FfocyaapcTBéHHaa o6bpa3soBaTesibHad opraHm3sauumsa Bbiclero
npodeccUoOHaANbHOro o6pasopaHmMa «JOHEeLKUN HAaLMNOHANIbHbIU
MEAULUHCKUUN YHUBEPCUTET M. M. T'opbKOFRO»

Kadeppa lepMoToBeHeponorum m kocmetTonorum ®UMNO
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AEPMATOJIOTNIN

Bpadv-opanHaTtop: boHaapeHkKo IOnna AMUtTpmeBHa



CnucokKk teMm

e CMHOPOM brioxa
CynbLbeprepa
(Hepep»kaHwe NMrMeHTa)

e CHOPOM PpaHYeCKeTTU -
HdoaccoHa (ceTyaTbl
MUIMEHTbIN OepMaTO3)







B 1906 r. A. E. Garrod Hanucan oT4yeT 06 YMCTBEHHO
OTCTaJZIOM leBOUKE C TeTpanjiermem n xapaktepHou
nUrMeHTaLmen KoXku. B 1926 r. LuBeMLLApCKUN
aepmaTtonor bpyHo bnox (1878—1933) onucan cny4yam
AaHHOro 3a6oneBaHMsa U NepBbIM NpeasIodKUnN
TepMUH «HeAep)XaHue nMrMmeHTa». bonee getanbHO
! n3yuun sabosieBaHne amepuKaHCKUN gepmarTtonor

npodeccop MapuoH CynbuL6eprep (1895-1983) B 1927

R MCTOPM“ECKaﬂ r. OH onucan cBoeo6pasHbie 3KTOAEepPMasibHbIE U
, Me3oaepmManbHble AedeKTbl, KOTOpPblie BO3SHUKAIOT B
' (of | paBKa M/1afeH4YeCKOM BO3pacTe U NposBNAIOTCA Gynne3Hom
‘ e CbiNnblo, @ B Aa/ibHEMLLEM XapaKTepHoOU
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nArMeHTaLmen KoXxu. B 1929 r. nosBunach ewle oaHa
ny6nukauus, kotopyio BbinosiHiun H.W.Siemens. B
1989 r. A. Sefiani c coaBTOpamMu BbISABUIN
NoKkanusauuio reHa B Xxpomocome Xq28 npu gaHHOM
cuHapome. B 1993 r. 6b1/1a BbiNO/IHEHA Ny6nMKauma
S.). Landy n D. Donnai c 061uMpHBbIM 0630pOM cniyyaeB
c cuHapomom bnoxa—CynbL6eprepa.




Pa3sBuTne NnUrMeHTaLum CBi3aHO C
TeM, YTO nmeeTca PyHKLMOHANIbHaA
aHOMaNMsa NMrMeHToo6pa3syloLLmnX
KN1eTOK 6a3asibHOro cnos
annpgepMuca. M13-3a naTtonorm4ecKou
NMPOHULLIAEMOCTMU KJIETOYHOMU
MeM6paHbl ANa MeNlaHUHa 3THU
K/1eTKU OTAAIOT B AAepPMY BECb UMK
ATmnonorng BT, BblpabaTbiBaeMbl UMM

MeJNlaHUH. B 95—97% cny4vaeB
4 PErmMcTpmupyeTcs TONIbKO Yy Nuy,
IERRe =1 [=x] ’KeHckoro nona.lnop My»Xckoro
noJsia o6bI4HO Nnorubaer
BHYTPUYyTpOo6HO. B MUpOBOM
nuTepatype oTMe4YeHoO BbDKMBaHUE
ManbyuKoB B 30 cny4yaax. [leTu yxe
POXXAATCA C KIIMHNYECKUMU
nposaBAeHUAMM UK 3aboneBaHue
HauMHaeTCcs B TeYeHUe nepsBbixX 6
Hepernb XXU3HMWU.




NMepBaga aBngeTca BOCNaJMTeIbHOM.
ONUTCa OT MOMEHTA POXAEHUA U B
TeYeHUe HECKOJIbKUX NepBbiX MecsLeB
XXN3HU. UMeloTCa SpUTeMaTo3Hble,
YPTUKapPHbIe, NYy3blPpbKOBbIE U
Ny3blpHbI€ 3/IEMEHTbI HA KOXXe
TYNOBMULLA U KOHEeYHOCTEeN. JInuo,
NnagoHU, NoAOoLWBbI U CIIN3UCTDbIE He
nopa)arwTcs. BbicbinaHUga nMmeoT
TEHAEHLUMIO K NMNOJIOCOBUAHOMY,
BUXPEBUOHOMY pacnosioXXeHuto. Bo
BpeMda BocnanutesnibHou ¢da3bl B KPOBU
M NYy3bIPHOM XXUAKOCTU BbIiBNAIOT
303unHodunuio (50—74%), nenKoumnTos
nepudepmnUvecKom KpoBM.

NMopaxeHUs KOXXu







Ona TpeTbeu CTaAuUn XapaKTEPHDI
rmnepnurMeHTaumun. inutca c ogHoro roga
00 NoApPOCTKOBOINo Bo3pacTa. dTa cTaaue
NPUCYTCTBYET Yy BCeX NaLuMnMeHTOB C
nHApoMoM bnoxa-Cynbubeprepa. Ha ¢oHe
nanysie3Hou CbiNnu UIu B nepuopn ee
pa3pelleHuUs NoaBNalOTCA MUIMEHTHbIe
naTHaA OT TEMHO-Ceporo Ao TeMHO-
KOpU4YHeBOro LBeTa, MHorga c nmBeno-
CUHeBaTbIM OTTEHKOM. TMnepnMrMeHTauum
MMEIOoT NOJIOCOBUAHYIO, CEeTHaTYIO,
naykoo6pasHyo dopmMy nnm B Buae
3aBUXPEeHUN. TMnepnMrMeHTaumm
NTOKANU3yloTCAa Ha rojioee, TyJ/ioBULLIE U
KOHEYHOCTSX, YaCTO HAaNnoMUHAaIT 6pbI3ru.
NMpuMepHO Yy 40% 60/IbHbIX BO3BHUKHOBEHMUE
NMUrMeHTaLuumn He CBA3aHO C NMopaxeHUs KOXXu
npeawecTBYOWUMU BbiCbIMaHUAMM.




Ona YyeTBepTOM CTaANU XapPaKTEPHbI
rmnonurMeHTaunm. Mexxay nepmoaom
NnosioBoro cospeBaHua n 25—30 rogamm
rmneprnMrMeHTaumMm CNoOHTaAaHHO UCYe3aloT,
OCTaBNAA NNEerkyr artpodpuio ¢
rmnonMrMeHTaumen. B atTux soHax
OTCYTCTBYIOT BOJIOCbl U1 MOTOBbIE Yefe3bl.
Takue nsMeHeHUus oTMeYalroT
NnpeuMyLLeCcTBEHHO Ha HUXXHUX
KOHEYHOCTSX.

NMopaxeHUs KOXXu




B yacTtum cnyJdyaeB y
60/1bHbIX
OGHapPY)XXUBAKOT o4arm l
pyéuoBon anoneumnmn =
Ha BOJIOCUCTOM YacTu : _ 3amMepnieHUe MblluNeHus,
rosioBbl, MHOrOa aanmMnencud, cnactnmdyeckKkue

3 napanvuuum, ruapo- n/mnum
ANCTPODUIO HOITEU

rme Mukpouedanus,
(okono 10% cny4aes), npy onurodppeHuns. JlerouHas

AHOMaNuu Yyepena,
CKOJINO3, BPOXXAEHHbIN
BbIBUX 6epgpa, acuMmmMeTpusa
rpyaAHOMU KJeTKMU.

andPysHyto NM3IMeHeHUNA runepTeH3us, Ao6aBoyHble
anoneuuio. KOXXU U ee COCKMW, BPOXXAEHHbIe
MukpodTtanbmuq, MOpoOKH cepAaLa,

nMPpAaTKOB. oTCyTCTBUE NN

nopaxxeHue 3y6os. Bo
BpeMs BOCNanInTeNbHOM
¢da3bl B KPOBU U NY3bIPHOMN
YXUAKOCTU BbIABNSAIOT
. 203uHOPUNUI (50—74%),
- NenKouuTos
' nepudepuvecKom KpoBu.

aHOManusa cocynos
CeTUYATKU, KaTapaKTa,
aTpoduma 3pUTENIbHOroO
HepBa, NMy60oKnUn nnm
NOBEePXHOCTHbIN
KepaTuT, OTCJZIOMKA &
ceT4yaTKWu, Kocornasue. ‘Q

,
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Tncronornd

B | ctagum HabnwaalwT CNOHIrMO3 ¢ 06pa3soBaHMEM NY3bIPbKOB U
ny3bipen, cogepixxawmx 3aosmHodunbl, bubpuH. Bo Il cragpum KapTtuHa
MOXXeT 6bITb CXOAHAa C NCeBAO3NMUTE/IMOMAaTO3HOMU rMnepnjasmen.
OTMevalTCca aKaHTOo3, NanuIJiIoMaTo3 U rMNepKepaTos C
BHyTpUanuaepManabHOU KepaTUHU3aLuMmen (KepaTUHOUUTDI
pacnonaralTca cnupasibHO), MectaMu — BaKyoJibHaa aucrtpoopusa
' 6a3anbHbIX KNeToK. B nepMme — oteK " UHPUNbTPATbI U3 FTMCTUOLLUTOB,
nMMeounToB, HEUTPOPUIIbHbLIX U 303UHOPUIIbHBIX FPAHY/TOLLUTOB, MHOIO
MenaHodopos. B lll ctapuu BocnanuTtesnibHble ABIEHUA YMEHbLUAIOTCA UMK
ncuyesaloT. B BEpXHUX YacTaAX COBCTBEHHO KOXXMU, rMaBHbIM 06pa3oM B
COCOYKOBOM CJ10€, OTMEe4aeTcs 06MunbHOEe CKOMJeHue nNnUMrMeHTa.
3anoJIHeHHbIe NUIrMEeHTOM CoeaAUHUTENIbHOTKaAHHbIE KJ/IeTKU TaK rycto
ne)XaTt Ha caMoMm gepMo3anuaepManbHOU rpaHMLe, YTO Nosiy4vaeTcs
Brie4yaT/ieHue UX «kKOHTaKTa» ¢ 6a3asnibHbIMU KNeTKaMU. B KneTkax
6a3anbHOro cnosa MeflaHUHa MaJio UU coaepXXaHue ero B npepenax
HOPMbI, B HUX OTMeYaeTcH BaKyosinsauusd. BbiaBnaioTCA 30HbI
MCTOHYEHUA AaNMAEPMUCA, OMaroBbin runepkeparos. B IV ctaguun —
CHUW)XXEeHUe KonmyecTtBa MeslaHUHa, PU6poO3HbIe UBMEHEHUS U OTCYTCTBUE
U1 CHUXXEHME MNPULOATKOB KOXXU B NOPaXXeHHbIX obnacrax.




IAMnarHo3 CTaBAaT NoO K/IMHUYECKOM
KapTUHE KOXXHbIX MOPaXXeHUU B
3aBUMCUMOCTMU OT CTaAuUM 3aboneBaHMUS,
a TaK)XXe Ha OCHOBaHUM pe3y/1IbTaToB ‘
MHCTPYMEHTAJIbHbIX U F’EHETUYECKUX
nccnenoBaHun. AndodbepeHUMUPYIOT Ha
BOCMaJIUTE/NIbHOU CTafAUU C reprnecom,
oynnesHbiMu aepMartosamMmum.Ha
BEepPPYKO3HOU CTaamnm
anddPepeHUUPYIOT C anMaepManbHbIM
HeByCOM, Ha cTaaum
rmneprmrMeHTaumm — € IMHEUHbIM U
3aBUTbIM HEBOUAHDbIM
rmnepMesniaHo3oMm, Ha cTaaum
rmnonUrMeHTaumm — ¢
rmnoMmesiaHo3oM UTo.

Il1narHos




TeyeHUe U NporHos

Y 60—80% naLumeHToOB C 3TUM
CUHAPOMOM UMEIOTCH CUCTEMHDbIEe
aHOMaJIUU 3KTO- U Me3oaAepMalJibHOIro
npoucxoxxpeHus. Npm BOSHUKHOBEHUM
npUMNaaKoB Ha NepBOU Heaene XMU3Hu
NPOrHo3 COMHMUTENIbHbIU, OTMEYaeTCH
3ap4epiXKa pa3sutuda. OTcyTcTBue
npUMNaaKkoB U COOTBETCTBUE Pa3BUTUSA
BO3pPaCTHbIM HOPpMaM CBUAETENIbCTBYIOT
o 6naronpuaTHOM NpPoOrHose.
NMurMeHTaUMUM NEPCUCTUPYIOT Ha
NPOTAXXeHUU MHOIMUX NeT U NoCcTeneHHo
MCYe3aloT B NOAPOCTKOBOM UJIN PaHHEM
B3pPOCJ/IOM BO3pacTe.



B BOcnanuTenibHOU CTaAuun B BuUAe
HapPY)XXHOro sie4eHUS UCNONb3YIOT
rnioKoKopTukouabl. Npu
o6pa3oBaHMMU NY3bIPbKOB
HaK/1aAabiBalOT NOBA3KM,
CMOYEHHbIE aHTUCENTUYECKUM
pacTBOpoOM (6neaHO-pO30BbLIN
pacTBOp Kanuna nepMaHraHara).

JNleueHMe Mpu BblpaXXeHHbIX
BOCMaNUTENIbHbIX UBMEHEHUAX
Ha3Ha4aloT MNMIOKOKOPTUKOUADI

BHYTpPb, HanpumMmep, npeaHU30J10H

0,5—1,0 Mr/Kr B AeHb C 6bICTPOM
oTMeHoMU. NpoBoaNaT
NpoPUNaKTUKY BTOPUYHOMU
nHbeKuun. NopaxeHuda Apyrmx
OpPraHoOB J1e4yaT Y CMEXXHbIX
crneunasiucTosB.




CvHppom PpaHUeCcKeTTMm-

ApaccoHa-Herenm
(aepmaTo3 ceTyaThbiu

NMArMEHTHbLIN) Onpep,eneume

ABNAAeTCA peAKUM ayTOCOMHO AOMUHUPYIOLLUM
dopMa aKTOAEepMaZIbHOU AUCNa3um, RN
XapaKTepusylLemncsa cetT4yaTtom NMrMeHTaumem R s‘
KOX>XU, YyMeHbLeHHaa PyHKLUNEN NOTOBbIE &
)Xenes3bl, OTCYTCTBUE 3y60B N rmnepkKeparos
napoHem v nopows. OaHa U3 caMbiX APKUX
OCOBGEHHOCTEMN - OTCYTCTBME JIMHUM OTNEYATKOB
nasnbLUeB Ha NajsbLax.



BnepBble 3a6oneBaHme onucan B 1927 r.
wBeMuapckmum gepmartonor Oskar Naegeli
N (1885—1959) y uneHoB oaHOMU ceMbM (Y OTLLA U
ABYX ero gouepen). B 1954 r. uBenuapckue
odTanbmonor A. Franceschetti (1896-1968) n

aepmatonor W.Jadassohn (1897—1973)
~ MCTOPMHECKaﬂ NOBTOPHO 06CNnenoBanv YJ1I€EHOB 3TOM XKe
cnpaBKa CeMbM N YTOUHUIN aYyTOCOMHO-

- AOMMVHaHTHBIN XapaKTep HacneaoBaHUA
6onesHun. B ganbsHenwLeM y AaHHOIO
LIBEULLAPCKOro ceMeMmcTBa KIMHN4YecKue
0CO6EeHHOCTUN U TeueHue 3ab6oneBaHuA 6bININ
TLLATeJIbHO AAOKYMEHTMpPOBaHbI B 60/51ee uem
LLeCTV NOKOJIeHUAX.
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CuHpapoM DOpaH4yecKkeTTU-AaaccoHa-

Herenu HacnepyeTca no ayToCoMHO-
AOMMUHAHTHOMY TUNy. KnnHu4yeckue

dTHnonorus an3HaK{1 3a6)<l>neBaHMq

A NposaBNAIOTCA Ha BTOPOM roaly YXU3HM

U pexxe nosgHee. Nonosbix

natToreHes passinumm Her.




be3 npealwecTBYOLWMX BOCNANIUTESIbHbIX
A1BJIEHUN CUMMETPUYHO Ha Wee, rpyam,
YXUBOTE, KOHEYHOCTAX (0coO6eHHO B
crnb6ax) nogaBngaeTca ceTyartasa
NMUrMeHTaLmusa OT Cepo-4YepHoOro Ao TeEMHO-
Kopu4yHeBoro upeTta. Kpome Toro,
O6HapY)XXUBAKTCA CUMMETPUYHDbIN
TOYeYHbIN U aNdPPy3HbIN NTAAOHHO-
NoAoOLUBEHHbIN FNMNEepKepaTos, CHUXKXEeHUe
notooraeneHud (HaCTUYHOE UM MNOJTHOoe
OTCYTCTBUE SKKPUHHbIX NOTOBbIX YXere3),
Hepe3KO BblpaXXeHHbI€ aHOMAJIUU HOITEU
(oHnxonusuc, cy6nmMHreanbHbIN
rmnepKepaTos, BpoOXXAeHHas OTC/IOUKA
HOrTda 601bLIOro Nanbla CTonMbl) U
anoneuud. XapaKkTepHa runonsia3uvs
aepmMatornndmnyecKmnx ysopoB NTaflOHEMN.
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MoryT BbISIBNATbCSA
aHoManuu 3y60B
(HenpaBunbHaga oopma,
Opyrue XesiTas oKpacka unm
N3IMEeHeHusa no6aBoyYHble 3y6bl), rnas
(Huctarm, Kkocornasue,
aTpodua 3pUTenbHOro
HepBa), BAa3OMOTOPHbIE
pacCcCTpoOUCTBa U
nuxopaakKa npw
dUn3nyecKoun Harpyske.

KOXXU U ee
NnPUOaTKOB.




dusunyeckoe u yMCTBeHHOE pa3BUTUE B
HopMe. MNepBble NMrMeHTauum
NoSIBNAIOTCA Ha 2—3-M roay XXU3Hu B
o651acTU Ty/TOBULLIA N BEPXHUX
KOHEeYHOCTENU. 3aTeM o4Yarm BO3HUKaAIOT
TeyeHune m NMPOrHoO3 Ha ApYrmx ydacTKax KOXXHOro rnokKkpoasa.
Co BpeMeHeM MHTEHCUBHOCTb U
pa3Mepbl MUrMEeHTAaUUUN KOXXU MeASIeHHO
yMeHbLlawTca. Mpun HacTynsieHUuu
NnoJIOBOM 3pEesIoCTU NUrMeHTauus
McYe3aeT NOJIHOCTDbIO.







CrnnACnb0O 3A BHUMAHMUE!




