoctpaneHHOCTh cUHApPOMA YIiepa cpeau AeTeill ¢ IIyOOKOW TIyXOToi
coctaBisier oT 3 1o 10%. Ilo maHHBIM €BpPOIEWCKOTO CEMHHapa MO CUHAPOMY
Ymepa (1997 r.) noau ¢ 3TuM 3a00J7€BaHUE COCTABISIOT 10 6% BCEX TIyXUX C
poxaeHus u 10 50% BceX CIENOrIyXux B3pOCbIX.

[ToTepst 3peHus BbIsBIsAETCS OOBIYHO B Bo3pacte okojio 10 mer. Hapymenue
3peHus MeJJIeHHO Tiporpeccupyert. [lomHas cienora MosxkeT HacTynuTh B S0—60 seT.
Od¢ranemomnorndeckoe oOcneoBaHre OOHApY/)KMBaeT TUIHYHBIA  MEJJIEHHO
MPOTPECCUPYIONTUNA TUTMEHTHBIA PETHHUT. LIUrMCHTHBIH PETHUHUT HAYUHACTCS
CKOIJICHHEM TpaHyJl NUTMEHTa Ha TJa3HOM JHE, pPacCHpOCTPAHSIONIUXCS I10
HarpaBiieHuro K nepudepun. [losst 3peHns MEIJIGHHO CYXKArOTCS, U TapajuieIbHO
CHUKAeTcs OCTpoTa 3peHus. K npyruM MposBIEHUSAM MATOJIOTUU IJ1a3 OTHOCSTCS
KaTapakTa, r1aykoMa.

BrisBisieTcs BpoXkIeHHAs HEMPOCEHCOPHAsl MOTEPsl CayXa — OT YMEPEHHOM A0
pE3KO BBIpKEHHOH. Y (OOJBHBIX oOTMeudaeTcs aTpodus KOpTHEBAa OpraHa Hu
AMUTENNUS BHYTPEHHETO M “HApPY>KHOTO >KeJIo0Ka B HWJKHEH YacTu 0a3albHOTO
3aBUTKA YJIUTKU, IEF€HEPATUBHbBIE U3MEHEHUS B BEpXHEM 3aBUTKE. MIMeeTcs pe3kas
aTpodus ciupaIbHOTo y3I1a, ero nepudepudecKux 1 MeHTPaTbHBIX BOJOKOH.

O6HapyXuBatoTCs Ae(HEKThl BECTUOYISIPHON CUCTEMBI, KOTOPHIE BBIPAXKAIOTCS
B HapylIeHWW paBHOBecus TNpu Xxoanbe. Hapyiienune paBHOBECHS BO3MOXKHO
OoOyCIIOBIICHO HApPYHICHUSMHU JaOUpPUHTA, a HE MO3IPKEUKOBOW TMaToNorueit. Y
OONMBHBIX, KPOME OCHOBHBIX CHUMIITOMOB, BBISBIISIFOTCS TaKXKe TIICHXO3BI,
arpecCUBHOCTbD, IEPUOANYECKUE JIeTIpecct, Y 25% - yMCTBEHHAs! OTCTAIOCTb.

CunzapoM Hacieayercs o ayTOCOMHO-PELIECCUBHOMY TUMY. ['€H JoKaIu30BaH
Ha xpoMocome 14q.

CodeTanne TIIYXOTHl C MMUTMEHTHBIM PETUHUTOM BIEPBBIC OBLIO OMHUCAHO A.
I'pade B 1858 r., a reHETHYECKYIO IPUPOAY ITOTO cCHHApOMa ycTtaHoBua C. Ymep B
1914 r. BeiaBaeHno, yto oauH u3 100 denoBek SBISETCA HOCUTEIEM r'e€Ha CHHIpOMA
VYmepa. Y rerepo3uror MoxkeT HaOII0aTbCs OTCYTCTBHE PEaKIMHM Ha BpAICHHE,
MOBBIIIEHUE MTOPOra TEMHOBOW aJIalTallMy WM HE3HAYUTEIbHOE CHUKEHUE 3PEHUSL.
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CBOEBpEMEHHOE BBISIBJICHUE Y OOJBHBIX MUIMEHTHOTO PETUHUTA U CO3/IaHUE
aZICKBaTHBIX IEIarOrM4eCKUX YCJIOBUM NPEAOTBPAILAOT CTPECCOBBIE COCTOSHMUS,
CBSA3aHHBIC y TIIyXOTr'0 YEJIOBEKA C OTEPEN 3peHnss. MeTOIbI JIeYEHUST OTCYTCTBYIOT.

BonpocsI 1j1st camonoaroroBku (33):
JlaliTe KpaTKyr0 XapakTEpUCTUKY CUHApPOMA Y1Iepa IO IUIaHy:
— Knaccudukarus 60se3Hu;
— Kpurepuu HacnenoBaHus;
— TunuyHble TUarHOCTUYECKHUE MPU3HAKY;
— CocTosiHue UHTEIEKTYalbHOM cepbl, MTPOrHO3 AJIS KU3HH.

Cunopom Mapmuna — benna

NHTeHCuBHBIE UCCEA0BaHUSA, MIPEANPUHATHIE BO MHOTHUX CTpaHaXx, MOKa3ajau
BBICOKYIO YacTOTy cuHapoma Maptuna — bemias (CcuHapoma JOMKOH X—
XpPOMOCOMBI), KOTOPBIA TPOSBISETCS YMCTBEHHOIL “oTcTaiocThio. [lo maHHBIM
3apyOCKHBIX aBTOPOB, €ro YacToTa CpPeId -“MajJbYMKOB C TOHWKCHHBIM
UHTEJJIEKTOM  coctaBisaeT 1.9-5.9%. Cpeny ManbuuKoB €  BBIPAKEHHOU
YMCTBEHHOM OTCTaJIOCThIO JTOT TMoOkazarenb gocturaer 6—-8%. Ilo naHHBIM
POCCUNCKHUX YUYCHBIX, YICIbHBIA Bec-3TON (HOPMBI OTUTOPPEHUHU Cpeld YMCTBEHHO
OTCTaJIBIX MAJILYHKOB elie Boiiie— 8—10%.

NuTtennexkTyanbHbIl 1e(GEKT BEISBISETCS HE TOJBKO Y JIMI] MYXCKOTO I10j1a, HO
u 'y 1/3 reTepo3uroTHEIX HOCUTEIBHHUIL KEHIIHUH. [ €TepO3UTroTHOCTH MO JIOMKOH X—
XpOMOCOMEe MOJKET SIBJISIETCS MPUINHOMN OTHOCHUTEIBHO JIETKOT'O
MHTEJUICKTYaJIbHOTO HEAOPa3BUTHUA y 7% YMCTBEHHO OTCTajJbIX JeBOUYeK. ['eH
JIOKaJIM30BaH Ha Xxpomocome X(27.3.

Macca ¥ JanuHa Tena MpH POXKISHWU Y TOPaKEHHBIX MaJIbuWKOB OOBIYHO
HOPMAaJIbHBIC WJIM MIPEBBIIIAIOT HOPMY, OKPYKHOCTb I'OJIOBBI HECKOJIBKO yBEIUYCHA.
JIs BHEIIHETO BHJa MAJIBYMKOB XapaKTEPHO YJJIMHEHHOE JIMIIO0, OOJIbIINE
OTTOIIBIPEHHBIC VYINHM, BBICOKUK JI00, THIIOIJIA3MSA CpeAHeld 4YacTh Jula u
TUTIepIUIa3us HIKHEN dyemtocT. OTMeuaeTcsl OBBIIIICHHAs: YacTOTa MOICIU3UCTBIX
pacmienuH Heba WM s3blUKa. KHCTM HECKOJIBKO YBEIMYEHBI B pa3Mmepax,
MOBBIILICHBI MOJIBUKHOCTh CYCTAaBOB M  PACTSHKUMOCTh KOXH. CHCTEMHBIE
W3MEHEHUS, 3aTparuBarolfe CBA30YHBIN ammapar, Xpsiil, KOy, KOCTHYIO CUCTEMY,
JAI0T OCHOBaHMWE MpeAroyiaraTh BOBJICUYEHHE B TATOJOTHYECKUN TIPOIECC
COCJIMHUTEILHOM TKaHU.

K  HeBpojormyecko CUMNTOMATUKE OTHOCUTCS  €J1abd0  BbIpaKCHHAS
MBIIIICYHAs TUTIOTOHUS, JIETKOE HapyIIIEeHHE KOOPAUHAIIUN JBHKEHHUM, paBHOMEPHOE
O0XKUBJICHHE CYXOXXWJIBHBIX pe(IEKCOB M IKCTpanupaMHUIHbIC MapakKUHE3bl B BUIIC

CTEPEOTUITHBIX TpUMAC, AaTETOMJIHBIX JBWKECHHWI, HaxXMypuBaHus OpOBeil,
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3KMypUBaHUs Tia3. MOTyT OTMEYaThCsl SUHJICNTHYECKHE NPUIAIKH, Y BCEX
OOJBHBIX HA0IIOAAETCS SIBHASL HEJOCTATOYHOCTh TOHKOW MOTOPHUKH.

Cpenn HapymieHWl TIOBEICHHS MHOTHE AaBTOPBl OTMEYAIOT CHHIPOM
IBUTATEIbHON  PacCTOPMOKEHHOCTH, HEPE3KO BBIPAXKEHHYIO  a(QPEKTUBHYIO
BO30yIMMOCTh, POOOCTh, XapaKTEpHbIC W ISl IPYTHX TPYMI YMCTBEHHO OTCTaJIbIX
JEeTen.

K m©aubomee coenmupuYHBIM CHUMOTOMaM TP CHHAPOME JOMKOH X—
XpPOMOCOMBI OTHOCSTCS HapymieHuss peun. [IpakTudeckm y BceX OOJIBHBIX
OTMEYaeTcs  HECKONbKO  YCKOPEHHBIH  TeMI  peuw, nepceBepanum,
XapaKTepHU3YIOIIMUECss YIMOPHBIM TOBTOPEHHEM IIeNbIX (pa3 WU HX OOpPBIBKOB,
HapyIIEHUsI apTHKYJSAIUN B GOpME OMIMO3UIIMOHHBIX 3aMEH U MPOITYCKOB 3BYKOB,
3alWHKH, 3aMKaHKe, MTOBBIIICHHE TeMOpa rojoca, moa00p HY>KHBIX CIIOB. Y MYKYHUH
C CHHIPOMOM JIOMKOH X—XpOMOCOMBI BO BpEMs pa3roBOpa MOXKET MPOSBISATHCS
HEpBO3HAsI MAHEPHOCTH B JOpMeE 3aKaThIBAHUS TJa3, N30CTaHUs TJIA3HOTO KOHTAKTA,
TIOBOPOTOB T'OJIOBBI U TICH.

Bonpocsl 1jist camonoaroroBku (34):
JlaliTe KpaTKyr0 XapaKTepUCTUKY CHHIpoMa MapTtuHa-bemia mo miaHy:
— Knaccudukarus 60s1e3HM;
— Kpurepun HacnenoBanus,
— TunuyHbIC TUarHOCTUYSCKHE TPU3HAKH;
— CocTosiHAe UHTEIUIGKTYaTbHOHN Cephl, TPOTHO3 IS KU3HH.

Cunopom /lvouienna

Cunnpom Jliomenna (riceBmoruneptrpoduyeckas MblliedHas AuCTpodus
JlfolieHHa) < OJHA M3 CaMbIX YacThIX M TSOKEIBIX (OPM  HACIICACTBEHHON
NATOJIOTHH, OTHOCSIIEHCS K TPYIEe HEPBHO-MBIIMICYHBIX 3a0osieBaHUN. boiie3Hb
oOyclioBlieHa MyTalleld reHa TucTpo(uHa, KOAUPYIOMIETo CTPYKTYpPHBIH Oernok
capkojieMMbl. Berpeuaercst ¢ wactoroi 1:3500 HOBOpPOXXAEHHBIX MaJdbYuKOB. TuIl
HAcJeIOBaHUS — X-CIEIUICHHBIA perneccuBHbId. ['en muomuctpoduum JlromeHa
KapTUpoBaH B oOmactu Xp2l.2 u neTanbHO W3Yy4YeH, YTO IO3BOJISET MPOBOIUTH
MOJIEKYJISIPHO-TEHETUYECKYIO TUATrHOCTUKY .

OcHOBHasi cCUMITOMAaTHKa 3a00JIeBaHUS — MPOTPECCHPYIONIEe HapacTaHUE
TUCTPOUUECKUX HM3MEHEHMH MBI C TOCTETICHHBIM  00€3BHKUBAHUEM
O0onmpHOTO. Y JeTell 10 TPEeXJETHETO BO3pacTa IMAarHOCTHPOBATH 3a00JIeBaHUE
JNOCTAaTOYHO CJO0XHO. M3BECTHO, YTO 3THU JETH HECKOJIBKO OTCTAKOT B MOTOPHOM
Pa3BUTHUM HA MEPBOM TIOAY >KU3HHM, MO3KE, YEM B HOPME, HAUYMHAKOT CUAETH U
xoauth. Kiaccuyeckass kapThHa 3a0o0sieBaHUsI MNPOSBISIETCS y AeTed 3—5 Iier.

OnHuM U3 MEepBBIX NMPU3HAKOB SIBJISIETCA HapacTaronas ciabocTh B MbIIIIax Oeaep
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U Ta3za ¢ MOCTENEHHBIM MEPEX0J0M Mpoliecca Ha UKPOHOXKHBIE MBIIIIbI, MBIIIIIBI
BEpXHEro IJICYEBOTO Mosica, CIUHBI, XKUBOTa U Jp. HaOmromaercss ymiaoTHEHUE
WKPOHOXHBIX MBIIII] U MMOCTETICHHOE yBEIWYEHHE X 00bEeMa 3a CYET 3aMEILCHUS
MBIIIIEYHOW TKaHW COEAUHUTEIBLHON U KUpOBOU (TmceBmoruneptpodus). Yxke B
paHHeN cTaauu OO0JIE3HU Y E€TeH BOZHUKAIOT 3aTPYIHEHUS MPU BCTABaHUU C TOJA,
C KopTouek. B xoHe4HO# cTaguu c1ab0CTh MBI MOXKET PacHpOCTPAHATHCS Ha
MBIIIIIIBI JIUIIA, 11I€U, TTOTKH.

B paszBurtoii ctaauu 0oJie3HU UMEIOTCS TaKU€ XapaKTEPHBIE CUMIITOMBI, KaK
«YTHHas» TOXO0JIKa, BO MHOTHUX CJIydasX pa3BUBaeTCsl crudareiibHas MBbIIICUHAS
KOHTpaKTypa OelpEeHHBIX U KOJICHHBIX CYCTABOB U CYCTABOB BEPXHUX KOHEUHOCTEH
BcaenacTtBue arpoduu  wmbimil. OdeHb YacTO CTpajaeT cepjieuHas MBIIIIa.
BoisBsitOTCST HapylmIeHUsT CEpJCYHOTO pPUTMA, PACHIMPEHHE TPaHUI] Cepila,
m3menenust OKI'. Octpass cepaeuHas HEOOCTaTOYHOCTh — HauOolsiee dacTas
npuunHa cMmeptu. [Ipumepno y 50 % nereit oTMeyaeTCsi . CHUKEHUE UHTEIEKTa —
OT MOTPAaHUYHBIX COCTOSHUN JI0 BBIPAKECHHOU JAeOMIbHOCTU. [IpoI0IKUTENHBHOCTD
»ku3HU 00bHBIX — 2035 jeT, a Kk 14—15 rogaM oHu 00BIYHO 00€3IBHIKEHEI.

BonpocsI 1jist camonoaroroBku (35):
JlaliTe KpaTKyr0 XapaKTepUCTUKY CHHIpoMa J[follleHa 110 TUTaHy:
— Knaccudukarus 60se3Hu;
— Kpurepuu HacnenoBaHus;
— TunuyHbIe TUarHOCTHYECKHUE MPU3HAKH;
— CocCTosIHAE WHTEICKTYaTbHON Cephl, TPOTHO3 IS KU3HH.
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