


® HacniencrBeHHBIVI HePPUT
(cuHOpOoM AJTpHOpTA) -
reHeTYeCcK
JeTepMIMHIPOBaHHAaA
HacJIeZICTBeHHasI HeIMMYyHHasI
rJIOMepyJionaTms,
IIPOsBIIAIONIAs TreMaTy pren
(MHOTIa C HpoTeMHYpUen),
IIpOrpeccUpyroUIMm
CHVDKEHVIEM ITOYeUHBIX
PpyHKLIMI C pa3sBUTHEM
XPOHMYECKOV II0YEYHOU
HeIO0CTaTOYHOCTV, YacTOo
COYeTaroIAsICsI C
HeVPOCEHCOPHOM I'JIYyXOTOM U
paccTporCTBaMI 3peHVI.




Brrepsrie 3a00reBanme onmcano B 1902 r. L.G.Guthrie,
KOTOPBIVI HAOJIIOa CEMBIO, B HECKOJIBKIIX ITOKOJIEHVISIX
KOTOpOV Habmonaiack remarypus. B 1915 y uiienos ston
xe ceMbr A.F.Hurst Opu10 onmcano passuTme ypemnu. B
1927 r. A Alport BriepBbIe BBISIBUII TYTOYXOCTb Y
HEeCKOJIbKVX POOCTBEHHUKOB ¢ remaTtypwuen B 50-e rozmer
[IPOIIIOTO BeKa ObUIN OIVicaHbl HOPakeHWs IJ1a3 IIpu
11ofo0HOM 3a0osteBanMM. B 1972 1. y O0IBHBIX C
HaCJIe[ICTBEHHOV reMaTypuer ITpy MOPJPOJIOTMUeCcK
mcciregosaHuy oyeunon Tkauy Hinglais et al. Bersasmm
HepaBHOMEPHOe pacliipeHie 1 pacciIoeHue
IJIOMepPYJISpHBIX Oa3asibHbIX MeMOpaH. B 1985 r. Obuia
MOeHTUPUIMPOBaHAa FeHeTYeckas OCHOBA

HaCJIeZICTBEHHOTO HedppwTa - MyTalyis B F'eHe KoJUlareHa
IV tuna (Fiengold et al., 1985).



VccriemoBaHme reHeTUYECKOV ITPUPOIbL
3a00s1eBaHIA TI03BOJIVIIO 3aKITIOUYNTB, YTO pas3iInums
B PEeHOTUIINYECKMX ITPOSABIIEHVISIX HAaCJIeCTBEHHOTO
HedpuTa (C TYTOYXOCTBIO WIN 0Oe3 Hee)

OOy CIIOBJIEHBI CTEIIEHBIO SKCITPECCUN MyTaHTHOTO
reHa. TakuM oOpa3oM, B HacTosIIlee BpeMs Bce
KJIMHUYeCKVe BapMaHThl pacCMaTPUBAIOTCA KaK
[IPOSBJIEHVI OTHOTO 3a00JIeBaHVIst VI TEPMVH
"HaciIeICTBEHHBIVI HePPUT'' SABJIAETCS CMHOHVIMOM
TepMMHa 'cCMHIpOM Asibriopra’.

CorstacHO JaHHBIM 3MVAEMUOJIOIMYECKMX
VICCIIeIOBAaHMII HACJIeAICTBEHHBIVI HePPUT
BCcTpeuaercs ¢ yacroron 17 Ha 100 000 geTckoro
HaceJIeHVI.
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- HpuYMHBI CMHAPOMA

Anbropra

['emeTueckas ocHOBa OOJI€3HM - MyTalis B TeHe a-d>
Lieny KosuiareHa IV turia. 9ToT TUI yHUBepcajleH
U1 Oa3aJIbHBIX MeMOpaH ITOYKM, KOXJIeapHOTO
arrapara, KalCyJibl XpycTajiKa, CeTYaTK U
POTOBUIIBI IVIa3a, YTO JOKA3aHO B VICCIICIOBAHMSIX C
VICII0JIb30BaHEM MOHOK/IIOHAJIbHBIX aHTUTEJI
IIPOTUB 3TOV PpaKLMy KojulareHa. B rociientee
BpeMs YKa3bIBaIOT Ha BO3MOXXHOCTb IIPVIMEHEHVIS
HHK-30H108B 14 I1peHaTa/IbHO AMarHOCTUKN
HaCJIeZICTBEHHOT O HedppuTa.



IlomuepkmBaeTcs BaXXHOCTb TECTMPOBAaHM BCEX WICHOB CeMbI
¢ tomolinbio J1HK-30HI0B )15 BRISIBJIeHMS HOCUTEIem
MYTaHTHOI'O F'eHa, 4TO ViMeeT OOJIbIIIOe 3HaUYeHNe 1P
IIPOBEIeHNMN MeOVUKO-TeHeTNYeCKOIr0 KOHCYJIbTUPOBaHVIS
ceMmer1 ¢ 3TuM 3ad0osieBanmeM. OmHako 1o 20% cemert He
MIMEIOT POIICTBEHHMKOB, CTPaJaIOIIX OOJIe3HBIO ITOYEK, UTO
II03BOJISIET IIpeArIosiaraTb BbICOKYIO YacTOTYy CIIOHTaHHbIX
MyTalVIVI aHOMaJIBHOI'O reHa. Y OOJIBIIMHCTBA OOJIBHBIX
HaCJIe[ICTBEHHBIM He(PPUTOM B CEMbAX MMEIOTCS JINIIA C
[I0YeYHBIMY 3a00JIeBaHNAMY, CHVDKEHVIEM CITyXa U
[1aTOJIOTVIEVI 3PEHMST; IMEIOT 3HaUeHVe POICTBeHHbIe Opaku
Me>XXITy JIIOJIbMM, MEIOIIMMM OIHOTO VI OoJiee ITpeIKOB, TaK
KaK B Opake pOICTBEHHBIX 0COOE BO3pacTaeT BepPOSTHOCTD
T10JTyYeHMsI OAVMHAKOBBIX T€HOB CO CTOPOHBI 000X
poauTesier. Y cTaHOBJIeHbI a8y TOCOMHO-IOMHAHTHBIV U
ayTOCOMHO-peleCcCBHBIV 1 JOMVHAHTHBIN, CIEIUI€HHBIV C X-
XPpOMOCOMOV ITyTU IIepegaydn.



Y meren yvaltie pasjiM4aroT TP BapyaHTa
HaCJIeICTBEHHOI0 HedppuTa: CMHAPOM AJIBIIOPTA,
HaCJIeZICTBeHHBIVI HeppUT Oe3 TyroyxocTu v ceMeViHasA
NOOpOKadecTBeHHas reMaTy Pyis.

CuHzapom AJtbiopTa - HacJIeZICTBEHHBIV HePPUT C
II0OpaKeHeM cjlyXa. B ocHOBe JIeXXnT coyeTaHHbIN
nedeKT CTPYKTYphI KojlareHa 0asaIbHOI MeMOpaHbI
KJIyOOUYKOB ITOY€eK, CTPYKTYP yxa u IJ1a3a. ['en
KJIACCMYECKOT0 CUHIpOoMa AJIbIIOPTa PacCIIOIOXeH B
jokyce 21-22 q pyimHHOrO 1wieda X-XpoMOCOMBL B
OOJIBIIIMHCTBE CTy4YaeB HacjleqyeTcs 110 JOMUHaHTHOMY
TUILY, CLICIUICHHOMY C X-XpOMOCOMOM. B ¢Ba3M ¢ aTMIM ¥
MY>KUVMH CMHIPOM AJIBIIOpTa IIPOTEKaeT TshKeslee, TaK
KaK y >KeHIIIVH (PYHKLIMA MyTaHTHOI'O I'eHa
KOMIICHCHPYETCS 30POBbIM ajUlejieM BTOPOVA,
HEeIOBPpeXIeHHOV XPOMOCOMBI.



['eHeTyecKom OCHOBOV pa3BUTHA HACIIEOCTBEHHOI'O
HedpuTa ABIIAIOTCSA MyTall B TeHax ajib(a-1ierien
KosviareHa 1V Ttura. V3BecTHO 111ecThb a-11erient IV
KoyuiareHa I Turma: reHsl ad- n a6-1ertent (Col4AdS n

Col4 A5) HaxomsTCA Ha IJIMHHOM IU1e4e X-XPOMOCOMBI B
30He 21-22q; rensl a3- n a4-uienient (Col4A3 n Col4A4) -
Ha 2-11 xpoMocome; reHbI al- 1 a2-1terient (Col4Al n
Col4A2) - ma 13- xpoMocowme.

B OoseiiHCcTBe city4daes (80-85%) BbIsgBiIsteTcs X-
CLIEIUIEHHBIV TUII HacJIe0BaHMs 3a001eBaHMs,
CBA3aHHBIV ¢ HoBpexaeHnsamm reHa Col4AS B pesysipTaTe
Jaerienyy, TOUeUHbIX My Tall I HapyHIeHn
crutavicuHra. B Hacrosiiee Bpems oru Ho Oostee 200
myTanmii reHa Col4 A5, OTBeTCTBEHHBIX 3a HapYILIEeHNe
CUHTe3a ad-1ienevi Koyviareta 1V tuna. I1pu aTom Tie
HacJleJIOBaHM: 3a00JIeBaHMe IIPOSBIIsIeTCA V AeTen
00oero 110J1a, HO Yy MaJIbYMKOB IIPOTEKaeT TsDKeIee.



MyTanmn B tokycax reHoB Col4A3 u Col4A4,
OTBeTCTBEHHBIX 3a CMHTEe3 a3- 1 a4 - 1errem
KosutareHa 1V turiia, HaciiemyroTcs ayTocoMHo. 110
JAHHBIM VICCIIEOBAHVII 8y TOCOMHO-IOMVHAHTHBIN
TWII HaCJIeIOBaHVISL OTMedaeTcs B 16% cirydaes
HaCJIe[ICTBEHHOI'0 He(ppnTa, ay TOCOMHO-
peLlecCUBHBIN - Y 6% O0orbHBIX. V3ecTHO 0KO0I10 10
BapvaHTOB MyTanmit reHoB Col4A3 1 Col4A4.

Pe3ysibTaTOM MyTalUI SIBJII€TCS HapyIIeH e
ITpoIleccoB cOopkm KosuiareHa [V tnna, mpusosditiee
K HapyIIeHNIO ero CTpYKTYypbl. Koyutaren 1V turia
ABJISI€TCS OOHVM M3 OCHOBHBIX KOMIIOHEHTOB
[JIOMePYyJIIPHOV 0a3albHOVI MeMOpaHHBI,
KOXJIeapHOI'O arriapara M XpycTajinka IJiasa,
I1aTOJIOTV KOTOPBIX OyZIeT BBISBIIATHCS B KIIVIHUIKE
HaCJIe[ICTBEHHOTI'0 HedppuTa.



Kosmiaren IV turia, BXomsimmii B cOCTaB ITIOMEPYJIIPHON
OasasIbHOVT MeMOpaHbl, COCTOUT B OCHOBHOM W3 ABYX al-1ieren
IV) n ogrom a2-ienm (IV), a Takxke comepxut a3, a4, ad>-1ierm.
avboJIee 4acTo IIpy X-CLieIUIEHHOM HacJIe[lOBaHM My Taliyis
reHa Col4Ab comnpoBoyxmaeTcst oTcyTCcTBUEM a3-, a4-, ab- v ab
L1er1eVl B CTpyKType KosuiareHa 1V Turia, a konmmyectso ol-
a2-1ierievl B IJIOMePyJIsIpHOV Da3aIbHOM MeMOpaHe
BO3pacTaeT. MexaHM3M 3TOro peHoMeHa HesICeH,
[IpeIioyaraeTcs, 4YTo IIPUIIHON SBJISIOTCS
IIOCTTPaHCKpUHIMOHHBIe 13MeHeHnst MPHK.

OtcyTcrBue a3-, a4- v ab-tientent B crpykrype IV Tima
KoJUIareHa 0a3aJIbHbIX MeMOpaH KIIyOOUKOB IIPUBOANUT K X
VICTOHYEHMIO V1 JIOMKOCTM Ha PaHHMX CTaAMsIX CMHAPOMA
AJIBIIOPTA, YTO KJIIMHWYECKN IIPOSBIIAeTCS Yallie reMaTypuent
(pe>xe reMaTypuent C ITPOTEVHYPUEV VIV TOJIBKO
IIPOTEeVHYPYEeN), CHVDKEHVEM CIIyXa VI JIEHTMKOHYCOM.
HEIHBHQVIIHQQ [IporpeccrpoBaHie 3a00JIeBaHVs ITPUBOANUT K
YTOJIIIIEHVIO VI HAapyLIEeHIO IIPOHMIIaeMOCTV Da3aIbHbIX
MeMOpaH Ha ITO3JHMX CTaansIX 3a00sieBaHNs, C pa3pacTaHeM
B HUX KoJulareHa V v VI TUIIOB, IPOSBIISAIOIINIXCS B
HapacTaHWV HIPOTEVHYPUN Y CHVDKEHU II0YeYHbIX

pyHKIIMIL.



XapakTep MyTaluy, JieXxaller B OCHOBe HacJIe[ICTBeHHOIo HedppwuTa,
BO MHOI'OM OIIpefiesIsieT ero peHoTumnmdeckoe npossiieHue. [ Ipu
nesteriny X-XpoMOCOMBI C OTHOBpeMeHHOM MyTalivert reHoB Col4A5
1 Col4 A6, oTBeTCTBEHHBIX 3a CHTE3 ab- 1 ab-11eriet kosviareta [V
TUIIa, CUHAPOM AJIBIIOPTa COUETAETCS C JIEVIOMMOMAaTO30M
ITMIIEeBO/IA VI IIOJIOBBIX OpraHoB. 10 maHHBIM McciIenoBaHMN IPU
myTtanmy reHa Col4A5, cBsi3aHHOM ¢ Jieneryeri, OTMeYaroTCs
OoJIbIIIas TSAXKeCTh NaTOJIOIMYEeCKOTo Ipollecca, coueTaHue
II0YEeUHOT'0 HHOPaKeHVsI C SKCTpapeHaIbHBIMU ITPOSIBIIEHVISIMU 11
PaHHVIM Pa3BUTHEM XPOHMYECKON IIOY€YHO HeJIOCTaTOYHOCTH, T10
CpaBHEHMIO CTOYEYHOI MyTallyieVi 3TOro TeHa.

Mopdosiormueck pm 371eKTPOHHOV MUKPOCKOIIN BbISIBIIAETCS
VICTOHYEHVIE U paccJIoeHVe IIOMePYJISIpHbIX DasaJibHbIX MeMOpaH
(ocobeHHO lamina densa) v HasI4Me 371€KTPOHHO-IUIOTHBIX IPaHYIL.
[ IopaxeHne riIoMepyJI MOXKeT OBITb HEOJTHOPOIHBIM y OJHOT'O U
TOI'O >Xe 0OJIBHOI'0, OT MMHMMaJIBHOI'O (POKaJIBHOTO HOPaKeHMs
Me3aHI VI 10 ITIoMepyJIocKiIeposa. [TiomepynuT ripm cuHapoMe
AJtpIIOpTa BCerja HOCUT VMMMYHOHeTraTVBHBIN XapaKTep, YTO
OTJINYaeT ero oT riioMepysioHedpuTa. XapaKTepHBI pa3BUTHe
aTpodm KaHaJIbLIEB, JIMMPOTrMCTHONUTapHas MHPWIbTPAaLIVs,
HaJI4vie 'TIeHVCTBIX KJIETOK' C BKITIOUeHVAMM JININIOB -
mnodparamu. [Ipu niporpeccupoBaHmy 3a00s1€BaHMS BBISBIISETCS
yTOJILIIEHVIE VI BbIpaXkKeHHas eCcTPYKIMA Oa3aIbHbIX MeMOpaH
KTy OOUKOB.



BeIgBIIAIOTCA OTTpenesteHHbIe COBUTM B COCTOSTHUM
VIMYHHOVI CMICTEMBI. Y OOJIbHBIX HacJIe[ICTBEHHBIM
HedPUTOM OTMEUEeHO CHVDKeHVe YpoBH Ig A n
CKJIOHHOCTD K IIOBBIIICHIIO KOHIIeHTpanmu IgM B
KpoBY, ypoBeHb [gG MoxeT OBITE ITOBBIIIIEH Ha
PaHHMX CTaZIVIAX Pa3BUTHUA 3a00JIeBaHMS 1
CHVDKATbhCA Ha IO3IHUX CpOKaX. BO3MOXHO,
rosbliieHe KoHeHnTpanmm IgM u G asiigerca
CBOeOOpa3HOVI KOMIIEHCAaTOPHOV peaKIel B OTBET
Ha pedmut IgA.

OyHKIMOHaIbHAY aKTMBHOCTb CUCTEMBI T-
MM@OIIUTOB CHVDKEHA; OTMeYaeTcsl n30upaTesibHOe
CHVDKeHVe B-mmMdo1mToB, OTBETCTBEHHBIX 3a
cuHTe3 Ig A, HapymaeTcs dparonmTapHoOe 3BeHO
MIMMYHUTETa, B OCHOBHOM 3a CYeT HapyIIeHMs
IIPOLIECCOB XeMOTaKCHCa I BHY TPUKIIETOYHOI'O
IIepeBapmBaHIs B HeITpodmIax



[ Ipm nccriemoBaHuy OMoIITaTa I04eK y OOJIBHBIX C
CUHAPOMOM AJIBIIOPTA I10 JaHHBIM 3JIEKTPOHHOM
MVKPOCKOIIVV HaOJIIOOat0TCs YIIbTPaCTPYKTYPHBIE
M3MeHeHVs 0a3albHOV MeMOpaHbI KTy 0ouKa:
MICTOHYEHVE, HapyIlleHye CTPYKTYPbI 1 paclllelUleHVe
[TIOMePYJIIPHBIX Oa3aIbHbIX MeMOpaH C M3MEeHEeHVeM ee
TOJILIIVHBI I HEPaBHOMEPHOCTBIO KOHTYpoB. Ha panHMX
CTaJVIAX HAaCJIeZICTBEHHOTO HedppuTa f1edeKT oIrpeesisieT
VMICTOHYEHVIE 1 JIOMKOCTb IJIOMEPYJIIIPHBIX Oa3a/IbHBIX
MeMOpaH.

VcToHYeHMe TJIOMepYJIIpHBIX MeMOpaH sBJjIsieTcs Dostee
OJIaroIpMATHBIM HPU3HAKOM U Yallle BCTpedaeTcs y
neBoueK. bojiee MOCTOSTHHBIN 3JIEKTPOHHO-
MVKPOCKOIITMYECKUI IIPU3HaK TPV HacJIeJICTBEHHOM
HedppuTe - paciieruieHe 0a3albHO MeMOpaHBHI,
[IpMYeM BbIPaKeHHOCTb JeCTPYKIIUU ee KOPPeInpyeT C
TSKECTBIO ITpoliecca.
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Kitaccudpmkanms

BoimeriaroT Tpu BapuaHTa HacJIe[ICTBEHHOro HedppuTa

I BapmaHT - KIIMHWYECK! ITPOosBIIseTCss HepPpUTOM C reMaTypuers,
TYTOYXOCTBIO UITOpakeHeM I71a3. TeueHne HedppuTa IIporpeccupyroliee C
passutviem XITH. Twum HaciiemoBaHMS - TOMMHAHTHBIN, CLIEIIEHHBIN C X-
XxpoMmocoMovt. Mopdostorndecky BeISBIIeTCS HapyllleHe CTPYKTY Pbl
Oa3asibHOVI MeMOpaHBI, ee CTOHYEHME U pacllielIeHe.

II BapmaHT- KJIMHIYECKM IPOsIBIIsieTCss HePPUTOM C reMaTypuent Oe3
Tyroyxoctu. TedeHne HedppuTa IIporpeccupyiolriee ¢ pa3sBuTieM
XPOHMYECKOVI IIOUeYHOV HeJIOCTaTOYHOCTH. I HacjIeToBaHMs -
JIOMMHAHTHBIV, CIIeIUIeHHBI ¢ X-XxpoMocoMort. Mopdosormnmdeckn
BBISBJIS€TCS VICTOHUYeHMe 0a3asibHOV MeMOpaHbl KallWUISIPOB KITyOOYKOB
(ocobenHO laminadensa).

III BapuaHT - fOOpOKayecTBeHHas ceMeViHas reMaTypus. TeueHve
OJIaronpusTHOe, XpOHMYecKas II0UeuHas HeJOCTaATOYHOCTD He
pasBuBaeTcs. TuIl HacjIeroBaHVs - Ay TOCOMHO-IOMMHAHTHBIV VIV
ayTOCOMHO-pereccuBHbIN. [ Ipu ayTocoOMHO-perieccBHOM THIIe
HacJIe[JOBaHWs y XXeHIIH OTMedeHO DoJlee TsDKeJloe TedeHvie 3a00/1eBaHA.
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_UMIITOMBI CMHOPOMa

Anbniopra y gerem

IIepBble cMITTOMBI CMHOPOMa AJIBIIOPTA B BUIE V30JIMPOBAHHOIO
MOYeBOI'0 CMHJIPOMa Yallle BBIABIIAIOTCA Y AeTel IIePBBIX TPex JIeT XM3HI. B
OoJIBIIIMHCTBE Cily4aeB 3a0osleBaHVe OOHapy XMBaeTcs cirydatHo. ModeBoi
CUHIPOM BBISBJIsIeTCs IPpY PO IIaKTUYecKoM 00ciieoBaHmM Ee6eHKa,
rieper IOCTyIUIEHMEeM B IeTCKoe yupexxaeHue v Bo Bpems OPBVI. B
CJIy4ae HOsBJIeHMA IaTosiornm B Mode Bo Bpemst OPBVL. ITpu
HacJIe[ICTBeHHOM HedpuTe B OT/ITUMe OT IIPMOOpeTeHHOIO
rJIoMepyJIoHedpuTa OTCYTCTBYeT JIaTeHTHBIVI IIePVIOL.

B HavasbHOM cTaguy OoJIe3HM caMOYyBCTBYE pebeHKa cTpagaeT Majlo,
XapaKTepHOV 0COOEHHOCTBIO SIBJIAeTCS YIIOPCTBO M CTOVIKOCTh MOY€BOI'0
cuHgpoMa. OOHMM 13 OCHOBHBIX ITIPU3HAKOB SIBJIAETCS TeMaTy pvid
@aSHT/ITIHOVI CTeIleH BbIpaskeHHOCTY, HaOmomaeMas B 100% cirydaes.
CYWJIEHMe CTeIIeHV reMaTy Py OTMedYaeTCst BO BpeMs WIV IOCIIe
VHMEKINVI ObIXaTeJIbHBIX Iy TeVi, PU3MYecKOV Harpy3Ku VIV I10CIIe
podWIaKTUYeCcKy X IPpUBUBOK. I [poTenHyprs B OOJIBIIVMHCTBE CJIy4aeB He
npesblIaeT 1 r/cyT, B Hauasie 3a00s1eBaHVA MOXXET OBbITh HEIIOCTOSIHHOV, 110
Mepe IporpeccupoBaHms Ipoliecca IIPOTeNHY P HapacTaer.
I leproamdeckn B MOYeBOM OCafIKe MOXKeT IIPUCYTCTBOBATh JICVIKOLIVITY Vst
c mpeobiiagaHMeM JIMMQOLNUTOB, YTO CBA3BIBAIOT C Pa3sBUTIEM
VIHTepCTULVAJIbHBIX M3MEeHEeHUL.



B maymbHevIIIIeM IpoucXOanT HapyIIeHVIe MTapIyaIbHbIX
gDYHKLH/IT/I II0YeK, YXYIIIeHe OOIero COCTOSHVIS
OJIBHOTI'O: ITOABJISAIOTCS. MHTOKCVKALIVIS, MBIIIIeYHAasd
CJ1a0OCTB, apTepraibHas TUIIOTOHVIA, 9acTO HapyIIeHe
ciryxa (0COOeHHO y MaJIbYMKOB), MHOITIA HapyIIeHe
3peHVs. VIHTOKCMKanus HpodBigeTcs 0J1eTHOCTHIO,
YTOMJISIEMOCTBIO, TOJIOBHBIMYL OosrsamMyt. B HavasteHOM
cTazvyt OOJIe3HM CHVDKEHMe CJIyxa B OOJIBIIIVHCTBE
CJIy4aeB BbIABJIAETCS TOJILKO C IIOMOIIIBIO ayaAnorpadu.
CHyoKeHme c1yxa IIpy CUHIApPOMe AJIbIIOPTa MOXKeT
BO3HVKHYTb B Pa3/IM4YHbIe IIePUOIbI IeTCTBA, OIHAKO
yalle BCero TyroyxocCTb OMarHOCTUPYeTCs B BO3pacTe
6-10 jsreT. Haumnaetcs cHyvDKeHMe cIyxa y geTem C
BBICOKVX YaCTOT, JOCTUrasl 3HAUYUTEIILHOW CTeIleH! [IPpU
BO3IYIIIHOM VI KOCTHOM IIPOBEeIECHW, [IePEeXOd 13
3BYKOIIPOBOIAIIIEVI B 3BYKOBOCITPVHVIMAIOIIY O
TyroyxocTb. CHYDKeHMe ciIyxa MOXeT ObITb OITHVIM W3
IIePBBIX CIMIITOMOB 3a00J1€BaHVIS I MOXKET
[IPEeIIecTBOBAaTbh MOUYEBOMY CUHIIPOMY.



B 20% citygaeB y OOJIBHBIX C CMHAPOMOM AJIbIIOpTa
OTMEYar0TCs M3MEHEeHM CO CTOPOHBI OPTaHOB 3PEeHIA.
Hanbosee yacTo BBISBISIOTCS aHOMAJIMM CO CTOPOHBI
XpycTayIka: cpepod oK, JIEHTUKOHYC ITepeHII,
3aIHMV VIJIVI CMEeIllaHHBbI, pa3H006 asHble KaTapaKTbl. B
CEeMBbSIX C CMHOPOMOM AJibiopTa HalJIromaeTcs
3HaUUTeJIbHAsA YacToTa MUOIINN. P4 vicciiemoBaTesien
IIOCTOSHHO B 3TUX CEMbSIX OTMEeUaloT OvyiaTepasibHbIe
[IepyMaKyJIsipHble M3MEeHEHV B BUIe SIpPKMX OeToBaThIX
VUIV KeJITOBATBIX IPaHYJISINI B 00JIacT KeJITOro TeJla.
OHM CUUTAIOT 3TOT HPM3HAK HOCTOSHHBIM CUMITTOMOM,
KOTOPBIV VIMeeT BbICOKYIO AMarHOCTUYeCKYIO [IEHHOCTD
ripu cuHgpome Anbniopta. K. S. Chugh m coast. (1993)
Py 0PTAJIBMOJIOIMYECKOM VCCIIeOBAaHMM BBISBVIIN Y
OOJIBHBIX CMHAPOMOM AJIBIIOPTa CHVKEHVIE OCTPOTHI
3peHVs B 66,7 % cily4daeB, [TlepeJHNI JICHTUKOHYC - B
37,8%, ndaTHa Ha ceTyaTke - B 22,2%, KaTapakTy - B 20%,
KEpPaTOKOHYC - B 6,7 %.



Y "actu merevi ipy HacJIeICTBEHHOM HedpuTe,
0CODeHHO IpVt POPMMUPOBAHNI IIOYEUHO
HEeIOCTaTOYHOCT, OTMEeYaroT CYIIeCTBeHHOe OTCTaBaHVe
B pmsmueckom passutun. [1o Mepe riporpeccrposaHmA
II0YE€YHOV HeJOCTaTOYHOCTY pa3BMBaeTCsa apTepyaibHasd
TUIIePTEeH3M. Y JeTerl OHa Yallle BbISBIIIeTCS B
II0JIPOCTKOBOM IIepuozie 1 B OoJIee CTapIX BO3PaCTHBIX
rpymmax.

XapakTepHO Hasjluye y OOJIbHBIX C HaCJIeZICTBEHHBIM
HedpUTOM pa3sHOOOpa3HbIX (OoJtee 5-7) cTUrM
COeIVHMTEIIbBHOTKaHHOTO An3s3MOpuroreHesa. Cpenn
COeIVHUTEIbHOTKaHHBIX CTUI'M Y OOJIBHBIX HarOoJ1ee
YacTo BCTpeYaroTCs rMIepTesIOpu3M IJ1a3, BBICOKOe HEDO,
aHOMaJIVY IIPUKYyca, aHOMaJIbHasl popMa YIIITHBIX
PaKOBVH, ICKPVBJIEHVE MU3MHIIA Ha PyKax,
«CaHJTaJIeBUIHAS I11eJ1b» Ha cTorax. [iis
HacJIeJICTBEHHOro HedppuTa XxapakTepHa OIHOTUITHOCTb
CTUTM AM33MOpUOreHe3a BHYTPY CEMb, a TaKXKe
BBICOKas YacTOTa VX paclpOCTpaHeHUs Y

pO,H,CTBQHHVIKOB HpO dHJI10B, 110 JIMHWNN KOTOPBIX
moenemaeTea AOTEREIL



Ha panHMx 3Taniax 00j1€3HM BBIABIISIETCA N30/ IMPOBaHHOE CHVDKEeHVe
TTapLVAIBHBIX PYHKLINIA II0YeK: TPaHCIIOPTa aMUHOKICIIOT,
3JIEKTPOJINTOB, KOHLIEHTPALIMOHHON (PYHKIINY, allioreHesa, B
HaJIbHeVIIIeM M3MeHeH KacaloTca (PYyHKIMOHAIBHOIO COCTOAHMSA
KaK IIPOKCUMAJIBHOIO, TaK VI AVICTAJIBHOTO OT/esIa HedppoHa M HOCAT
XapaKTep cOUeTaHHBIX HapUMalIbHbIX HapylieHu. CHYDKeHMre

KTy 0OUYKOBOVI (pvIbTpaLivy HacTyIlaeT IHO3/1Hee, Yallle B

IO POCTKOBOM Itepuoze. [1o mepe mporpeccupoBanms
HaCJIeZICTBEHHOIO HedppuTa pa3BuBaeTCs aHeMM3aLVi.

Taxvm obpasom, 11 HacJIeICTBeHHOro HedppuTa XapaKTepHa
CTaAVITHOCTb TeueHs OOJIe3HV: CHadasla JIaTeHTHasI CTafys VIn
CKPBITBIX KJIMHNYECKNX CUMIITOMOB, IIPOSIBIIAIOIIAACS
MVHVMaJIBHBIMV M3MEHEHVISIMY MOYeBOIO CMHIPOMa, 3aTeM
HaCTyIIaeT [TOCTelleHHast JeKOMIIeHcallys IIporecca O CHYDKeHMeM
[IOYeYHBIX PYHKIINI C MaHU(ECTHBIMY KIIVHIYEeCK/IM
CHIMITTOMaMM (MHTOKCHMKAIVs, aCTeHM3alVisl, OTCTaBaHe B
pasBuTHM, aHeMvzanyst). KimmHndaeckme criMIITOMBI ITOABIIAIOTCA
OOBIYHO BHE 3aBVICIMOCTV OT HaCJIOEHVISI BOCIIAJINTEJIbHOV PeaKLIVA.

HacnencrseHHbINT He(ppUT MOXeT MaHMU@ECTOBATh B pa3Hble
BO3pacTHBIe IIePVOAbL, UTO 3aBVICUT OT OEVICTBMA I'eHa, KOTOPBIN 10
OIIpefleJIeHHOTO BpeMeHM HaXOOUTCA B PelIpecCUpPOBAaHHOM
COCTOSTHUMN.









NMAT'HOCTVKA CVIHAPOMaA

Anbropra

[ IpemiokeHsb! cireqyoniie KpUTrepumn:

HaJIdvie B KaXKIOVI ceMbe He MeHee JIBYX OOJIbHBIX
HedponaTme;

reMaTypus Kak BeAyIInI CMMIITOM HeppoIiaTum y
IpoOaH/Ia;

HaJIndvie TYTOYXOCTYU XOTs OBl y O[THOTO 13 WIEHOB
CeMbL;

pas3BUTIIE XPOHMYECKOV ITOUYEYHOU
HEeJOCTaTOYHOCTV y OJJHOI'O POJZICTBEHHMKA U DoJIee.



[Tpu prarHocTMKe pa3HOOOpa3HbIX HaCJIECTBEHHBIX
Y BPOXXJIEHHBIX 3a00J1eBaHMVI OOJIBIIIOE MECTO
IIPVHAPIEXUT KOMIUIEKCHOMY ITOAXOY K
00CITemOBaHMIO U ITPEX]Ie Bcero ooparieHme
BHVMAaHW Ha JJaHHBbIe, I10JTyYaeMble ITpu
COCTaBJIEHUV POIOCIIOBHOM pebeHKa. [laruos
CUHIpoMa AJIbIIOPTa CUMTAETCA IPaBOMOYHBIM B
cJIy4asx OOHapy>XeHus y 00;1bHOTO 3 13 4 TUITMYHBIX
[IPV3HAKOB: HaJIYle B CEMbe FreMaTypun "
XPOHWYECKOVI [TOUYEYHOV HEeIOCTaTOYHOCTV,
IIPVICYTCTBYIE Y OOJIBHOTO HEMTPOCEHCOPHOM
TyTOyXOCTW, [TaTOJIOTMY 3peHs, OOHapy>XXeHue ITpn
3J1eKTPOHHO-MUKPOCKOIIMYECKO XapaKTePUCTUKE
OuonTaTa ITPU3HAKOB pacIlerUIeHVs
TJIOMEPYJISpHOV Oa3aslbHOV MeMOpaHBI C
M3MeHEeHVEeM ee TOJIIIVHBI I HepaBHOMEPHOCTHIO
KOHTYPOB.



OO0citemoBaHMe DOTHPHOTO ITOJDKHO BKITIOYATh KIIMHMKO-
reHeTVYecKyie MeTO/bl 1ICCIIeflOBaHVs; HallpaBJIeHHOe M3yYeHue
aHaMHe3a 3a00sIeBaHMsL; OO OCMOTP OOJIBHOTO C yUeTOM
AVMAarHOCTMYeCcK! 3HaUMMBIX KpuTepueB. B ctagnm komrieHcarm
YJIOBUTD ATOJIOTMIO MOXKHO JIUIIIb OPMEHTUPYSCh Ha TaKue
CUH/IPOMBI, KaK HaJI4Vie Hacjle[ICTBEHHOV OTSTOIIIeHHOCT,
I'MIIOTOHMM, MHOXKEeCTBEHHBIX CTUTM AM33MOproreHesa, M3MeHEHVIS
MOY€eBOTI0 CMHJIpoMa. B cragnm nekomMmeHcal i BO3MOKHO
T10sIBJIeHVIe SCTPapeHaIbHBIX CMITTOMOB, TaKMX KaK BbIpakeHHast
MHTOKCUKaIVS, acTeHM3allys, OTCTaBaHVe B (PU3MUEeCKOM pa3BUTUN,
aHeMM3alyis, IIPOSBIIAIONIVIECS W YCUJIMBAIOIIVeCs C II0CTelleHHbIM
CHVDKEHVeM ITOYeuHbIX (pyHKIUL. Y OOJIbIIMHCTBA OOJIBHBIX IIPU
CHVDKEHUY [TOYeUHbIX (PYHKIMI HaOJII01aeTcs: CHVDKEHVIE
dyHKIMM alnio- 1 ammHoreHes3a; y 50% 00IbHBIX OTMeYaloT
3Ha4YMTeIbHOEe CHVDKEeHVe CeKIéeTOpHOVI pyHKIIMM TOYeK;
orpaHMYeHMe IIpeesioB KojlebaHMs OIITNYeCKOV INIOTHOCTY MOYY;
HapyllleHVe puTMa PWIbTPaLNY, a 3aTeM U CHIDKEHVIE
KI1yooukoBou pvuibTpanmm. CTamys XpOHMYEeCKOV II0YeYHO
HeJI0CTaTOYHOCTY MarHOCTUPyeTCd Py HaIM4YMUM y OOJIbHBIX B
TeueHVe 3-6 Mec 1 OoJlee HOBBIIIIEHHOIO YPOBHS MOYEBVHEL B
CbIBOpPOTKe Kposu (0osiee 0,35 r/i1), CHIDKeHMEe KiTyOOUKOBO
drbTpatim 110 25% OT HOPMBL.



v dpepeHTManbHYIO IMarHOCTUKY HACIIeCTBEHHOIO
HedpUTa IIPUXOANTCA IIPOBOAUTD IIPEXKIIE BCErO C
reMaTypudeckort (opMoVt HproOpeTeHHOIo
rrioMepysioHedputa. I IprodopeTeHHBIN
[JIOMEPYJIOHePPUT MMeeT Yallle OCTpoe HavaJlo, IIepuo/]
2-3 Hep 110cI1e ITlepeHeceHHOV MH(eKIInY,
SKCTpapeHaIbHbBIe ITPU3HAKY, B TOM YMCIIe TUIePTeH3IO
C IepBBIX JHeV (IIpV HacJIe[ICTBEHHOM HedpuTe,
HaIIPpOTUB, TUIIOTOHVS), CHVDKeHVIe KITy DOUKOBOM
dwibTpanu B Havasie 3a00s1eBaHVs], OTCYTCTBYE
HapyILIeHV apHMaIbHbIX KaHAJIbLIEeBbIX (PYHKIINA,
TOIZIa Kak IIpV HacJIeJCTBeHHOM OHM IIPUCYTCTBYIOT.

[ IproOpeTeHHBIN TTI0MePYIOHePUT IIPOTeKaeT ¢ DoJiee
BbIpa>KEHHOV reMaTy puen U IIPpOTeMHY pUen, C
yBesimyernHon CO3. narHocTideckoe 3HaYeHMe VIMEeIOT
TUITMYHBIE M3MEHEHNS [JIOMEPYJIIIPHOV Oa3aJIbHOM
MeMOpaHBI, CBOVICTBEHHBIe HaCJIeZICTBEHHOMY HePPUTY.



HuddepennmanpHas IMarHocTrKa OT
IVICMeTa0oIIMYecKo HepponaTm IIPOBOINTCS C
XPpOHMYECKOV ITOUYEYHO HEJOCTATOYHOCTHIO, B
ceMbe KJIMHMYECKN BBISBIISAIOTCS HEOHOTUITHBIE
OoJ1e3HM ITOYEK, a MOXKeT OBITh CHIEKTP HedpponaTnm
OT I1eJIoHedpuTa 10 MOYeKaMeHHO 0osie3Hu. Y
JeTert 9acTo IIPUCYTCTBYIOT XKasi00bI Ha 00JI B
KVBOTE Y TIEPVIOMYECKV TPV MOYEeVCITyCKaHWY, B
Oca/Ike MOYM - OKCaJIaThl.

[Tpu momo3peHnn Ha HacJIe[ICTBEHHBIN HePPUT
00JIBHOrO HEOOXOAVIMO HAIIPaBUTD I YTOUYHEeHVII
OVAarHo3a B CieyaaIn3pOBaHHOe
HepoJIormuecKoe OTaesIeHNe.



/

s
JleueHue cuHOpOMa AbIIOpTa

B pexume nipenycMarpuBaeTcs OrpaHYeHne OT
OospIIMX PU3MYeCcKNX Harpy3oK, [IpeObIBaHVe Ha
CBeXXeM Bo3yxe. yera HojIHOIeHHasI, C
JTOCTaTOYHBIM COflep KaHVieM IOJIHOLIEHHBIX OeJIKOB,
KVIPOB U YIJIEBOJOB C y4eTOM (PYHKIIVM ITOYEK.
bospitioe 3HaUueHMe MMeeT BbISB/IeHMe M cCaHaIIUd
XPpOHUYEeCKMX o4aroB mHdeknmm. V13
JIEKapCTBEHHBIX CPELCTB VMCIIONb3YIOTCs ATD,
KOKapOoKcwiasa, MUpuaokcnH (1o 50 mr/cyT.),
KapHUTHHA Xj1opun. Kypcbl mposondr 2-3 pasa B
rof. I Ipu remaTypun Ha3HavdaeTcsa puUToTeparnms -
KpalivBa ABYJOMHas, COK YePHOIUIOIHO PsIOVIHBI,
TBICAYEJIVICTHVIK.



B 3apy0OexxHOVI 11 0OTedeCcTBEHHOV JInTepaType MMeIOTCs
COOOIIeH s O JIEYeHWMM IIPEeIHM30/I0HOM ¥ VICIIOJIb30BaHUM
TocTaTKoB. OIHaKO 00 3dpdeKTe CyanTs TPYITHO.

[ Tpu xpoHMYECKOVI ITOYeUHOVI He[JOCTaTOYHOCTM
ITPVIMEHSIOTCS TeMOAVAIIN3 Y TPaHCIUIAHTAIVA TI0YeK.

MeTtonos criertndprraeckon (3ddPeKTUBHOM
[IaTOTeHeTUYEeCKO) Tepaliy HacJleJICTBEHHOro HedppuTa He
cyliecTByeT. Bce jileueOHbBIe MepOTpMATISL HallpaBJIeHbl Ha
rpenynpexieHne 1 3aMeyIeHl e CHVDKeHMSI [TOYeUHBIX
pyHKIIVTL.

[{vieTa moypkHa ObITh cOaTaHCMPOBAaHHOM U
BBICOKOKJIOPUITHOV, C y4eTOM (PYHKIIMOHAIBHOI'O COCTOSITHYS
riouek. [ Ipu oTcyTcTBUM HapylieHU PYyHKIIMOHATIBHOTO
COCTOSIHUS B IIMTaHUM peOeHKa JI0JDKHO OBbITh JJOCTaTOUHOE
cofieprKaHvie OeJIKOB, XMPOB 1 yI1eBoaoB. [ Ipy Hammammn
IIPV3HAKOB ITIOYEYHBIX AMCPYHKINMM KOJIMYECTBO Oesika,
YIJIEBOOB KasIblivis M pocdopa cileffyeT orpaHnumnBaTh, YTO
OTHAJISIET CPOKM PA3BUTHS XPOHMYECKOM TIOUeYHO
HEeJOCTaTOYHOCT.



Pusvyeckrie Harpy3Ky JOJDKHBI ObITh OTpaHY€eHBbl,
[IeTSIM peKOMEH/IYeTCs OTKa3 OT 3aHATUI CIIOPTOM.

CrteyeT n30eraTb KOHTaKTOB ¢ MH(EKIIMIOHHBIMU
OOJIBHBIMY, CHVDKATh PUICK Pa3sBUTHS OCTPBIX
pecripaTOpHBIX 3a00teBanmi. HeoOxonyma caHarivs
o4aros xpoHmdeckor nH@peknmm. I Ipodpwrakrimaeckme
IIPVBVBKM JIETSIM C HacJIe[ICTBEHHBIM HeppUTOM He
IIPOBOMSITCH, BaKIMHAIVA BO3MOXXHA TOJIBKO 110
STVIEMMOJIOTTYEeCKM TOKa3aHVISM.

['opMoHasIbHaAs 1 UMMYHOCYIIPECCUBHAs Teparvist IIpn
HacJleficTBeHHOM HedpuTe HeadpexkTrBHa. EcTh
yKas3aHMA Ha HEKOTOPBIVI IIOJIOXKUTEIIbHBIN 3P PEeKT
(CHVDKeHVe YPpOBHS [IPOTeVHYPU U 3aMelJIeHVe
[IporpeccupoBaHs 3a001eBaHVs) IPY [IUTEIbHOM
MHOT'OJIETHEM IIPVIMEHEHMY LIMKJIOCIIOpUHA A 71
HTMOUTOpOB AlID.



B Tepanmy 00JIBHBIX MICIIOIB3YIOT IIperapaTrsl,
yIJIydIarolnye oOMeH:

NIVPUIOKCUH - 110 2-3 MI'/Kr/cyT B 3 IIprema B
TeueHue 4 Herneib;

KOKapOoKcwIasa - mo 50 Mr BHY TPUMMBIIIIEYHO Yepes
neHb, Bcero 10-15 muabpeximii;

AT® - 1o 1 My1 BHYTpMMBIIIIEYHO Yepe3 geHb, 10-15
MHBEKIINT;

BuTaMuH A - 110 1000 E/I/TOn1/CcyT B 1 puem B
TeueHme 2 Heaeib,

ButaMuH E - mo 1 mr/xr/cyt B 1 mpuem B TeueHme 2
HeJellb.



IIomoOHas Teparis criocOOCTBYeT YTy UIIeHVIO
00IIIero CoOCTOIHMS OOJIbHBIX, CHVKEHITO
TyOyJIAPHBIX OVCPYHKIIUV VI ITPOBOOUTCA Ky pcamMm
3 pas3a B rofi,.

B KagecTBe MMMYHOMOTYJIATOPa MOXET OBITBH
VICITOJIB30BaH JIeBaMM30J1 - 10 2 MI'/Kr/cyT 2-3 pa3a B
HeleJII0 C IlepepbIBaMi MeXy IIpreMamMi B 3-4 JTHs.

[ lomanHbBIM MCC/IemoBaHUM TTOJIOXKTE IHbHBIT
3¢ (PeKT Ha BEIPa)XeHHOCTb FreMaTypumn U
HapyIIeHnT PYHKINN II0YeK OKa3bIBaeT
ruriepoapmyeckast OKCUreHarlvis.



Hawboiee sdpdpeKkTMBHBIM METOI0M JIEUEeHVIS
HaCJIe[ICTBEHHOTO HedopuTa ABJISIeTCA
CBOeBpeMeHHas TpaHCIUIaHTalmsa nouku. I Ipm sTom
He OTMevaeTcs penyarBa 3a001eBaHNs B
TpaHCIUIaHTaTe, B HeOOJIBIIIOM IIPOLIEHTe CIIy4aB
(0K0J10 5% ) BO3MOXXKHO pa3BuTHe HedppuTa B
TPaHCIUIAaHTUPOBAaHHOW II0YKe, CBA3aHHOIO C
aHTUTeHaMM K TTIOMePYJIIPHOV 0a3albHOM
MeMOpaHe.

I lepcrieKTMBHBIM HallpaBJIeHMEM SIBJIEeTCS
IIpeHaTaIbHas AMarHoCTMKa U FeHHO-MIDKeHepHasd
Tepamnys. JKCIIePYMEHTBI Ha XMBOTHBIX
ITOKa3bIBAIOT BBICOKYIO 3(PPEeKTMBHOCTD ITepeHoca
HOPMaJIbHBIX T€HOB, OTBETCTBEHHBIX 3a CMHTe3 a-
11ereyt KoyuiareHa 1V Turia, B IOUeUHYIO TKaHb,
I10CJIe Yero OTMevYaeTcs CMHTe3 HOPMaJIbHBIX
KOTTITAaTeHORBLIX CTODVKTVD.



~ Hporuos

IIporuos HacjieZiCTBeHHOTO
HedpuUTa Bceraa cepbeseH.

I IporHocTmueckm
HeOJIaronpusATHBIMI KpUTe
TedeHVIs HacJIe[ICTBEHHOI O
HedpUTa ABJIAIOTCA:

MY>KCKOW I10JL;

paHHee pa3BUTHE XPOHIYEC
IIOYEeYHOV HeIOCTAaTOYHOCT
YJIeHOB CeMbI;

rporenHypus (Ootee 1 r/c

yTOJIIIIeHe TJIOMePYJIISIPHb
OasayibHBIX MeMOPpaH I10 Jal
MUKPOCKOIIN;

HEBPUT CJIyXOBOI'O HEPBa;
nesermndg B rere Col4Ab.

[Iporaos moOpokadyecTBeHHOM
ceMeVHOV reMaTypum OoJiee
OJjarormpusTeH.
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