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nPO MMMYHMUTET

MMMyHHas cucCTeMa Hy>KHa yenoseky ans 6opbbbl C PasiMyHbIMK
UHOEKUMAMM U KOHTPONS 3a paboToM COBCTBEHHbIX OPraHoOB W
TKaHen. Y 300pOBbiX /OAeM MMMYHHbIM OTBET Ha BHELUHWe
«BTOPXKEHMSA» BK/TIOYAET [BE YaCTMU.

MNepBoW nUHMEN OBOPOHbI HABAAETCS BPOXAEHHAA CUCTEMa,
cocToswas M3 ocobbix Knetok (parouutos, KOMMNOHEHTOB CUCTEMDI
KOMMNeMeHTa), KoTopble obecneuyuBaloT Hecneuudbuyeckyto, TO
€CTb, He afanTMPOBaHHYIO K KOHKPETHOMY MUKPOBY peakuuio.
MHOorga [OCTAaTOYHO TOMBbKO 3TOM YaCTW MMMYHHOIO OTBETa, YTODbI
cnpaBuUTbcsa ¢ npobneMon. Ho OBbIMHO BPOXKOEHHas cUcCTeMa
«0epXKMT OBOpOHY» OO0 Tex nop, noka akTMBM3MpyeTcs, Tak
Ha3blBaeMas, afanTMBHasS WM NPMOBPETEHHAA YacTb UMMYyHMUTETA.
AfanTMBHas peakuus ABNSeTCsS BTOPOM NMHMEN OBOpOHbI, M eé
aKTUMBM3aLMa MOXKET 3aHMMaTb HEeCKONbKo AHeW. Ha aToM 3Tane
MMMYHHbIM OTBET CTaAHOBMUTCS CrneumMdUUHbIM [ONd KOHKPETHOro
MUKPODBa. A B pesynbTaTe Takoro KOHTakTa MMMYHHOW CMUCTEMbI U
Yy>KEPOLHOro areHTa CoxpaHsaeTcs AnuTeNnbHas UMMYHONOrMYecKkas
namMaTb, YTO MO3BONSET OTBEYaTb HA MOBTOPHbIE «BTOPXKEHMS»
6onee apdeKkTMBHO.

Ba)kHble KNeTKM NPUOBPETEHHOro UMMYHUTETa — Pa3/IMYHble BUOb
numooumToB. Hanpmumep, B-numbountsl (Mnm B-knetkn) npomssoaat
anTMTEna (MM MMMYHOTNOBYNUHBI), KOTOPbIE MNPUKPENNNOTCH K
MUKPOBY, YTO ynpolwaeT ero obHapy>XeHue OPYrMMU UMMYHHbIMU
KNneTkaMu 1 nosponsaeTt bbicTpee obesppeautb. T-nMMboUmUTbl (MK
T-KNeTkM) — TakxKe BaXkKHble KNETKM afanTMBHON UMMYHHOMU CUCTEMbI.
OpHa 13 GYHKUMM T-KIETKM COCTOMUT B TOM, YTOObI aKTMBMPOBATbL B-
KNeTKy M nepenaTtbh el MHPopMaLMio O MUKpPObe ans NPOoM3BOACTBA
HY>KHOrO Tuna aHTUTen. HekoTopble T-KNeTkM HEenocpencTBEHHO
YYaCTBYIOT B YHUUTOXEHMM MUKPOBOB. T-KNeTKM Takxke nepenaroT
CUrHasbl, KOTOPbIE aKTUBUPYIOT ApYrue KNeTKMu UMMYHHOM CUCTEMBI,
WM KOHTPONMPYIOT  MPaBMIbHOCTb  B3aMMOOENCTBUA  KNETOK
UMMYHHOW CMCTEMbl MexXpay CcoBboW, 4YTO KparHe Ba)kHO [Osd
noafep kaHuna BHYTPEHHEro nopsaka B opraHmMsMe.



npPoO UMMYHOOEPULANTDI

MNepeu4yHble UMMyHoaeduumTbI (M) — 6Gonbluasa rpynna 3a6onesaHui,
NP  KOTOPbIX  HapyllaeTca  HopManbHoe  GYHKLMOHMPOBaHUE
MMMYHHOW CMCTEMbl. Y OOHOrO YenoBeka MOryT HenpaBuIbHO
pabotaTb OOMH WM HECKONIbKO KOMMOHEHTOB afanTMBHOIO MM
BPOX/IEHHOrO MMMYHHOIO OTBETa, B PEe3y/ibTaTe Yero OpraHusM He
crnocobeH 3pdeKTMBHO oTBeYaTb Ha MHPEKLMU 1/ MNK NpenoTBpaLLaTh
ayToarpeccmio MMMYHHbIX KNETOK.

MPUYMHOM NEPBUYHBIX UMMYHOOEDUUMTOB ABNAIOTCH reHeTUYeckme
NOMNOMKM — OedeKTbl, UK MyTaluKu, KOTOPbIe MPOU3OLLM B reHax,
KoaMpylowmx uHbopMaumio o0 pabote pasHbiX MOSIEKy UMMYHHOM
cucTeMbl.  MyTaumMu  MpM  MEePBUYHBIX  MMMyHodedbUUMTaX, Kak
NpPaBuno, NMOBPEXAAIOT OAMH M3 FeHOB, NMPOMU3BOAALLMX Benku ans
MMMYHHOM CMCTeMbl. B pesynbTate Takoro MoBpeXaeHus
CMHTE3MPYEeTCA HEeMNpPaBM/bHbIM OENoK MM CMLIKOM Mafioe ero
KONMYeCcTBO, M HopManbHasa byHkuMa benka Hapylaetca. MHorga
MyTauusi MNPUBOAMT K CIMWKOM aKTMBHOM paboTe WMMMYHHOM
CUCTEeMbl, KaKk npu ayToBOCManuTeNbHbiXx 3abonesBaHusx. B
3aBMCUMOCTM OT TOTO, B KaKOM M3 FE€HOB MPOM3OLLINIO MOBPEXAeHME,
HapYLLEHUS BO3HMKAIOT B TOM MM MHOM YaCTU MMMYHHOM CUCTEMDI. B
HEKOTOPbIX CNy4Yasx MyTaLMIO MOXKHO OnpeaenuTb BbiCTPO, B APYrMX
- MOWCK 3aHMMAET MPOOOIXKUTENBHOE BPEMS.

Ha cerogHsWwHWA AeHb HayKe M3BeCTHO okono 500 Takmx reHos,
OTKPbITUE  KOTOPbIX MNO3BOMMNO WMMMYHOMOraM NoATBEPAUTb
NPaBUbHbIM AMArHO3 NepPBUMYHOro MMMyHoOedPULMTa Y HEKOTOPbIX
MaUMeHTOB, MOHATb, KakK Pa3BMBAlOTCS 3TU 3aboneBaHus, U y3HaTb
Bonblle 0 TOM, Kak MMMYyHHas cucTeMa bopeTca ¢ UHPeKUMAIMU U
paKkoM.



MEXAHM3Mbl HACJIEQOBAHMUA
MYTALMM, NPEHATANIbHASI AMATHOCTUKA
U CEMEMHOE KOHCY/IbTUPOBAHME

3.1 NMoyeMy He06Xx0AMMO YCTaHOBUTb FEHETMUYECKYIO MPUYMHY
nepBuYHOro UMMyHogeduumra?

feHeTMyeckoe obcnefoBaHWe MOXET MNOATBEPAMTb AMarHos
NnepBUMYHOro MMMyHogeduuMTa, YTO MO3BONMMT BpavaM BbIbpaTb
afeKkBaTHOe fnevyeHne W MpeaBuaeTb BO3MOXKHbIE OCMIOXHEHWUA U
TPygHOCTM B ByayuieM. DTO OCOBEHHO BaXHO, KOrga y nauueHTa
HET TWUMWUYHbIX NMPU3HAKOB M CUMNTOMOB 3abonesaHus. [MOCKOMbKy
MHorue M noxoxXu Opyr Ha gpyra, reHetuyeckoe obcneqosaHue
MO>KET BbISIBUTb UCTUHHYIO NMPUUMHY BONE3HM NauMeHTa.

3HaHWe reHeTmyeckoro aedekra Takke NMo3BONUT ONpenenuTb, Kak
Hacnenyetcs  3aboneBaHMe M KOMY M3 POOCTBEHHWKOB
3aboneBlIero HeobxogMMO MNPOBECTM TeHeTMYEeCKMM aHanu3 [o
Pa3BUTUA NPOABIEHUA BOME3HU UM CEPbE3HbIX OCOXHEHWN.

Euie ofHOM Ba>KHOM MPUYMHOM O/ NOMCKa MyTauuu B reHax ML
ABNSeTCS BO3MOXHOCTb npoeeneHns npeHaTanbHOM "
NPEeUMMNIaHTaLMOHHON OMarHOCTUKU. DTU UCCIEeNOBaHMUA NO3BONSAIOT
onpenenutb NepBMYHbIM UMMyHOOEDMUMT OO POXKAEeHUS pebeHka,
YTOBbI NleYeHne MOXKHO BbINo HauyaTb Cpa3y Nocne POXKAEHWUS, UK
JaTb LWaHC poauTensaM poamTb 300poBoro Manbiwa. ObcnegosaHme
nnoga u/vnu aMb6pMoHa BO3MOXKHO TOMbKO MPU U3BECTHOM B CEMbe
reHeTuyeckoM gedexre.

MHorma reHetTMyeckoe obcnefoBaHMe COCTOUT M3 LENIOU Cepuu
aHaNM30B M MNPOBOOMUTCS Pa3NUYHbIMU METOJAMM B HECKOSIbKMX
nabopartopuax. Mx BbIBOp M MNocnenoBaTeNbHOCTb 3aBUCAT OT
KOHKPETHOro Ccfyvyas: OCODBEHHOCTEM TMPOSBIEHUM OOoNnesHn u
pe3ynbTaTOB [JOreHeTuyeckoro obcnenosaHus. [Ona  aHanusa
Ob6blYHO [OCTATOYHO HEebOSMbLIOro KOMMYecTBa KPOBM: MHOrOa
MOXKeT noTpeboBaTbCsi COCKOD C BHYTPEHHEN MOBEPXHOCTU LLEKM
WM HOTTU MauueHTa u/unm ero poaCcTBEHHUKOB.



3.2 MNMouyeMy HeKkoTopble NMUL, AUMArHOCTUPYIOTCSA Y B3POCHbIX, €CINTU
ABNAIOTCA BPOXKAEHHbIMU?

Mpu HekoTopbix dopMax ML yxyaweHne NPOUCXOAUT MeLJIEHHO U
bonesHb NpPosBNAeTCA B MOMHOM Mepe TOMbKO B 6onee 3penoM
BO3pacTe. MHorga MMMyHHas CUCTeMa CnocobHa KOMMEHCMPOBaTb
HeOoCTatoLLyo GYHKLMIO, XOTS MyTaLmMsl reHa NPUCYTCTBYET BCerga - B
TaKKX CNy4Yasx cepbesHble NpobneMbl He BO3HWMKAIOT JoNrme rogpl.

3.3 Yto TaKkoe HacnepoBaHMe NepBUUYHbIX UMMYyHOAedULHUTOB?

MHorne 3aboneBaHWs - He TOMbKO MMMyHOAEDUUMTbI - UMET
reHeTMyeckoe MNPOUCXOXIEHNE W NepefaloTcs U3 MOKONEHUs B
nokoneHue. bonblwas Yactb MNL - BPOXKOEHHbIE: MOMyYeHHble MO
HaCcNeacTBy OT POAMTENEN UM BO3HUKLUME Ha CaMbiX PaHHMX CTafMsax
BHYTPUYTPOBHOrO pa3BuTMs pebeHka. Kak npossutcs 6onesHb M Kak
OHa OypeT nepepaBaTbCd B CEMbe, 3aBUCMT OT KOHKPETHOMO
uMMyHogeduumTa (MM Mx  rpynnbl). YacTo ceMenHas wcTopwus
3aboneBaHMss B KOMI/EKCe C  Pas3/M4YHbiMM  NlabopaTopPHbIMU
MCCnenoBaHUSAMM NO3BONSIKOT YCTAHOBUTb POSb OMNPEAENEHHbBIX FEHOB
WM XPOMOCOM B Pa3BUTUM MEPBUYHOTO WMMyHopeduumta Yy
KOHKPETHOr O NaLmeHTa.

MHPopMaLUmMsa O pasnMyHbIX  YHMKaNbHbIX MNPM3HaKax —YenoBeka
3aKogMpoBaHa B reHax, KOTopble YNakoBaHbl B OJIMHHbIE, MOXOXME Ha
HUTKW, CTPYKTYpbl, Ha3blBaeMble XpoMocoMaMu. Kaxpas knieTka
yenoBeka CoaepP XuT 23 napbl, UK 46 XPOMOCOM - Bcero 23 Habopa
reHoB. B Ka)kgoW mape opHa M3 XPOMOCOM yHac/nefoBaHa OT MaTepM,
gpyrag - oT otua. lNonyyaetcsd, 4to Ana GOPMUPOBaHUS OOHOrO
Npu3HaKka YenoBeK NonyyaeT OOguH reH oT MaTepu, OOMH - OT oTLua.

Bo BpeMs npom3BoacTBa AMLEKNETKM UK CnepMbl 46 POOMTENbCKMUX
XpOMOCOM (23 napbl) genarca nonosnaM. OgHa XPOMOCOMa U3 Kaykgou
napbl nonagaeT B SMUEKNETKY WM B crepmato3oua. Bo Bpems
ONNOAOTBOPEHNA 23 XPOMOCOMbI, COAep»Kallumecs B saUUEKeTKe,
obbegmHAOTCA C 23 XPOMOCOMaMM criepMaTosomnaa, YTobbl oblee
YMCNIO COCTaBNANO 46. TakuM 06pa3oM, pebEHOK Nony4aeT NooBUHY
reHeTnyeckon uHbopMaLmm OT MaTePM, a NOMOBKHY - OT OTLLA.



Bce XpOMOCOMBbI, KpPOMe MOMOBbIX, HA3blBAOTCA ayTOCOMaMu U
NPoOHyMepoBaHbl OT 1 O 22 B 3aBMCMMOCTM OT pa3Mepa. OpHa
OOMOMHUTENbHAs Mapa XPOMOCOM — MofoBas - onpegenser non
nHouBMoyyMa. onoBble XPOMOCOMbI ObiBalOT ABYX TWnoB: X M Y-
XPOMOCOMBI. JKEHLLMHbI UMEIOT ABe X-XPOMOCOMbI, @ MY>XUYMHbI — MO
ogHOM X- M Y-xpoMocoMe. TakuM obpasoM, B AULEKNETKM >KEHLLMH
nonagatoT TONbKO X-XPOMOCOMbI, a B CnepMaTo3oMpax MoryT
BCTpeyaTbCs Kak X-, Tak U Y- XpOMOCOMbl. Ecnn cnepmatosomg,
ONNOAOTBOPSIIOLWMM AMLEKNETKY, HECeT X-XPOMOCOMY, TO POAUTCH
pebeHoK eHckoro nona. Ecnu cnepmartosona HeceT Y-XPOMOCOMY,
TO Mo ByAeT My>KCKOM.

lMoBpeXkaeHue reHa, Wnu MyTaums, npuBoaswlas K MNepBUYHOMY
UMMyHOOEDULIMTY, MOXET HaxXOAMTbCHA KakK Ha ayTocoMe, TaKk M Ha
nonoBoM X-xpoMocoMe. MHorma pgna  nposeieHus  H6onesHu
JOCTaTOYHO OHOM MyTalLMK, MHOTAa HEOBXOAMMO ABe — MO OOHOM Ha
KaXkgoM M3 XPOMOCOM napbl. B 3aBucuMoctn ot atoro MU MoryT
nepegaeaTbCs MO HaACNeacTBy OOHMM M3  Tpex cnocobos: X-
CLEN/IEHHbIM peLeCCMBHbIM, AYyTOCOMHO-PELLECCHBHbBIM WUnn
ayTOCOMHO-OOMWHAHTHbIM.

3.4 Yto Takoe X-cuenneHHoe peLecCMBHOE HacnepoBaHMe?

Korga noBpeXAEHHbIM reH HaxXxoOMTCA Ha X-XPOMOCOME, >KEHLLMHA,
KaKk npaBuIoO, He WMMeeT MNPM3HaAKoB 6Oone3HWM, Tak Kak pabortaer
«3[0POBbIN» FeH Ha APYron X-XpoMocoMe. Y My>kYMH eCTb TOMbKO
ofHa X-XpOMOCOMa, U €C/iM NOBPEXAEHHbIN FeH HaXOAUTCA Ha HEM, TO
HMKAKOM KOMMEHCALMM He MNPOMCXOAMT, MOTOMYy 4YTO napHas Y-
XPOMOCOMa He HECET «3[0POBbI» MeH, U Manbumk/My>KunHa Gynet
UMeTb nposasneHuMs 3abonesBaHMsd. TakoOM TUM  HaCNenoBaHMA
Ha3blBaeTcs X-CLEMNNeHHbIM peueccuBHbIM. bonesHb nepepaercsd oT
KEeHWMH (MaTepen) K My>kumHaM (CbiHOBbAM). Hepepgko crnydaetcs,
YTO B OOHOM CeMbe 60sbHbl HECKOMbKO Marlb4MKOB/MY>XXUMH. DTH
MOOM, Kak NpaBMNoO, MNPUXOOATCS Opyr OPYry POOHbIMA UK
[BOOPOAHbIMK/ TPOOPOOHLIMM BpaTbiMK, a TaKxkKe MOryT ObiTb
BpaTbaAMU XKEHLUUH-HOCUTENEMN.



MepBUYHbIE UMMYHOAEDULMTBI C X-CLIEMNNIEHHbIM TUMOM Hac/efoBaHMs
YacTo BCTpeyvatoTcs cpegn naumeHtoB ¢ [MNO. TpuMepbl Takux
3aboneBaHUK — X-cUenneHHas araMMmarnobynuHemms, X-cuenneHHas
XpOoHMYecKkaa rpaHynemMaTto3Has 6onesHb, CUMHOPOM BuckoTTa-
Onpgpwya.

B ceMbe, roe ectb MyTaLps reHa, PacrnofioXXeHHOro Ha X-XpOMOCcoMe,
MOryT POAMTBCH KakK 300PpOBble, Tak M OofbHble Manbumku. Bce
[AEeBOYKM ByayT 300pPO0BbI, 6e3 KIMHUYECKMX NPU3HAKOB 3aboneBaHus,
oaHako B 50% Cry4aeB OHM MOTYT CTaTb HOCUTENAMU MYyTaHTHOIO reHa
1 ByOyT CnocobHbl NepeaaBaThb ero Aasblie No HacneacTay.

X-cuenneHHoe peLeccmBHoOe
HacnegoBaHue

3.5 Yto Takoe ayTOCOMHO-peLeccMBHOE HacnepoBaHue?

[N BO3HUMKHOBEHUS HEKOTOPbIX MMMYyHOAEDULMTOB HEOBXOOUMbI
[Ba MNOBPEXAEHHbIX reHa Ha obemx xpoMocomax (no ogHOMy oT
Kakgoro poautens). Takue 3aboneBaHuMs HacriegyloTcs Mo
ayTOCOMHO-peLeccMBHOMY Tuny. EcCnM  yenoBek nonyumn o
HaCNeACTBY TOMbKO OAMH MYTaHTHbIM TeH, TO KIMHMYECKMX
nposiBneHni 6onesHun He byaer.



Mpu aToN dopMe HacnesoBaHMa Noan 0b6oUX MOMNOB CTPaLaloT C
ogMHakoBoW 4vactoton. Ob6a popguTensa nauueHTa SBASIOTCSH
HOCUTENSMU NOBPEXKAEHHOIO reHa, XoTsa caMu 340POBbI.

B Takol ceMbe NonoBMHa OeTel pa3HbIX MOSIOB MOXET POAUTLCH,
Kak W pPOOUTENM, KIMHUYECKM 300POBbIMM HOCUTENSIMU, HO
CNoCcobHbIMU MepefaBaTb MyTaHTHbIM reH no Hacneactey. 25%
neten bynyt abconoTHO 3g0poBbl. HO B 25% crnyyaeB [aBe
MyTaLMM poauTenel MoOryT CcoBMacTb, Torga pebEéHOK poamTcs
6ONbHbIM.

MpU 3TOM OYeHb BaXKHO MOHATb, YTO B MPOLLEHTax Bblpa)kaeTcs
TONMIbKO BEPOATHOCTb. B peanbHOM >KM3HKU, NPUM HeBOoNbLIOM
KOnMyecTBe [eTen B CeMbfX, ClydaeTcd Tak, 4YTO MyTauwus
nepepaercs pebeHkKy npu Ka>aom nocnenytoLiemn
6epeMeHHOCTH, a UCXoabl NpeablayLien 6epeMeHHOCTU HUKAK He
BNMAIOT Ha nocnegyouwme. No3TOMy €OuMHCTBEHHbIM CMOCOBOM
npenoTBPaTUTb HOBYIO BCTPEYY C MyTauMen aBnseTcs npoBepkKa
nnoga MnuM aMBpMoHa NPU KaXkaou HOBOM BepeMeHHOCTU UNu eé
nnaHUpoBaHMK (pedyb 06 3TOM NOUAET HMXKE).

CaMble pacnpocTpaHéHHble MWL ¢ ayTOCOMHO-peLecCUBHbBIM
HacnegoBaHMEM -  TaXenas KOMOWHMPOBAHHAA  WMMMYHHas

HegocTaToyHocTb (kpome TKMH ¢ pedektoM reHa IL2RG),
ATakcus-TeNnbaHrnMakrTasna wunum cuHgpom Jlyn bap, CUHAPOM

HumnMereH.
AyTOCOMHO-peLIeCCUBHOE
HacnegoBaHue



3.6 YTo 03HaYaeT ayTOCOMHO-AOMMHAHTHOE HacnepoBaHue?

Mpu HekoTopbix dopMax MM NOBPEXOEH TOMbKO OOMH TeH,
PaCMoONO)KeHHbINM Ha ayTOCOMe, OQHAKO 3TO MPUBOAMT K MPOABAEHUIO
bonesun. B TakuMx cCnydasx HOPMasbHbIM TFeH B MPUCYTCTBUK
MYTMPOBABLLErO reHa He MOXET KOMMeHCUpPOoBaTb 0bpPa3oBaBLLUMMCS
nedbekt. DTO dBNEHME Ha3biBAaeTCS AOMMHUPYIOLWMM HEraTUBHbIM
BIMSAHMEM.

MpuMmepsbl MAL ¢ ayTOCOMHO-OOMMHAHTHLIM HacnegoBaHWEM — runep
IgE- cuHOpOM C MyTaupMen B reHe STAT3, HacneocTBEHHbIM
aHTMOHEBPOTUYECKUIA OTEK, Borbllas 4YacTb ayTOBOCMANMUTENbHbIX
CMHOPOMOB.

Mpu Al TMnNe HacneaoBaHUS BEPOSTHOCTb POXKOEHWS 3[0POBOro
pebEHka cocTtaBnser 50%: MOMoBMHA AETeM Pa3HbIX MOMOB MOXET
ObiTb 30POBa, HO MPW ITOM MOSMIOBMHA MOXKET MOMYYUTb MYTAHTHYIO
Konuio reHa. OpgHako M B 3TOM Cllydae He CYLLeCTBYEeT HMKaKMX
rapaHTMM1, YTO MYTaHTHbIM FeH He JOCTaHEeTCsH PebBEHKY MPW KaXkaoou
nocnegytollen GepeMeHHOCTU. [peackasaTb 3TO pacnpegeneHue
HEBO3MOXXHO, BO3MOXXHO /WLLIb NPOBEPUTb MIIOM, Ha HanMumMe MyTaLmm
NP HacTynmBLLEN BepeMeHHOCTH (MM SMBPUOHbBI NP MNaHUPOBAHMK
2KO).

AyTOCOMHO-AOMUHAHTHOE
HacnepgoBaHue



B cnyyae NMWO c AL HacneooBaHWeM OYeHb BaXkKHO obcnenoBaTb
POOCTBEHHUKOB NaUMEHTa, B TOM YMUCNEe M B3POCHbIX, Ha NpeaMeT
HOCUTENbCTBA MYTAHTHbIX T[EHOB, TaK Kak TMpuv 3TOM Tune
HacnenoBaHWa 60Me3Hb Yy Pa3HbIX YIEHOB CEMbU MOXKET NPOSABNATHCA
YaCTUYHO M Janeko He cpasy. MHoraa KInHuYeckue npusHaku ML
BbISIBMIAIOTCS NMLLb BO B3POCSIOM BO3pacTe.

3.7 Kak ponro nepBuYHbIM MMMYHOAePULMUT MOXKET nepepaBaTbCs
noToMKam?

Mpu BCex BapuaHTax HacnenosaHus M noBpeXkaeHHble reHbl MOryT
nepenaBaTbCs M3 MOKONEHUs B MNokoneHwue. Ecnuv rosBopuTb O
BEPOSATHOCTU  HaCNefoBaHWs, TO OObIMHO oOnpefdenieHHbiM  reH
nepenaeTcs TOMbKO HEKOTOPbIM [eTsM, HO He BceM. Ecnm red
NepPBMYHOrO MMMyHOOEePUUMTHOrO 3aboneBaHMa nepejaeTtcs  oOT
poguTensa K pebeHKy, TO OH MOXET BMNOCNeOCTBMM nepenaBaTbCs OT
3TOro pebeHka K HeKOTOpbIM ero AeTaM, M Tak Janee. B kaxaoMm
MOKOMEHWM CYLLECTBYET OnpeaeneHHas BepPOSATHOCTb AarbHenLlen
nepeaayYn noBpPeXXAeHHOro reHa. MIMEHHO MO3TOMY reH MepPBUMYHOrO
UMMyHOAedUUMTHOrO 3ab60neBaHMs, Kak M NobOoN OPYroMn reH, MoXxeT
OCTaBaThCs B reHOpOHOE CeMbM Ha NPOTAKEHUM MHOTUX NMOKONEHUM.

3.8 MnaHupoBaHHWe ceMbU

Mocne poykaeHus pebeHka C BPOXAEHHLIM AedeKTOM MMMYHHOM
CUCTEMbl  MHOTME  CeMbM  Heu3beXxHO  CTalkuBalTca  C
HEOBXOAMMOCTbIO MPUHATUS  CIOXHOMO  PeLUEHUs OTHOCKTENbHO
Byayuien bepeMeHHocTU. CnedyeT NOAYEPKHYTb, YTO 3TM peLleHMs
HOCHT NMYHbIM XapakTep. OaHaKko BaXKHO 0bnaaaTh Kak MOXKHO Bornee
ucyepnbiBatolen uHPopMaUMen O BO3MOXKHOCTSX COBPEMEHHOM
MeaULIMHbI U BEPOSATHBIX PUCKAX B KaXKAOM KOHKPETHOM Cryyae.

Y KaxkgoM ceMbu, B KOTOPOM BCTpeYanca BPOXKAEHHbIM aedekT
UMMYHHOW CUCTEMbI, €CTb LAHC POAUTb 300POBOro pebeHka.

OaHMM U3 crnocobos onpepenuTtb, byaetr nu BGoneH MnageHel,
aBnaeTca npeHaTanbHad, WM AgoponaoBasd, AuarHoctuka. OHa
NPOBOAMTCH NPM Y>XKe HacTynuBLUEeN BepeMeHHOCTH.



YTOBbl NOMYYUTb FEHETMYECKMM MaTepuan nnoda, Noaxopsalimi ans
NPOBEPKM MyTaLMM, MPOBOAUTCH 3a6OP BOPCUMH XOPWMOHa WK
aMHMoLeHTe3. 3a60p BOPCUH XOPMOHA OBbIMHO Ha3HavaeTcs Ha 10-12
Hegene 6GepeMeHHOCTM W npeacTaenser cobor  U3BneveHue
KpOLLUEeYHOro obpasla [Pa3BMBAlOLLENCH MMaUeHTbl M3 MaTKM.
AMHMOLIEHTE3 NPOBOAUTCS B Bonee nosgHue Cpoku - Ha 16-17 Hepene
BepeMeHHOCTH, Korga MOsBNSETCH  BO3MOXHOCTb  MOyYeHus
HeBOMbLIOro KOMMYEeCTBa OKOMOMMOAHOW >KMAKOCTH, comepykalien
kneTku nnopa. Obe npouenypbl UMEOT HEBOMbLLIOW PUCK BbIKMAbILLA,
OOHaKO, €eCfM OHW MPOBOAATCA  OMbITHbIMKW  CrieLManmMcTaMm
NnepuHaTaNbHbIX LIEHTPOB, TeyeHue bepeMeHHOCTM B OOsbLUMHCTBE
CNnyyaeB He HapyluaeTcsa. B Tex cuTyaumsx, Korga noayyYmTb BOPCHHBI
XOPUMOHA WNM  KNETKM aMHUOTUYECKOW >KMAOKOCTM He y;aercs,
reHeTMYeCKM MaTepuan BblOeNnsaoT U3 KPoBM nnoda. dTa npoueaypa
MOXeT ObiTb BbIMONHEHa nocne 18 Hepenb 6GepeMeHHOCTU W
NPOM3BOOUTCS MyTEM BBEOEHMS UMbl B MyMNOBMHY MIOAa WM BEHY
nevyeHun 09 B3ATUS HEBObLLOIo KONMMYECTBa KPOBU /18 aHanms3a.

Mocne nonyyYeHus reHeTMYeckoro Matepuana nnogda BbiMONHAETCS
MOJIEKYNIAPHO-TEHETUYECKOE MCCNefoBaHMe — MOMCK MyTauuw,
CTaBLUENM MpPUYMHOM 6onesHn B OaHHOM ceMbe. [pu npoBegeHuM
npeHaTasbHOM  AMarHOCTMKM  KparHe BadkHO MOMYYMTb  TOYHBbIM
pesynbTaT B MaKCUMMarbHO KOPOTKMM CPOK, MO3TOMYy OBbIYHO
MccnefoBaHMe MpPOBOAUTCA B TOM nabopatopuu, roe 6bina
obHapyykeHa «ceMelHas» MyTaums. ECiM 3To No KakMM-TO MpMYMHaM
HEBO3MOXXHO M MPMXOOMTCA OBpallaThCs K APYrMM CreuuanuctaM,
HeobxoaMMo 3apaHee (B maeane - OO HaCTyrnieHus 6epeMeHHOCTH)
NOATBEPOMTb HanMuMe paHee OBHAPYXKEHHOM MyTaumMuM B TOM
nabopatopuu, roe byaet npoxoauts obcnenosaHue nnoaa.

Kak npaBuno, napannefnbHoO C MNOMCKOM paedekTa reHa, CTaBLUEro
NPUYMHOM 3aboneBaHus, NPOBOOUTCA XPOMOCOMHOE MUCCreaoBaHue,
KOTOpOEe MOMOraeT MCKIOUYMTb [Apyrue, YacTble XPOMOCOMHbIE
NonoMku (HanpuMmep, cuHOpoM [layHa) M onpemenuTb non nnoa.
OnpepenexHre nona nnoga UMeeT MPUHUMNMANbHOE 3HavyeHue ans
MNPUHSATUA PEeLLEHNUS O NPepPbIBaHMM BEPEMEHHOCTM NMPU X-CLENIEeHHbIX
MMMyHoaedpULMTaX.



CpaBHUTENIbHO HEOABHO MOSIBANACh BO3MOXKHOCTb OMpPedensTb Mo
nnoga no aHanusy KPoBM MaTepU Ha PaHHWUX Cpokax BepeMeHHOCTH —
oT 5 go 10 Hepenu. ITa MHPOPMaLMA MOMOraeT NPUHATL PELLEHME O
HeobxoaMMOCTM 3abopa BOPCMH XOPMOHa MNM  NPOBEOEHUM
aMHuoLEeHTe3a Npu X-cuenneHHbix 3aboneeaHusx. Ecnv non nnopa -
XKEHCKMM, TO B [JanbHeMLIeM BHYTPUYTPOBHOM obcnenoBaHmm
HEOBXOAMMOCTM HEeT, Tak KakK BbIACHWUTb, SBNSETCA M OEeBOoYKa
HOCUTENEeM MyTalMM, MOXKHO Yy>Ke Mnocne poykaeHus. Ecnu ke non
nnoja My>KCKOW, TO MpeHaTasnbHbld MOUCK MyTaLuM HeobxoouM ans
OobHapy>keHusa 3abonesaHus nnoda.

PelleHMe o npepbiBaHUM BEPEMEHHOCTM N0  MeAULMHCKMM
NoKasaHWsaM B Clydae OBHapy>XeHusi MyTaumu y nnoga Bcerga
OCTaeTCs 3a CEMbeM.

CyulecTByeT elle oamMH Crnocob NpoBepKM MOTOMCTBA Ha Haniuuue
«CEeMENHOM» MyTaLuM — NPEUMIaHTALUMOHHAsA AMarHoCTMKa aMBpUoHa
Npu 3KCTPaKOPMNopasibHOM OMIOAOTBOPEHUM, UK 3a4aTUKN BHE MaTKM.
3TOT NPOLLECC MO3BOMSAET NEPEHOCUTb B MaTKY >KEHLLUHbI SMOPUOHDI,
He 3aTPOHYTble reHeTMYeCKMM 3aboneBaHMeM, O MOCneayowero
BblHaLLMBaHMA pebeHKka, Kak Mnpu obblyHOM BepeMeHHOCTU. OnbIT
NPOBEOEHMS MPEMMITIAHTALUMOHHOU [OMAarHOCTMKM B CEMbAX C
nepBUYHbIMU UMMyHOOEPULIMTaMU eCTb U B Poccum.

Jllobble BOMPOCHI, KacalowMecs MNaHUPOBaHUS CeMbW, HOCSAT
UCKITIOYUTENBHO NIMYHBIA XapakTep. OQHaKo Mpu MPUHATUM PeLLeHUM
OYeHb Ba)KHO 3HATb O OMArHOCTMYECKMX MeTodax M BO3MOXKHOCTSIX
NpoBeAeHUs NpeHaTanbHOU 1 NPEUMMNIaHTaLMOHHOM AMArHOCTMKM 19
ceMeM, CTONKHYBLUMXCS C BPOXAEHHBIMU 3a60NEBaHUAMU MMMYHHOM
cUCTEMBI. DTy MHDOPMALIMIO MOXHO NMOMY4YMThb OT Ballero negMaTpa, a
TaKkKe Yy MMMYHONOra, reHeTMka Mnu akywepa-rmHekosnora. Kpome
TOro, CyWeCTBYeT BO3MOXHOCTb OYHOM  KOHCYynbTaLmuM Yy
uMMyHonoros HMMUL, OrOMN wmum. Omutpua PoradyéBa - pna aToro
HeOobX0AMMO NPeaBapPUTENIbHO 3amnMcaTbCs Ha aMBynaTOPHbIA NPUEM
B KOHCYNbTaTUBHOM LIEHTPE WM OTNPaBWUTb CoOoBLleHMe ang
oTaeneHns MMMyHonoruu no agpecy info.archive@fnkc.ru



npPod4BNEHNA MMMYHOOAEDULIMTOB

Ecnv MyTaummM reHOB WMMMYHHOW CMCTEMbl MPWMBOAAT K JIerkKUM
NOBPEXAEHUSAM MMMYHMTETa, TOraa 3aboneBaHMe MOXXET HavyaTbCs B
Bbonee nosgHeM, gaXke B3POCIOM Bo3pacTe. A bbiBaloT gedekTbl,
KOTOpPbIE BbI3bIBAIOT TXKENyO BoMnesHb y>kKe B nepsble Mecsupbl Wnm
[aXke OHU XKM3HU, YTO KpalHe OnacHO A/1s MafieHbKOro YernoBeka.

MposBNAOTCA  NEPBUYHbIE  MMMyHOOEeDMUMUTBI  MO-PasHOMY, B
3aBWCMMOCTHM OT TOTO, KaKOM MEXaHM3M HemnpaBuibHO paboTaeT unu He
paboTaeT coBceM. [na HekoTopbix NaumeHToB cC TMUL xapakTepHbl
yacTble Tskenble MHPEKLUMN — BUPYCHble, BakTepuanbHble, roMbKoBbIE.
MHorpa BCe OQHOBPEMEHHO. HekoTopble rpynnbl MMMyHOOedUUMTOB
NposaBNAlOT cebs  HapylleHMeM pPaboTbl  XKenygoYyHO-KMLLEYHOTO
TpaKTa, 3HOOKPWMHHBIMKW 3a60NEBaHUAMM, PACCTPOUCTBaMM HEPBHOM
CMCTEMBI, NOPAXKEHUAMU KOXKM UMM KOCTEM. YacTO HEKOTOPbIE U3 3TUX
npobneM coyeTaloTcd B OOHOM  OpraHusMe. [nd  MHOIMX
MMMYyHOOEPULMTOB XapaKTEPHbI ayTOMMMYHHbIE M 3/10Ka4YeCTBEHHbIE
OC/NOXXHEHMS.

[Mpumepsl HapyweHUU UMMYHHOU cucmeMsi

MyTauun B
reHax, KOHTPOMUPYIOLWMX B-kneTku, MOryT nNpmMBECTM K MnoTepe
npoaykumMmM  aHTuTen. [lauueHTbl C  TakMMW  MyTaUuUsaMMU
NoABepP>XeHbl PMUCKY Pa3BUTUS TSXKENbIX PeLUanBUPYHOLLIMX
(noBTOpsaoWMXCa) BakTepuanbHbiXx MHPEKUMM. MyTaumm B reHax,
KOTOPbIE KOHTPONMPYIOT T-KAETKMU, MOTYT NMPUBECTM K YMEHbLLEHUIO
KonuyecTea T-KNeTOK MM yXYOLEHUIO MX PaboTbl. Tak BO3HMUKAIOT,
HanpuMmep, KOMBUHUPOBaHHbIE UMMyHoaedULUMTbI, Korga
HapywatoTcs GYyHKUMM U T-KneTok, M B-knetok, KoTopble He
NOJy4atoT NPaBUIIbHbIX CUrHANOB OT AedeKTHbIX T-KNeToK.



- caMblM OMnacHbIM MMMyHOoedUUUT M3 ITOW rpynnbl. Y
nauneHtoB ¢ TKMH uacto Habniogaetca nonHoe oTcyTcTBue T-
KNeToK 1 BapuabenbHoe, MHoraa KpanHe HM3Koe, YMcno B-kneTok, B
pesynbTaTe 4ero WMMMyHHasa O YHKUMA OpraHusMa npakTUYecKkm
oTcyTcTBYyeT. [nd Takux geTen gaxke He3HauuTenbHas MHdpekums
MOXXeT OblTb cMepTenbHoM. TKMH obbldHO nposasnsetr cebs Ha
NMEPBOM oAy >XM3HM, U Oe3 IKCTPEHHOU MOMOLLUU CO CTOPOH®I
Bpayen npumBoauT K rubenu naumeHTta (bonee nogpobHo TKUH
onucaHa B oTaenbHoM BpoLuope).

darounTbl — KPOBSIHblE KIETKU
BPOXAEHHOM WMMMYHHOM CUCTEMbI, KOTOPbIE «MaTPYIMPYIOT»
opraHusM, noegas nobble MNaToreHbl, C KOTOPbIMU  OHMU
cTankuealoTca. MyTaumMm Ob6bIMHO BAUAIOT Ha CMNOCOBHOCTL
HEKOTOpbIX ¢arounTos 3PPeKTUBHO YHMUTOXKATb MATOreHbI.
MauneHTbl € TakuMuM gedekTaMu MOTyT He CnpaBMTbCAa C
HEKOTOPbIMU BaKTepMabHbIMU U TPUOKOBBIMKU MHOEKLMAMMU.

AUNATHOCTUKA NMHA

[na  MNOCTaHOBKM  [OMarHosa  MNepBMYHOrO  MMMyHopeduuuTa
MCMNONb3YIOT pa3fiMyHble cnocobbl. CHavyana Bpadyy HeobXxoamMmo
YCNbllaTh »Kanobbl nauMeHTa WM ero poautenen, noapobHyo
UCTOPUIO  pa3BuTUA 3abonesBaHMs, a Takke MHPOpMaLMio O
3aboneBaHUaX PoOCTBEHHMKOB (He TONbKO poamTenen, Ho 1 Babyluek,
Jenyliek, aaaen, Teten, cectep 1 bpaTbeB NaLMeHTa).

OCMOTP nauMeHTa SBMSeTCH Ba>KHOW 4YaCTbiO OMArHOCTMKM M OAET
OOMONHUTENbHYIO  MHPopMaumilo  ans  GOPMMPOBaHMSA  MnaHa
obcrnenoBaHusg.

Cnepytowmi a1an — NabopaTopHas U MHCTPYMEHTasbHas AUMarHOCTMKA.

AHanusbl KPOBM MOTYT ONpenenuTb, AOCTaTOMHO /I Y YenoBeka 6ekoB,
CNocobHbIX 6opoTbea € UHbeKumen (MMMYHOMOBYNMHOB), U3MEPUTbL
KOJIMYECTBO KNETOK MMMYHHOM cuCTeMbl. CneumarnbHble aHanmsbl KPoBU
MOTYT NOKa3aTb, XOPOLLO NI GYHKLUMOHMPYIOT T€ MU UHBIE KNETKM.



B 3aBMCMMOCTM OT CNTOXXHOCTM aHanM3a TpebyeTcs pa3Hoe KOMMYECTBO
BPEMEHM [N €ero BbiMOSMIHEHWA W CreumanbHoe obopyaoBaHME B
nabopaTopmm.

HedekTbl MMMYHHOW CUCTEMbl MOTYT MPUBOAMTL K MOPAXKEHUIO
Pa3/IMYHbIX OPraHoOB, NO3TOMY NS AUArHOCTUKM M OLLEHKM CTEMNeHU
BbIPaXXEHHOCTM 3TUX MOBPEXOEHUM UCMOMb3YIOTCA Pa3fndHble
MHCTPYMEHTalbHble MeTObl, TakKMe Kak KOMMbloTepHas ToMorpadus
(KT), MarHuTHO-pe3oHaHcHasa ToMmorpadua (MPT), a3odaroractpo-
LyOOEeHOCKONMS, KONMOHOCKoNMa M T.4. WMHorga HeobxoguMo
MccnepoBaTb YacTb TKaHM MOA MMKPOCKOMOM MOCie MNpoBeneHuUs
Buoncum.

[na noucka MyTauum (reHeTndeckoro gedekra, KOTOPbIM NpuBen K
MMMyHoaedULUMTY) Takke HeobxoamMMo crneumanbHoe obopyooBaHue
M CNOXHble aHauMTMYecKue nporpamMmbl  Ois  pacluMbpoBKM
MOMyYEHHbIX Pe3y/bTaToB. MHOMIA BbINOHEHME TaKOro UCCeAOBaHUS
BK/TOMAET HECKOSbKO Pa3/IMYHbIX 3TAMOB U 3aHMMAET MHOIO BPEMEHM.

NEYEHUE U NMPOITHO3

MporHo3 naupeHtoB ¢ MW kpanHe BapuabeneH M 3aBUCUMT OT
KOHKPETHOro  reHetMyeckoro pedekrta, CKOPOCTU MNOCTaHOBKM
OMarHo3a, CBOEBPEMEHHOCTM HasHaAYeHUS JleYeHMs, a Takxke OoT
MHOMBMOYaNbHbIX OCOBEHHOCTEMN NauMeHTa.

JleyeHne nepBUYHbIX WMMYHOOEDMUMTOB BKOYAET Tepanuio,
HanpaBfeHHYo Ha 60pbby C Pas3NMUHbIMKM UHIEKLMAMM, a TaKxKe
ayTOMMMYHHbBIMU WUNU OMYXONEBbIMM MPOLECCaMM, KOTOpble 4acTo
OCNIOXHSAIOT  TeyeHue uMMyHodedbuumTta. MHpekummn TpebyioT
ObICTPOrO WM arpecCUBHOrO  JleYeHUss  NPOTUBOMUKPOOHbLIMMU
npenapatamMu. Takasa Tepanusi MoXeT noTpebosaTb 6Honee
L/IMTENIbHOrO  Kypca, 4YeM OObl4HO HasHayaeTcs /iogsaM  C
HOPManbHOM  YHKUMEM MMMYHHOM CMCTEMbI, WCMOMb30BaHUS
OOQHOBPEMEHHO HECKOJbKMX MPEenapaToB U Pa3/IMyHbIX CMOCOBOB MUX
BBeAeHMS (BKOYasi BHYTPUBEHHbIN).



B cCOBpeMeHHOW MeauupMHe WCMOMb3YKTCA TaK  Ha3blBaeMble,
TapreTHble Npenaparbl, CNOCOBHbIE MOAYMPOBAaTL PabOTY Pa3IUYHbIX
3BE€HbEeB UMMYHHOW cuUcTeMbl. [na HekoTopbix MWL ¢ HenpaBMAbHO
paboTalolwmMm  BenkaMm  NiedeHne HanpaeneHO Ha noaaBfieHue
onpegeneHHbix GyHKUUM UMMYHUTETA.

6.1 MpodunakTrka ocno>xHeHun NMUN,

Mopaep>knBatoLLas Tepanus npu MHOIMX NepBUYHbIX
UMMyHoOdedUUMTax BKIOYaeT OnuTenbHoe npodunakinyeckoe
npUMeHeHue aHTUMBMOTUKOB, NPOTUBOrPMBKOBbIX U
NPOTMBOBUPYCHbIX MNpenapatoB. WMHorga Takue npenapaTthbl
MCMNONb3YIOTCS B TEYEHUE MHOTUX MECSLEB U AaXke NneT.

BakumMHaLMa Tak)Ke MOXKET MrpaTb Ba)kKHYIO PO/b B NpodunakTnke
UHdEKUMM Npu HekoTopbix Buaax MWIO. BOMbWMHCTBO BaKLMH
©esonacHbl Oas nauMeHToB C MMMyHopeduumtamm. OOHaKo He
CTOUT MCMOMb30BaTb >XUBble BakUWHbI (HanpuMep, nepopasnbHyo
BakKUMHY MPOTMB MNOMMOMMENNTA, BaKUMHY NPOTUB  KOPMH,
KPaCHYXM, napoTuTa, BLIK) npu HekoTopbix  dopMax
3aboneBaHus, HanpuMmep, Takux, kak TKWH. Ona pgpyrux >e,
Hanpumep, MMMyHoaoedpUUMTOB C HapylweHueM B-numdboumTos,
BakLMHbl MOTyT oOKa3aTbCca 6ecrnofiesHbl. MNo3ToMy pelleHne o
HeOBXoAMMOCTM  BaKUMHaALMM  MNALMEHTOB C  MEPBUYHBIMMU
UMMyHOOedUUMTaMU  OOMKEH MNPUHMMaTb Bpay WMMMYHOJOr.
BaxxHO, 4TO 3awuTy ONg He NpuBMUTbIX NaumeHTosB c N[ MoryT
obecneuynTb BakUMHMPOBAHHbIE 300POBbIE IIOAM, OKpPYXKatoliue
Takoro yenoseka. [1pu NpoBefeHUM BaKUMHaLMKM Bonblien YacTu
HaceneHuMa CnocobHOCTb BonesHeln nepegaBaTbCa OT YenioBeka
YyesioBeKky pPe3Ko CHMYXKaeTCs, TakMM 0Bpa3oM, CHMXKaeTCs M PUCK
3abonetb y naymeHTa c MNMMA.

CoBpeMeHHble  MeToAbl MeOMKAMEHTO3HOU  MPOPUNAKTHUKM,
HECOMHEHHO, BaXHbl gn4 naumeHtoB ¢ MO, OgHako He CTOuT
3abbIBaTb, YTO NPOCTble CNOCObbI COBMOAEHUA NTUYHOU TUTUEHDI,
BK/lOYaa MbITbE PYK M yxond 3a MOMOCTbIO pPTa, OCOBEHHO
aKTyasnbHbl 019 TakKMX NaLMEHTOB.



AYTOUMMMYHHbIU
NIMMPONPOJIMPEPATUBHDIN
CUHOPOM (AJNC)

Ymo makoe AJITIC?

AyTOUMMYHHbIM nuMdonponudbepatTmeHbiM cuHapoM (AJTC) -
3TO  [OOCTaTOMHO  pepkoe  reHetuyeckoe  3aboneBaHue,
OTHOCslleecs K MNepPBUYHbIM MMMyHoaoeduumtam (MKWO), npwu
KOTOPOM OTMeyaeTca yBenuyeHune NuMGOUOHbIX OpPraHoB
(nuMdbonponudepaumda), Takumx, Kak numdaTuyeckme  y3nbl,
neyeHb U ceneseHka, a TakXe pPasfiMyHble OHKOMOrnyeckue U
ayTOMMMYHHbIE OC/IOXKHEHMS.

3TM CUMNTOMbI BO3HMKAKOT M3-3a YPE3MEPHOro HAKOMIEHUS
KNeToK, HasblBaeMbIX NMMbOLMTAMU, B pe3y/nbTaTe HapyLlleHUs
anonto3a. AnonTto3, B MNepeBofe C rPevyeckoro O3HavatoLmim
«najalolme nMCTbs», HeobxoaMM  Ona  >KM3HM  noboro
opraHmM3Ma, Kak ce3oHHas CMeHa NUCTBbl ONs aepesBbeB. Korga
KNneTka UMeeT cepbesHble NOBPEXAEHMA U HE MOXKET HOPMasbHO
BbIMONHATL CBOM YHKLUMM, 3anyCcKaeTCs TOHKUM MeXaHM3M,
npuBOOAWMM K ee «caMonMKBuaauum». [pu  HapyLleHUM
anonTto3a pgedekTHble KNeTKM HakanamMBaloTCa B Pa3fIMYHbIX
nuMdoMaHbIX OpraHax, 4YTO MPUBOOMUT K Pa3HOOBpPa3sHbIM
HapyLLUEHUSAM B OpraHu3Me.

PacnpoCTpaHEeHHOCTb  CMHOPOMA  OCTaeTCd  HEeM3BECTHOM,
MOCKO/NbKY HeKkoTopble nauueHTbl ¢ AJITIC He uMeloT ApKoM
KNMHMYECKOM  KapTWUHbl, M  3aboneBaHMe  OCTaeTcd  He
OMarHOCTUPOBAaHHbIM, NMOO OHWM HabnogaloTca € APYrMM
amnarHosoM. AJTNIC onucaH y nogen pasHbIX pac M 3THUYECKMX
NPUHAQNEXHOCTEN, HEeKOTOopble COObBLLEHNS YyKa3bliBalOT Ha
Bonee 4acTylo BCTpeYyaeMoCTb 3ab0neBaHms Y My>KUMH.



HAuazHocmuka AJITC

AJTNC - MHoronukoe 3aboneBaHMe C pPasHOM CTeneHblo
BbIPaXXEHHOCTM U  TAXKECTU CUMNTOMOB. [g MOCTaHOBKMU
aunarHosa  AJTMIC  ucnonb3yloT  KPUTEPUM  OUATHOCTUKM,
pa3paboTaHHble EBpONenckuM obuiecTBOM MMMyHooepMUUT-
HbiX cocTosiHuM (ESID):

1) YBenuyeHue nnMdaTUYECKUX Y3/TI0B, CENEe3EeHKU U MEeYeHMU.
Bonee yeM B MNONOBMHE CNly4aeB 3TO MOXET OblTb MNepBbIM
nposeneHneM 6onesHu Ha oHe obuiero Gnaronony4ms.

2) Pa3nu4yHble ayTOMMMYHHble NposiBleHusa. HanpuMmep, 4acTo
BCTPEYAOTCSH  aYTOMMMYHHbI€  LMTOMEHMM —  CHUXKEHME
nokasaTtenem B obuweM aHanmM3 KpoBu: aHemusa (HU3KMMK
reMornobuH), TpoMmbouutoneHms  (HM3Koe  copep KaHue
TPpOMBOUMTOB) U HeuTponeHus (CHUXKeHUEe HeUTpodpunos), B
CBA3M C 4YeM Yy naumeHToB ¢ AJIMC MMeeTca BbICOKMM PUCK
Pa3BUTUA UHDEKLLMOHHBIX OC/TOXXHEHWUN, KPOBOTEUYEHUM.

3) OHKonornyeckme 3aboneBaHus, 4acTo Pa3BMBAIOTCS JTIMMPOMBI.

4) Cnyyan AJINC B ceMbe. Hanuune cuHppoMa cnepyet 3ano-
LO3PUTb B ClyYae, eciiv AaHHOe 3abonieBaHUe yy)Ke BbIIBNEHO Y
BnmM>KamLLMX POOCTBEHHMKOB.

5) MN3meHeHus B crnieunduyeckmx nabopaTopHbIX aHanmMsax -
noBbilleHne Aybnb-HeraTuBHbIX T-nnuMdoumuTos (OHT), obuero
BUTaMMHa B12 (umaHokobanaMuH), pacTtBopuMoro FASL,
MHTePNenKmMHa-10, pasnMUHbIX ayTOAHTUTEN, a Tak)Ke HapyLleH-
Hbl FAS-onocpenoBaHHbIM anonTos.

6) Hanuune MyTaumm B reHax, BOB/IEYEHHbIX B anonTto3 nMMoo-
uuToB. Hanpumep, natonormyeckne MaMeHeHuss B reHax FAS,
FASL, CASP8, CASP10, FADD.



TeM He MeHee, JaXe MnauMeHTbl C TFeHeTMYeCKM noaTeep-
XOeHHbIM  AJINC He Bcerga WMEIOT BCE BblLLEONUCaHHbIe
nposiBfeHus, B CBA3M C 4deM AJINC dBngetca [OCTaTOYHO
KOBapHbIM 3ab051eBaHMNEM.

Bo3pacT Havana 3aboneeaHus BapuabenbHbii U TPYOHO
noanaeTca oleHKe B BUOY BO3MOXXHOM CTEPTOCTU KIMHMYECKOM
KapTuHbl. CpedHui BoO3pacT nposasneHus AJINC, no AaHHbIM
nuTepatypbl, cocTaBnseT 3-5 neT, ogHako onucaHbl U bonee
no3faHMe Clydau NosBIeHUsS CUMMNTOMOB.

Kak neyumcs AJIIIC?

Jleyenne AJINC 06BbIYHO COCPEAOTOYEHO Ha OCIOXKHEHUSX,
TakKMX, KakK ayTOMMMYHHbl€ COCTOSAHWUS, OCODEHHO TaXKenble
UMTOMNEHUM (CHUXKEHME KONMMYECTBa KETOK KPOBM), KOTOpble
MOTyYT BbITb ONacHbIMM ANS KM3HU. MHOrMM naumeHTam ¢ AJTTC B
NPOLUNIOM NPOBOANIN yOaneHue ceneseHkn (CNIeH3IKTOMUS), Y4To
B HacTosllee BpeMsa [f[enatb He peKoOMeHAyeTCs, TaK Kak
CMNNIEH3KTOMUSA He 3aluMmLLaeT OT MNOBTOPHOrO BO3HUKHOBEHMS
LUMTOMEHMM, a Tak)Ke MOBbILAET PMUCK Pa3BUTMSA TSXKENOMU U
NOTEHLMaNbHO OMAaCHOM 419 XXM3HU UHDEKLMM.

Ta)kenble MHPEKLMOHHbIE NpoaBneHmsa npu AJTNC peaku, HO, TeM
HEe MeHee, ONUCbIBalOTCH, MNO3TOMY MaUMEHTOB C TakuM
OMarHo3oM HeobxogMMo BaKUMHWMPOBATb, B TOM 4uUClie NPOTUB
MHKaMNCyMpoOBaHHbIX BakTepuit (MHEBMOKOKK, MEHMHIOKOKK,
reModunbHas  nanodka) KOHbIOTMPOBAHHBIMM  BaKLMHAMM,
OCOBEHHO B CMy4ae CMNEeHIKTOMUM.

B kayecTBe npenapaToB ANA NeYeHUs ayTOMMMYHHOW LMTO-
NeHUU OBbIYHO MPUMEHSAIOT KOpTUMKOCTepouabl, MMKopeHonaTa
ModeTun (MMD) 1 panaMuLmMH (Tak>Ke M3BECTHbIM Kak CUPOSIMMYC).



KopTrKkocTepouabl HY>KHO MCMOMb30BaTb TOMbKO B KayecTBe
KPaTKOCPOYHOM MyNnbc-Tepanuu B NeYeHUM UMTOMEHWU M Ong
cokpauwenma nmmdonponudepaumm. MMOD  MoxkeT  BbiTb
3bPeKTUBHBIM B Tepanmm ayTOMMMYHHbIX LIUTOMEHUM.

HactoswmM npopbiBOM B nedeHun AJINC ¢ [okKasaHHOMU
3PPEKTUBHOCTbIO n be3onacHoOCTblO  CTana  Tepanus
CUPONIMMYCOM, MO3BOMMBLLUAA KOHTPONMPOBATb pPa3HoobpasHblie
npossneHna 3abonesaHums.

B Takenbix cnydasx (pa3Butne nMMGOMbI, XKM3HeYyrpoxatoume
UMTOMNEHUM) CrefyeT pPacCcMOTPeTb BOMPOC O MNPOBEAEHMM
TPaHCNIaHTaUUU reMONO3TUYECKMX CTBOMOBbLIX KneTok (TFCK). B
opyrmux cnydasx TFCK He nokasaHo, MOTOMY YTO XOPOLUWMMK
nporHo3 pana 6onblwuHcTBa ntogerd ¢ AJINMC  obblYHO He
onpasablBaeT NpobneM U pUCKoB, cBa3aHHbIX ¢ TITCK.

MpozHo3

AJTNC - 31O 3aboneBaHMe C AOCTAaTOYHO HEMIOXMM MPOrHO30M
NPU CBOEBPEMEHHO HaYyaToW Tepanmu. [naBHoe 15 NaLUeHTOB C
ANMMNC - cBoeBpeMeHHas [OMarHOCTUKa, MeaMKaMEeHTO3HbIM
KOHTPO/b MPOSABNEeHUM 3abonesaHMs, a Tak)ke OHKOoMornyeckas
HaCTOPOXXEHHOCTb, Tak KakK PUCK Pa3BuTMa NMMMGOM Yy noden C
AJMTC nosbllWeH B OECATKU U JaXKe COTHM pa3. Ecnn y naymeHTa
pPa3BMBAOTCS TakMe CUMMMTOMbI, KakK JIMXOpagka, HOo4Has
NOTNMBOCTb, NOTEPS BeCa MM NnoTeps anneTuTa, BHe3anHoe
ovyaroBoe  yBenuuyeHuMe  rpynnbl  NMMATMYECKMX  Y3NOB,
HEeOBXOAUMO He3aMedIMTeNbHO ObpaTUTbCA K Bpady M MPOUTU
fnanbHelllee MeguUMHCKoe obcnegoBaHme.



CeMmeliHoe KOHCYMbMUpPOBAHUEe

AJTNC Bbi3biBaeTCs MyTauuaMuM(NoNnoMKaMm) B reHax, perynu-
pylolWmUx anonto3. 3aboneBaHuMe Hacnegyerca ayTOCOMHO-
OOMUHAHTHO. DTO 3HAYUT, YTO OOHOM FEHETUYECKOM MONMOMKM
JOCTaTOYHO [N pa3BuTMa bBonesHn. A  pucK nepenaym
3aboneBaHns geTaM  nauMeHta coctaBngetr 50%, uTO
HEOOXOAMMO Y4MUTbIBaTb MNPU MNNAHUPOBAHUM CEeMbM. TaKMM
obpa3oM, Npu noctaHoBke auarHosa AJINC ogHOMY U3 YNieHOB
ceMbu HeobxoauMa KOHCyNnbTauus M obcnegoBaHue ONU3KMX
POACTBEHHMKOB (Kak AeTeM, Tak U B3POCbIX), AN UCKITIOYEHUS Y
HUX cTepTbix ¢opM 3aboneBaHMa W Ha3HaYeHMa CBoOe-
BPEMEHHOIO NIeYeHus.
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