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[ lapogoHTUT




ITJIdH

Kimaccndukamys napogoHTUTA
KnnHuyeckure nposiBIeHUsI

OTUOJJIOTUSI

[eHeTHYeCKHe aCIIeKThI HAPOAOHTA
COUCOK IMTEPATYPBHI






[lapogoHTUT

[TapogoHTHT (OT TAPO- — OKOJIO0, O80U¢ —
3y0, -UT — BOCIIAJINTE/IHHOTO XapaKTepa), MHaYe
BOCMa/IMTeIbHOE 3a00/1eBaHe TKaHe: :
XapaKTepHU3syIolleecs: IPOTrpeCcCUPYIOIINM
paspyllieHueM HOPMaJIbHOM CTPYKTYpPbI
aJIbBEOJIIPHOTO OTPOCTKA YemocTH. [lapomoHTHT
PaCHpOCTPAHEH JOCTATOYHO IIMPOKO, KaK U ApyTHeE
3a00/1eBaHUS MMAPOJOHTA.



Knaccudukaiiys mapogoHTHUTA

Ocmpuiti napodonmum (Kos.2):

Ko05.20 - mepuomoHTa AbHbIM (TAapOAOHTATbHBIMN)
abciIecc 1eCcHeBOro MPOMCXOKIEeHUS 0e3 CBUIIA;

Ko5.21 - meprogoHTaIbHbIN (ITapOSOHTAIbHBIN)
abclIecc 1eCHEeBOTO IPOMCXOXKIEHUSI CO CBUILIOM.

Xponuueckuti napodonmum (KO5.3):
Ko05.30 — TOKaIN30BaHHbBIMN;

Ko05.31 — reHepain30BaHHbBIN;

Ko05.32 — XxpoHHU4YeCK1 IIePUKOPOHUT;

Ko5.33 - yronentsiit Gomanuky (runeprpodus
COCOYKaA).



Kimaccnpukanms mo creneHu TSHKECTH

JleTKasl — MapoJOHTa/IbHbIe KapMaHbI He OoJiee 4 MM,
pe30pOITHsI KOCTHOM TKaHU MEXXKOPHEBOH
MeperopoAKu 0 1/3 AJIMHBI KOPHEU, MAaTO/IOTUYeCKOU
MMOABWXHOCTHU HET,;

CpenHsisl — KAPMaHBbI OT 4 A0 6 MM, pe30pOoIus
KOCTHOU TKaHHU MePeropoAoK Ha 1/3-1/2 JJIUHBI
KOPHEeU, MATOJIOTUYeCcKas MoaABMXHOCTS I-11 cT.

TsDKesIast — T/TyOMHa KapMaHOB OoJjiee 6 MM, pe30pOIis
KOCTHOM TKaHU Meperopoaok 6osiee %2 IIMHBI KOpHEH,
rnaroaorudeckas moasmwxHocTh lI-111 cT.

Ilo pacnipocTpaHeHHOCTH:
JIOKA/IN30BaHHbIM (0YaroBblii), TeHepaJIN30BaHHbIM.



KnnHu4yeckue nmposiBieHU s

3a6oeBaHUe TTPOSIBISETCS
[IPOrpeccupyroLen

(a “IMeHHO, 3yOHBIX sTY€eK dTHX
oTpoCTKOB). CHMIITOMaTHKA HaYaAbHBIX CTa U
CKYZHA — , IIATKOCTH 3y0OOB,
MHOTAa — BSA3Kas , HAJIeT Ha . I1pn
AKTUBHOM TeYeHHUH BCjIeICTBHE OBICTPOM
IeCTPYKIIUU aJIbBEOJIIPHBIX OTPOCTKOB 3yObI
MOCTEINeHHO BBIMAAOT.



[eHeTHUYeCcKUe aCIIeKThI
IMapOJOHTA

MMMyHOreHeTHUeCKHe acTieKThl BOCITa/IEHH S
MApOOHTA U3yUYEHbBI AOCTATOYHO MTOAPOOHO.
MccnemoBaHusi HEKOTOPBIX aBTOPOB BBISIBUIU
BpOXKIeHHOe ociabieHue creliiprudecKnx GakTOpPOB
MEeCTHOTO UMMYHHTETA MO/I0CTU pTa. Pa3pyiienue
KOMITOHEHTOB COeTUHUTE/IbHON TKAaHU SIB/ISIETCS
IepBUYHBIM (PAKTOPOM B MHAYITUPOBAHUH YCUJIEHHOM
peaKIIM1 ayTOAHTUTET



Y 60/IbHBIX OTMEYAeTCsI HapyllleHue
MMMYHOJIOTUYEeCKOU peryisiliuy, TuneppeakTuBHOCTD
B-cucTreMbl UMMYHUTETA, aKTUBaLMs T-xennepoB U
nepuiut T-cyrpeccopoB, noBeiiiieHue IgA, IgA M u
IgA G B mnasme KpoBu. Mi3aMeHeHMs1 NapOJOHTA
BOCTIQJIUTEIBHOTO XapaKTepa MOXKHO OTHECTH K

Ay TOMMMYHHBIM 3a00/1eBaHUSIM, 00yCIOBIEHHBIM
MOBPEX/IAIOIIUM AeiCTBUEM LIUPKYTUPYIOIIAX
MMMYHHBIX KOMITJIEKCOB M KJIETOYHOU
rUrneppeakTUBHOCTHIO K AHTUTE€HaM [JIeCHBI.
CyleCTBeHHYIO POJIb UTPAeT CUCTEeMA LIMTOKUHOB,
MHOTHe€e U3 KOTOPBIX KapTUPOBAHbBI MOIEKY/ISIPHO-
reHeTU4eCKMMU MEeTOJAMHU U JOCTYITHBI IS
KJIMHUYEeCKON TUAarHOCTUKHM.



HeBocmaiurenpabie 3a00/1eBaHUS
leCeH HacC/JIeICTBeHHOIo reHesa

['pyniia HeBocnaMTe/TbHBIX 3a00/IeBaHU MAPOIOHTA
npeAcTaBeHa MHOTOYMC/IEHHBIMU, OAHAKO PeIKO
BCTPEYAIOIIMMUCS CHHAPOMaMU, OOJIBITUHCTBO U3
KOTOPBIX, K CHACThIO, JOCTAaTOYHO PeJKU. TeM He MeHee C
y4eToM OOJIBIIIOTO YHC/IA YKe OMUCAaHHBIX GOpM
BCTPETUTHCS C TOAOOHON HO30/IOTHEH MOYXET Bpad-
CTOMAaTOJIOT CAMOT'0 Pa3HOTO MPpoduIsi. DTUOIOTHS, A
4aCcTO M TIaToreHe3 OOJIBIITMHCTBA U3 HUX TAK)Ke U3yIeHbI
cinabo Tak, mogpo6HO onrcaH decmModoHMO3 WU CUHOPOM
Tommau6a Tum Hac/iegoBaHMS OKOHYATE/IHHO HE
BBISICHEH; IPEeJAII0/araeTcsi KaKk ayTOCOMHO-AOMHWUHAHTHAs,
TaK U X-ClelIeHHAs nepejaya NprU3HaKa



HeBocmaiurenpabie 3a00/1eBaHUS
leCeH HacC/JIeICTBeHHOIo reHesa

JlokazaHo, 9TO y O0JIBHBIX TAPOJIOHTO30M,
OCJIOXXHEHHBIM BOCIAaJIeHUEM, UU
reHepajin30BaHHBIM MAPOJOHTHUTOM CYLIECTBEHHO
oTiMvaeTcs pacnpegeneHnrue HLA-aHTHUreHos, a Takoke
MX BHYTPH- U MEXJIOKYCHBIX COYE€TAaHHUU OT
AHAJIOTUYHBIX MTOKa3aTeer Y 3J0POBbIX JIULL. JTO
CBUETEe/bCTBYeT O MPUYACTHOCTU cucTeMbl HLA K
bOpMHUPOBAHMIO T€HETHU-

YeCKOU IpeIpacioI0XeHHOCTH K JaHHBIM
3200/IeBAaHUSIM



Pr6pomarTos

duo6pomMaTos feceH - 3aboieBaHMe
noOpoKavYeCTBEHHOE, XapaKTepH3YIoIeecs
MeJlJIeHHBIM MTPOTPEeCCUPYIOLIUM TeYeHUEM U
HeBOCIIAJIUTe/TbHBIM PUOPO3HBIM YBeTUYEeHEM JleCeH
BepXHel U HIKHel yemocTH. J/leueHre prOpo3HOTO
MOPAXEHWSI XUPYPTrUieCKoe, BO3MOXXHBI PeLIUIVBBbI.
[Tpm nokam3aium mpoiecca y BpeMeHHBIX 3y00B UX
yIQJISTIOT.



Tnun Hac/1efOBaHUS

Ty HacegOBaHMSA MPU CEMEMHBIX CTYy4asiX:
MPeAnOJ0XUTETbHO ayTOCOMHO-IOMUHAHTHBIN,
BO3MOXXHBI U perieCCUBHbIe POPMBI C pa3/THUHOM
NMeHETPAHTHOCTHIO



3a00/ieBaHMSA MTAPOAOHTA

PazBuTue HapyuieHui GocPopHO-KAIbIIHEBOTO
oOMeHa MpH aTUITUYHBIX POPMaAX MAPOJOHTHUTA B
Pa3HBIX BO3PACTHBIX I'PYIIIaX HYXKIAeTCs B
Ja/IbHeHlIeM U3Y4YeHUH, IIpudeM /i1 TIOHUMaHUS
BO3MOXXHBIX HallPaBJIEHUU UCC/I€L0OBAaHUN MHTEPECHDI
HOBbIE JAHHbIE, TTOJIly4YeHHbIe MOJIEKY/IIPHBIMU
reHeTUKaMMU.



Tak, apreHTUHCKME MCCIes0BaTe/In B 2000 T.
00CJ1eIOBaIU IPYIITY U3 23 A€BYIIEK C CHHAPOMOM
Tepuepa (oTcyTcTBHE OmHOM X-XpOMOCOMBI). BbL1O
0OHapYy)XeHO N3MeHeHHe TUIa3MeHHOTO YPOBHS
Kasblivs ¥ pochopa, AMArHO3 OCTEOTIOPO3a,
ACCOLMUPOBAHHBIU C ayTOUMMYHHBIM TUPEOSUTOM,
YTO MOATBEPXAEHO MAPAKIMHUYECKUMU MEeTOLAMMU.
[IposiBnenusi ALII BeisiBieHBI B TEMIOPAaTIbHOU
rpyrtirne 3yOHOTO psifia ¥ COTIPOBOXKIAIUCH PSAAOM
aHOMaJINK (BbICOKast OndypKalus, peayKIHs
KOpHE).



[eHepannzoBaHHass ADPII onricaHa TaxoKe NpyU
XPOMOCOMHOM aHOMAJ/IUH, CBI3AHHOU C
TeTPAIUIONUAHBIM/ IUTUIONIHBIM MO3aHUIIN3MOM (92,
XXYY/46,XY), y 13-71€THEero namyeHTa -
reHepa/;In30BaHHASI MAKCHJIIPHAS M MAaHAUOY/ISIpHAS
a/IbBeOJISIPHAS AeCTPYKIWS COMPOBOXXKAAIACH PSIIOM
IOTIOTHUTEIbHBIX IPU3HAKOB (MHUKPOrHATHS,
AHOMAJIUU IJIa3).
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