I EHHbBIE
3ABOJIEBAHMUAL.




['ennbie 00J1€3HM - 3TO PA3HOPOAHAA MO0 KIMHUYECKUM NPOSABJICHUAM
rpynma 3a0ojeBaHui, 00yCJOBJIEHHbIX MYTAIIUSIMH HA T€HHOM
YPOBHe.

OO01as yacToTa reHHbIX 00JIe3HEl B MOMyJsIusIX Jroaek - 2-4%.

['eHHBIC MyTallUY Y YEJIOBEKA SBISIOTCA MPUUYMHAMU MHOTHX (opM
HaCJICACTBEHHOM Marojioru. B HacTosiiee BpeMs: onucaHo 0ojee 3
THICAY TAKUX HACJIEACTBEHHBIX Oosie3Hel. DepMeHTONaTUs SBIISIETCS
CaMbIM YacThIM MPOSBICHUEM T'€HHBIX Oojie3Hel. Takxke MyTalud,
BBI3BIBAIOIIME HACIIEICTBEHHBIE OOJIE3HU, MOTYT 3aTparuBaTh
CTPYKTYpHBIE, TPAHCHIOPTHBIC K SMOPHOHAJILHBIC OSIKH.
[Taronornyeckue MyTalMu MOTYT PEajIu30BbIBATHCS B Pa3HbIC MEPUO/IbI
OHTOreHe3a. bosbIias yacTh X MPOSBIAETCS BHYTPUYyTPOoOHO (10 25%
BCEl HACICACTBCHHOM MAaTOJIOIMK) U B JOIMyOepTaTHOM Bo3pacte (45%).
Oxkono 25% maronornyeckux MyTalyii MPOsIBIAIOTCS B ITyOEPTaTHOM U
IOHOIIIECKOM Bo3pacte, U Juillb 10% MOHOTreHHBIX 00JIe3HEM
pPa3BUBAIOTCS B Bo3pacTe crapiie 20 Jer.






Knaccuduumsi reHHbIX 00J1€3HEN:

* TI0 TUITYy HAcCJIeJIOBaHUS TeHHBIC O0JIE3HU
JENATCS Ha ayTOCOMHO-JIOMHHAHTHBIE,
ayTOCOMHO-PEIIECCUBHBIC, X-CIICTNICHHBIC
JIOMHHAHTHEIC U T.J.

* B 3aBUCUMOCTH OT CHUCTEMbI WJIM OpraHa,
HanOo0JIeC BOBJICUCHHOIO B IATOJIOTHYCCKHI
IPOIIeCC TeHHbIEe OOJIC3HM JCNISATCS Ha
HEPBHBIC, HEPBHO-MBIIICYHbIE, KOXKHBIE,
IJIa3HBIC, OTIOPHO-ABUTATEIIFHOTO ammapara,
SHJIOKPHUHHBIC, KPOBH, JICTKUX, CEPACUHO-
COCYAMCTOW CHUCTEMbI, MOYETIOJIOBOU
CHUCTEMBI, JKEITYIOYHO-KHUIIIEYHOTO TPaKTa U
Ap.

*TI0 XapakTepy MeTradonnueckoro aedexra
TeHHBIC 00JIE3HM JIeJIATCI Ha OOJIC3HH,
CBSI3aHHBIC ¢ HAPYIIEHUEM
AMHUHOKHUCJIOTHOTO, YTJICBOJIHOTO,
JIUTIATHOTO, MUHEPAJIbHOTO OOMEHOB,
oOMeHa HYKJICMHOBBIX KHUCJIOT U JIp.

* CAaMOCTOSITEIILHYIO TPYIITy COCTABIISIFOT
HACJICACTBEHHO O0YCJIOBICHHBIC
3a00J1eBaHMsI, BOSHUKAIOIIUE MTPU
HECOBMECTHMOCTH MaTepH U IOz T0
aHTUTEHAM TPy KPOBH




Cunppom Typerra (Gonesus Typerra, cungpom JXKuis e ma Typerra) —
PacCTPONCTBO [IEHTPAJILHON HEPBHOM CUCTEMbI, B BUJIE COYETAHUS TUKOOOPa3HbIX
MOAEPTrUBAHUI MBIIIII] JIUIA, IIEH U TIJICYEBOTO I0sCa, HEMPOU3BOJbHBIX JIBUKCHUM
ry0 U si3pIKa ¢ 4YaCThIM ITOKAIIUIMBAHUEM U CIICBBIBAHUEM, KOIpoJajireii. bone3Hb
MOKET UMETh HACJICACTBCHHBIN XapaKTep.

CunzpoM 00yCIIOBIICH U3MEHEHUEM CTPYKTYPBI [10710CATOIO TeJid MO3Ta, HO MOXKET
HOCUTH U (PYHKIIMOHAIBHBIN XapakTep. Bnepsoie onucan JKopixem JKuem jie na
Typerrom B 1885 rony. Habmonaercs y 0,05 % HaceneHusi, B OCHOBHOM Y JIETEil.
B 3 pasa yamie y myxunn (13 Hux 95 % B Bo3pacrte 2-5 ner). Takike MOXKET
HaOmronarbes y Jrofien B Bo3pacte ot 15 go 30 ner.

Henpou3BonbHbIE IBHKEHUS JTIOACH CTpadaroux cunopomom Typemma OOHOTUITHBI
B CBOMX IPOSIBICHUAX (pe3Kkue, ObICTPhIC, TOPBIBUCTHIC). Hapsay ¢ nBUrareabHbIM
TUKaMH MPOSBISIOTCA TAKXKE U 3ByKOBBIE CUMIITOMBI: IPOU3HECEHUE OTACIbHBIX
3BYKOB M HEUJICHOPA3JEIbHBIX CIIOB SIBISETCA XapaKTEPHOU 0COOEHHOCTHIO
cuHJIpoMa. B HEKOTOPBIX Ciydasix MOKET OTMEUAThCS TaK Ha3bIBaemas DX0JIAJNs, TO
€CTh HaBA3YMBOE ITOBTOPEHUE CJIOB, CJIOTOB WJIM 3BYKOB. B MosioBUHE CiydaeB mpu
curapoMe TypeTTa BO3MOXKHBI BOKaJIbHBIE THKH C HEMMPWINYHBIMUA PYTaTeIbHBIMA
CJIOBaMH, a TaK>K€ HEMPUIUYHBIE )KEeCThl. BOJIbHBIE MOTYT HAHECTU CE0E TPaBMBbI,
MOCKOJIbKY HE CITIOCOOHBI KOHTPOJIUPOBATH BHE3AIHbBIC IBUKEHUSI.



WWW.EDENGARDEN.RU



Cunapom HIEPEIEBCKOTO — TEPHEPA

0 CuHapom
HlepemreBCcKOro —
TepHepa —
XPOMOCOMHasl 00JIC3Hb,
COIIPOBOXKIAIOIIASCS
XapaKTepHBIMU
aHOMAaJIUSIMU
(bU3NYECKOTO Pa3BUTHS,
HU3KOPOCTIOCThIO U
1OJIOBBIM
HHGbAHTUIU3MOM.

Pucyxox 16. Bonsraa 13 ner. Cuxapom Ille-

pemesckoro-TepHepa. Hu3skun pocr, orcyr-
CTBME BTOPUYHBIX NMONOBLIX MPU3HAKOB




VY pebenka ¢ cunapomoMm IllepemeBckoro-TepHepa Bo3HUKAET IEPBUYHOE
HEJIOPa3BUTHE TTOJIOBLIX OPraHOB. BMECTO SIMYHUKOB 00Pa3yOTCs TSKU U3
COEIUHUTENBHON TKaHU, MaTka HEAOPA3BUTA. ITOT CHHAPOM MOXKET COYETATHCS C
HEJIOPAa3BUTHEM JIPYTUX OPTaHOB. YK€ MPU POXKICHUU JCBOUKU OOHAPYKUBAIOT
YTOJIIIEHUE KOXKHBIX CKIIAJOK Ha 3aThUIKE, TUIIMYHBIA OTEK KUCTEUW pyK U cTom. Hacto
pEOCHOK pOXKIaeTCd MAJICHBKUM, C HU3KOM Maccou Tena. B paHHeM AeTCKOM BO3pacTe y
pebeHKa XapaKTepHbI BHEIIHUI BUI:

POCT MaJICHbKHM

MaJIEHbKasl HUXKHSISL YETFOCTh

OTTOIIBIPEHHBIEC YIIIN

KOPOTKAsl €N ¢ KPbUIOBUIHBIMU CKJIAJIKAMHU

HU3KO PACTIOJNIOKEH HUKHSIS JIMHUSA POCTA BOJIOC HA 1IEE
IAPOKas TPy/IHAs KJIETKa C TaJIEKO PACCTABICHHBIMU COCKaMU
COCKH BTSIHYThI

4aCcTO MCKPHUBIICHHUE PYK B 00JIaCTH JIOKTEBBIX CyCTaBOB
BBIITYKJIBIC HOI'TH HA KOPOTKUX MaJIbI[aX PYyK.

B nepuon 1moinoBoro co3peBaHusi BTOPUYHBIE ITOJIOBBIE PU3HAKU HE Pa3BUBAIOTCS
(MOJTOUHBIE JKeJIe3bl HeJIOPa3BUTHI, OBOJIOCCHHUE Ha JIOOKE U B IMOJAMBIIIICYHBIX BITaIHHAX
HE BBIpa)KCHO). MEHCTpyalust OTCYyTCTBYET.

Y OIHOM TPETH MALIMEHTOB IPUCYTCTBYIOT MOPOKU PA3BUTHUS JPYrUX OpraHos. HacTo 3T1o
TIOPOKH CO CTOPOHBI CEPACYHO-COCYIUCTOM CHUCTeMBbI (He3apalleHne MeXOKeTyI0YKOBOH
HIePErOpOJIKH, OTKPBIThIA BOTaIOB POTOK,), MOPOKU PA3BUTHS MOYEBBIX IMyTeH
(Hemopa3BUTHE MOYEK, YIBOCHHE MOYCTOYHHKOB, YABOCHHE U MOJKOBOOOPa3Has MOYKA).



CUHJIPOM KJIAMH®EJITEPA

0 Cunapom Kiaiindearepa niam aucreHe3nsi ceMeHHBIX KaHAJIbIEB (HapyIICHUC
pa3BUTHS CEMEHHBIX KaHabIeB). B 1942 romy Obu1 onncan KnaliHgpensrepom Kak
COYETAaHUE EBHYXOUIU3MA, THHEKOMACTUH, MAJIEHBKUX SIMYEK, OTCYTCTBUS
BBIJICJICHUS CIIEPMBI U YCUJIEHHON CeKpelry (POJUTUKYIIOCTUMYIIUPYIOIIETO TOPMOHA.

1 370 3a00JIeBaHUE BBI3BAHO BPOKJACHHOW aHOMAJIMEH MOJIOBBIX XPOMOCOM, MpHU
KOTOPOM y MAalMEHTa UMEETCA OJIHA JIUIIHAA X-XPOMOCOMA, PEKE JTUIIHUX X-
XpOMOCOM OBIBAa€T HECKOJBKO. B HOpME HOpMaJIbHBIM HAOOP MOJIOBBIX XPOMOCOM Y
MYKYHH OITUCHIBaeTCSA Kak X Y.




[Ipu cunapome Kaaiindenbrepa BO BHYTpUYTPOOHOM IMEPUOAE PA3BUTHE SIUUEK
IPOUCXOJIUT HOPMAJIBHO U HOBOPOXKJICHHBIN PEOCHOK HUYEM HE OTIMYAETCS OT
APYTUX JETEeN NMPAaKTUYECKU A0 MOAPOCTKOBOrO Bo3pacra. Bo BpeMs nepuoaa
[I0JIOBOT'O CO3PEBAHUS PA3MEPHI IUYEK HE YBEIUUYUBAKOTCS, KaK 3TO MPOUCXOIUT B
HOpPME, & YMEHBIIAIOTCS. SIMUKU CTAHOBSITCS 00Jiee TUIOTHBIMU. B HUX MPOUCXOAUT
3aMelIeHNe HOPMAJIbHON TKaHU AMYEeK PUOPO3HBIMU TsHKaMU, KOJIUYECTBO KJIETOK
IPOAYLUPYIOIIMX MYXCKHUE MOJIOBBIE TOPMOHBI PE3KO CHUKAETCS.

Bo3HuKaeT rHmoroHaan3M (He0CTaTOYHOCTh (DYHKIIMU MOJIOBBIX Xkele3). Poct
KOCTEU B JJIMHY WU3-3a HEIOCTATKA aHAPOICHOB HE MPEKpaIlaeTCsa U pa3BUBAIOTCA
«EBHYXOHUJIHBIE» IIPONOPLUU TENA C JNIMHHBIMUA KOHEYHOCTAMU. POCT BOnOC
CKYJIHbI/, Ha TOOKE POCT BOJIOC MO >keHCKOMY TuIly. [1o10BOM UjieH 0ObIYHO
HOPMAJIbHBIX Pa3MEpPOB WM MOXKET ObITh HECKOJIBKO YMEHBIIIEH, SIMYKU MaJIeHbKHUE,
npsioneie, [lomoBast GyHKIMS, SPEKINSI CHUXKEHBI, KOJIMUECTBO ISKYJISATa HEOOJBIIOE,
opra3Mm CJIa0OBBIpaKeH. Y MaIMeHTOB Oecruioaue. Y HEKOTOPhIX OOJIBHBIX C
cungpomoM KiaitHenbTepa BCTpeuaroTcs NCuXudeckue HapyuieHus. boibHbie
4acTo M30eraroT MEIUIIMHCKON MTOMOIIU U YTBEPKIAIOT, UTO OHU MOJHOCTHIO
3I0POBBL. Y HHUX BO3MOKHO AHTUCOLIMAILHOE IMOBEJICHHUE.



o0
o0
o0
o0
o0
o0

=
-
=
-
=~



