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Memoduyeckoe nocobue A5 podumersnel
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NMpo UMMyHHUTET
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MexaHM3Mbl Hacefo0BaHUA MyTauMM, NpeHaTanbHas
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Kak nposBnsetrca CBO? OCHOBHble CUMMNTOMbI.
Kak noctaButb guarHos CBO?
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FeHeTUYECKOEe KOHCY/IbTUPOBaHUE CEMbM
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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»
bonee apdeKTUBHO.

Ba)kHble KNeTKM NPUOBPETEHHOro UMMYHUTETa — Pa3/IMYHble BUOb
numooumToB. Hanpmumep, B-numbountsl (Mnm B-knetkn) npomssoaat
aHTUTena (MNM MMMYHOTrNOBYNMHbI), KOTOPbIE MPUKPENNSTCAa 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-KNeTKM COCTOUT B TOM, YTOBbI aKTMBUMPOBATL 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
nofaep >kaHnsa BHyTPEHHero nopsaka B opraHmMsMe,



npPoO UMMYHOOEPULANTDI

MepBUYHbIEe UMMyHOaEdPUUMTLI (M) — Bonbluag rpynna 3abonesaHui,
MPM  KOTOPbIX  HapyllaeTcsl  HopManbHoe  YHKLMOHMPOBaHME
MMMYHHOM CMCTEMbl. Y OfHOro u4enoBeka MOryT HemnpaBuibHO
pabotatb OOMH WM HECKONIbKO KOMMOHEHTOB afanTUBHOMO MM
BPOX/IEHHOrO MMMYHHOIrO OTBETa, B Pe3y/bTaTe Yero OPraHusM He
crnocobeH apPekTMBHO OoTBEYaTb Ha MHbEKLUMM 1/ MK NpeaoTepaLLaTh
ayToarpeccmio MMMYHHbIX KIETOK.

MPUYUHOM NEPBUYHBIX UMMYHOOEDULUMTOB SBNSIOTCH reHeTUYeckme
NMONoMKkM — gedekTbl, UK MyTaLuu, KOTOPble MPOMU3OLLIM B FeHax,
KOOMPYIOLMX MHPOPMaLMIO O paboTe pasHbiXx MoMeKyn MMMYHHOM
cUcTeMbl. MyTaumm Mpu  MNEPBUYHBIX UMMyHodeduuMTax, Kak
NpPaBuIO, MOBPEXAAOT OAMH M3 FeHOB, NPOM3BOAALIMX Benku ans
MMMYHHOW CMCTEMbl. B  pesynbTaTe Takoro noBpexaeHus
CUHTE3UPYETCS HernpaBu/bHbIM BENoK WMAW CAMILKOM Manoe ero
KOMIMYECTBO, M HOpMarnbHas ¢yHKUMa Benka Hapylaetcs. MHorpa
MyTauMs MNPUBOOMT K CIIMLLUKOM aKTMBHOW paboTte WMMYHHOM
CUCTEMDBI, KakK MpPW ayTOBOCManuUTeNbHbIX 3abonesBaHusax. B
3aBMCUMOCTM OT TOrO, B KakOM M3 FE€HOB MPOM3OLLO NOBPEXIEHUE,
HapyLUeHMa BO3HMKAIOT B TOW MM MHOM YaCTM MMMYHHOM CUCTEMbI. B
HEKOTOPbIX CNy4Yasx MyTaLMIO MOXKHO OnpeaenuTb BbiCTPo, B APYrMX
- MOMUCK 3aHUMAET MPOAOIIKUTENIbHOE BPEMS.

Ha cerogHsWHUM OeHb Hayke M3BECTHO okonio 500 Takux reHos,
OTKPbITME  KOTOPbIX MO3BOAMAO WMMMYHOMOraM noaTBEPOMTb
NpPaBUNbHbIM OMArHO3 NEPBUYHOrO MMMyHoaedULUTa Y HEKOTOPDIX
MaLMeHTOB, MOHATb, KakK Pa3BMBAlOTCS 3TU 3aboneBaHus, U y3HaTb
Bonble 0 TOM, Kak MMMyHHas cucTeMa bopeTca ¢ MHPEeKUMAMU U
paKkoM.



MEXAHM3Mbl HACJIEQOBAHMUA
MYTALMM, NPEHATANIbHASI AMATHOCTUKA
U CEMEMHOE KOHCY/IbTUPOBAHME

3.1 NMoyeMy He06Xx0AMMO YCTaHOBUTb FEHETMUYECKYIO MPUYMHY
nepBuYHOro UMMyHogeduumra?

FeHeTMyeckoe obcnegoBaHMe MOXET NOATBEPAMTb  AMarHos3
NepBMYHOro MMMyHopeduumTa, 4TO MNO3BONMT BpadvaM BbibpaTb
afleKkBaTHOE fnevyeHune W NpenBuaeTb BO3MOXKHblE OCIOXHEHMS U
TPygHOCTM B ByayuieM. DTO OCOBEHHO BaXHO, KOrga y nauueHTa
HET TUMMYHBIX MPW3HAKOB U CMMMNTOMOB 3abonesaHus. [OCKONbKY
MHorue MM NoxXoXu Apyr Ha Apyra, reHeTnyeckoe obcnegoBaHue
MOXKET BbIIBUTb MCTUHHYIO NPUYMHY BONe3HM NauueHTa.

3HaHMe reHeTMyeckoro gedekTa Takxke Mo3BOMMUT ONpeaenuTb, Kak
Hacnegyetcs  3abonesaHMe M KOMYy M3  POACTBEHHWKOB
3abonesliero HeobxogMMO MPOBECTU FeHEeTMYEeCKUM aHanu3 ao
Pa3BUTUA NPOABIEHUA BOME3HU UM CEPbE3HbIX OCOXHEHWN.

Euie ofHOM Ba>KHOM MPUYMHOM O/ NOMCKa MyTauuu B reHax ML
aBnseTcs BO3MOXXHOCTb npoeeneHns npeHaTanbHOM 7
NPEeUMMNIaHTaLMOHHON OMarHOCTUKU. DTU UCCIEeNOBaHMUA NO3BONSAIOT
onpenenutb NepBMYHbIM UMMyHOOEDMUMT OO POXKAEeHUS pebeHka,
YTOBbI NleYeHne MOXKHO BbINo HavyaTb Cpa3y NOC/e POXKAEHUS, UK
JaTb LWaHC poauTensaM poamTb 300poBoro Manbiwa. ObcnegosaHme
nnoga u/mnu aMBpUoHa BO3MOXKHO TOSIbKO MPU M3BECTHOM B CEMbE
reHeTuyeckoM gedexre.

MHorma reHetTMyeckoe obcnefoBaHMe COCTOUT M3 LENIOU Cepuu
aHaNM30B M MNPOBOOMUTCS Pa3NUYHbIMU METOJAMM B HECKOSIbKMX
nabopaTtopuax. Mx BbibOp M nocnegosaTenbHOCTb 3aBUCAT OT
KOHKPETHOrO Cfy4yas: OCODEHHOCTEM MNPOSIBNEHUM 6onesHu u
pe3ynbTaToB [oreHeTMYeckoro obcnegoeaHus. [ns  aHanusa
OBblYHO [OCTAaTOYHO HEBONMbLIOro KOMMYecTBa KPOBM; MHOrOa
MOXKeT noTpeboBaTbCs COCKOD C BHYTPEHHEM MOBEPXHOCTU LLEeKU
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
reHeTMYyeckoe MNPOUCXOXIOEHWE M NepedatoTcs M3 MOKONEHUs B
nokonexHue. bonblwaa Yactb MWL - BPOXOEHHbIE: MOSyYEeHHblE MO
HaCcNeacTBy OT POAMTENEN UM BO3HUKLUME Ha CaMbiX PaHHMX CTafMsax
BHYTPUYTPOBHOrO pa3BuTMs pebeHka. Kak npossutcs 6onesHb M Kak
OHa OypeT nepepaBaTbCd B CEMbe, 3aBUCHUT OT KOHKPETHOIO
uMMyHogeduumta (MM MX rpynnbl). Yacto ceMenHas UCTopus
3aboneBaHMss B KOMI/EKCe C  Pas3/M4YHbiMM  NlabopaTopPHbIMU
MCCNefoBaHUAMM MO3BOMAIOT YCTaHOBUTb POSb ONPEOENEHHbIX FE€HOB
WM XPOMOCOM B Pa3BUTUM MEPBUYHOTO WMMyHopeduumta Yy
KOHKPETHOro NaupeHTa.

MHbopMaLmMsa O pPas3fMYHbIX  YHUKAmNbHbIX MPM3HAKax 4denoseka
3aKOOMPOBaHa B reHax, KOTOpbIE YNakoBaHbl B OJIMHHbIE, MOXOXKME Ha
HUTH, CTPYKTYpPbl, Ha3blBaeMble XpPOMOCOMaMu. Karkgas KneTka
yenoBeka CoaepP XuT 23 napbl, UK 46 XPOMOCOM - Bcero 23 Habopa
reHoB. B Ka)kgoM nape ofHa M3 XPOMOCOM yHacneqoBaHa OT MaTepu,
apyras - ot otua. lNonyuyaercd, 4to And GOPMMPOBAHMSA OFHOrO
NPW3HaKa YenoBeK NonyYaeT OguH reH OT MaTepu, OOMH - OT OTLa.

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
YMCNO COCTaBNANO 46. TakmM 0Bpa3oM, pebEHOK Nony4vaeT NoMoBUHY
reHeTnyeckon uHbopMaLmm OT MaTePM, a NOMOBKHY - OT OTLLA.



Bce XpOMOCOMBbI, KpPOMe MOMOBbIX, HA3blBAOTCA ayTOCOMaMu U
NPOHyMepoBaHbl OT 1 JO 22 B 3aBMCMMOCTM OT pa3Mepa. OpHa
OOMOMHUTENbHAs Mapa XPOMOCOM — MofoBas - onpegenser non
uHaMBKMOyyMa. lNonosBble XPOMOCOMbI OblBalOT ABYX TUnos: X U Y-
XPOMOCOMBbI. XKEHLLUMHbI MMEIOT OBE X-XPOMOCOMbI, @ MY>KY4MHbI — MO
ogHOM X- M Y-xpoMocoMe. TakuM obpasoM, B AULEKNETKM >KEHLLMH
nonagatoT TOMbKO X-XPOMOCOMbI, a B CrepMaTo3omgax 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.

MNoBpekgeHMe reHa, WMnM MyTauus, NpPuMBOASWAs 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 noBpeykaEHHbIM reH HaxoOMTCS 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, M eC/iM NOBPEXAEHHbIN FeH HAXOAUTCS 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 peLeccuBHbIM. bonesHb nepepaerca oT
KEeHWMH (MaTepen) K My>kumHaM (CbiHOBbAM). Hepepgko crnydaetcs,
YTO B OOHOM CeMbe 60sbHbl HECKOMbKO Marlb4MKOB/MY>XXUMH. DTH
MOAM, Kak NpaBMNoO, MPUXOQATCS OPYr APYrY POLHbIMA 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
HacnenoBaHue

3.5 Yto Takoe ayTOCOMHO-peLeccMBHOE HacnepoBaHue?

[na BO3HMKHOBEHUS HEKOTOPbIX MMMYHOAEPUUMTOB HeOBXOAUMBI
[Ba MOBPEXOEHHbIX reHa Ha obenx xpoMocomax (Mo OJHOMY OT
Ka)kxgoro pogutens). Takue 3aboneBaHuMa HacnemyloTca Mo
ayTOCOMHO-PELEeCCMBHOMY Tuny. EcnM  4enosek mnonyyun no
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 TakoM ceMbe MnosioBUHa AeTen pa3HbIX NMOSOB MOXET POAUTLCSH,
Kak W pPOOUTENM, KIMHUYECKM 300POBbIMM HOCUTENSIMU, HO
CNoCcobHbIMU MepefaBaTb MyTaHTHbIM reH no Hacneactey. 25%
neten bynyt abconoTHO 3g0poBbl. HO B 25% crnyyaeB [aBe
MyTaLMM poauTenen MoryT coBracTb, Torga pebEHOK poauTcs
6ONbHbIM.

MNP 3TOM OYEeHb BaXKHO MOHHATb, YTO B MPOLLEHTAX BbipPa)kaeTcs
TONbKO BEPOATHOCTb. B peanbHOM >XU3HKM, MNPU HEBONbLIOM
KONMYecTBe [eTenl B CeMbAX, ClydvaeTcsa TakK, 4YTO MyTaums
nepepaercs pebeHkKy npu Ka>aom nocnenytoLiemn
BepeMeHHOCTH, a MCXObl Npeablaylien bepeMeHHOCTU HUKaK He
BAMAIOT Ha nocnepylowme. [o3TOMy eAMHCTBEHHbIM CNocoboM
NpPenoTBPaTUTb HOBYIO BCTPeYy C MyTalumen aBnseTcd npoBepka
nnoga MnuM aMBpMoHa NPU KaXkaou HOBOM BepeMeHHOCTU UNu eé
nNNaHUpoBaHUK (peyub 06 3TOM MNOUAET HUXKE).

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

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

HunmereH.
AyTOCOMHO-peLIeCCUBHOE
HacnegoBaHue
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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.

Mpumepsbl NN ¢ ayTOCOMHO-OOMWMHAHTHBLIM HacnegoBaHUEM — runep
IgE- cuHOpOM C MyTaupMen B reHe STAT3, HacneocTBEHHbIM
aQHMMOHEBPOTUYECKMM OTEK, 6ofbluas 4YacTb ayTOBOCMANIUTESNbHbIX
CUHOPOMOB.

Mpu Al TMnNe HacneaoBaHUS BEPOSTHOCTb POXKAEHWUS 300POBOro
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
rapaHTMM, YTO MYTaHTHbIM FeH He QOCTaHeTCsi PEBEHKY MpU Kaxkaou
nocnegytollen GepeMeHHOCTU. [peackasaTb 3TO pacnpegeneHue
HEBO3MOXXHO, BO3MOXXHO /WLLIb NPOBEPUTb MIIOM, Ha HanMumMe MyTaLmm
NP HacTynmBLLEN BepeMeHHOCTH (MM SMBPUOHbBI NP MNaHUPOBAHMK
2KO).

AyTOCOMHO-AOMUWHAHTHOE
HacnepgoBaHue
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B cnyyae MWL c AL HacnegoBaHMEM OueHb BaXkHO obcregoBaTtb
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 BCcex BapuaHTax HacnenosaHus M/ noBpexxaEHHbIe 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

MNMocne poXaeHus pebeHka C BPOXKAEHHbIM 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 ceMbM, B KOTOPOM BCTpeYancs BPOXKAEHHbIM gedekT
MMMYHHOM CUCTEMbI, €CTb LUAHC POAMTb 340POBOro pebeHka.

OaHMM U3 crnocobos onpepenuTtb, byaetr nu BGoneH MnageHel,
aBnaeTca npeHaTanbHad, WM AgoponaoBasd, AuarHoctuka. OHa
NPOBOAMTCH NPM Y>XKe HacTynuBLUEeN BepeMeHHOCTH.
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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
pe3ynbTaT B MaKCUMMarbHO KOPOTKMM CPOK, MO3TOMY 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
MPUYMHOWN 3ab0oneBaHusl, NPOBOAUTCS XPOMOCOMHOE WMCCNefoBaHue,
KOTOpOE MOMOraeT MCKIOUYUTL OpyrMe, YacTble XPOMOCOMHblEe
nonoMku (Hanpumep, cuHOpPoM [layHa) W onpepenuTb Mnon nnoga.
OnpepeneHve nona nnoga MMeEeT NPUHUMIMANbHOE 3HadYeHue [Ons
NPUHATUS PeLLEeHNsa O NpepbiBaHNM BepeMeHHOCTH NPK X-CLEenNeHHbIX
MMMyHoaedpULMTaX.
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CpaBHMTENbHO HEedaBHO MOSIBUNACh BO3MOXHOCTb OMNPeaensTb Mof
nnoga no aHanusy KPoBM MaTepU Ha PaHHWUX Cpokax BepeMeHHOCTH —
oT 5 no 10 Hepenu. ITa MHbOPMALMA NMOMOraeT NPUHATL PeLLeHne 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.

PelmeHne © npepbiBaHUM HGEPEMEHHOCTM MO  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 npu obblMHOM HepeMeHHOCTU. OnbIT
NPOBEOEHMS MPEMMITIAHTALUMOHHOU [OMAarHOCTMKM B CEMbAX C
nepBUYHbIMU UMMyHOOEPULIMTaMU eCTb U B Poccum.

Jllobble BOMPOCHI, KacaloWmecs MNIaHUPOBaHUA CEeMbM, HOCHAT
UCKMIOYUTENBbHO NIMYHBIM XapakTep. OOHaKO Npu MPUHATMM PeLLleHUM
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, CyUlecTByeT BO3MOXHOCTb OYHOM  KOHCynbTaLuuM Yy
uMMyHonoros HMMUL, OrOMN wmum. Omutpua PoradyéBa - pna aToro
HeOobX0AMMO NPeaBapPUTENIbHO 3amnMcaTbCs Ha aMBynaTOPHbIA NPUEM
B KOHCYNbTaTUBHOM LIEHTPE WM OTNPaBWUTb CoOoBLleHMe ang
oTaeneHus MMMyHonoruu no agpecy info.archive@fnke.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

HapyweHus e B-aumpoyumax u T-num¢poyumax. MyTtauum B
reHax, KOHTPONMPYIOLWMUX B-KNeTku, MOryT npuBecTM K noTtepe
npoaykumMmM  aHTuTen. [lauueHTbl C  TakMMW  MyTaUuUsaMMU
NOABEPXXEHbl PUCKY Pa3sBUTUSA TAXKENbIX PeLUMANBUPYIOLLUX
(noBTOpsaoWMXCa) BakTepuanbHbiXx MHPEKUMM. MyTaumm B reHax,
KOTOpPble KOHTPONMUPYIOT T-KNETKU, MOTYT NPUBECTU K YMEHbLUEHUIO
KonuyecTea T-KNeTOK MM yXYOLEHUIO MX PaboTbl. Tak BO3HMUKAIOT,
HanpuMmep, KOMBUHUPOBaHHbIE UMMYHOOEebULNTDI, Korga
HapylwatoTca PYHKUMM M T-KneTok, M B-knetok, KoTopble He
NOJy4atoT NPaBUIIbHbIX CUrHANOB OT AedeKTHbIX T-KNeToK.
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Tsokenass KOMBUHUPOBAHHASS UMMYHHASS HeA0CMAamMOoOYHOMb
(TKMH) - caMblii onacHbiM UMMyHOOedUUMT M3 3TOM rpynnbl. Y
nauneHtoB ¢ TKMH uacto Habniogaetca nonHoe oTcyTcTBue T-
KNeToK 1 BapuabenbHoe, MHoraa KpanHe HM3Koe, YMcno B-kneTok, B
pesynbTaTe 4ero WMMMyHHas OYHKUMA OpraHusMa npakTuyecku
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).

DazouyumapHsie HapyweHus. Paroumtbl — 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 ¢ TakMMu pgedektaMum MOryT He CrpaBUTbCH 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 SBASeTCS Ba>KHOW YacCTbio 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 CUCTEMbI. CneumarnbHble aHanm3bl KPOBU
MOTYT NOKa3aTb, XOPOLLO NI GYHKLUMOHMPYIOT T€ MU UHBIE KNETKM.



16
.

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

HedekTbl MMMYHHOM CUCTEMbl MOTYT MPUBOAMTL K MOPAXKEHUIO
Pa3UYHbIX OPraHOB, NO3TOMY AN AMArHOCTUKU U OLLEHKM CTEMEHM
BbIPaXXEHHOCTM 3TUX MOBPEXOEHUM UCMOMb3YIOTCA Pa3fndHble
MHCTPYMEHTalbHble MeTObl, TakKMe Kak KOMMbloTepHas ToMorpadus
(KT), MarHuTHO-pe3oHaHcHasa ToMmorpadua (MPT), a3odaroractpo-
OYOOEHOCKOMUS, KONMOHOCKOMMS M T.4. WMHorga HeobxogmMo
MccnepoBaTb YacTb TKaHM MOA MMKPOCKOMOM MOCie MNpoBeneHuUs
Buoncum.

Ona noucka MyTaumu (reHeTudeckoro gedekrta, KOTOpbIA NpuBen K
MMMyHoOedULUMTY) Takke HeobXoaMMO creupanbHoe obopyaoBaHue
M CNOXHble aHaNMTMYeCKMe NPOorpaMMbl O  PacCLUMPPOBKM
MONyYEHHbIX PE3Y/IbTaToB. MHOrAa BbINO/HEHWE TaKOrO UCCNefoBaHMS
BK/TFOYAET HECKO/bKO Pa3/IMYHbIX 3TaMOB M 3aHMMAET MHOMO BPEMEHMU.

NEYEHUE U NMPOITHO3

MporHo3 naupeHtoB ¢ MW kpanHe BapuabeneH M 3aBUCUMT OT
KOHKPETHOro  reHetMyeckoro pedekrta, CKOPOCTU MNOCTaHOBKM
OMarHo3a, CBOEBPEMEHHOCTM Ha3HAYEeHUS JIeYeHUs, a TakKke OT
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 UM arpecCUBHOrO  NleYeHUss  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).
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B coBpeMeHHOM MeguuMHE WCMOMb3yTCH Tak  Ha3blBaeMble,
TapreTHble NpenapaTbl, CNOCOBHbIE MOAYNMPOBaTb PAabOTy PasNMYHbIX
3BEHbEB MMMYHHOM cucCTeMbl. [na HekoTopbix MU ¢ HenpasBuibHO
paboTalolwmMm  BenkaMm  NiedeHne HanpaeneHO Ha noaaBfieHue
onpepeneHHbiX GYHKUUA UMMYHUTETA.

6.1 3aMecTuTenbHas Tepanusa npenapaTaMu YerioBe4ecKoro
MMMYHOrnobynuHa

[na  GONbLUMHCTBA MMMYHOOEPULUMTHBIX COCTOSHUM Heobxoamma
3aMecTUTeNbHasg Tepanua  WMMMYHOrNoBynuHaMKM, MNpPU  KOTOPOM
UMMYHOITOBYNIMH G OYMLLL@eTCA OT Ma3Mbl KPOBU 300POBbIX JOHOPOB
M BBOOMTCA MauMeHTy. Takoe Jle4eHue [O/MKHO MNPOBOOMUTHLCS
perynsapHo, T.K. BBEAEHHbIM WMMMYHOrNOBYNUH Yepes 3-4 Hepenu
paspyllaeTcs B OpraHMsaMe, M YenoBeK CHOBa CTaHOBWTCSA
He3alWMLeHHbIM.  Bce  3TM MeTogpl  fledeHuss  aBnsoTCS
KOHCEpPBATMBHbIMU M, KaK MPaBuWno, nNokasaHbl naumeHty c MO Ha
NPOTAXKEHUN BCEMN €r0 XKMU3HM.

KoMy nokasaHa saaMecmumensHAass mepanusi npenapamamu
n YyesioeeyecKko20 UMMYHo2/106ynuHa?
3HaumMyto yacTb MU cocTaBnAoT MMMyHOOEPULMTBI C HapYLLEHMEM
WM NOJMHBbIM OTCYTCTBUEM CUHTE3a cneundudeckmx aHtuTen (MUO-HA
unm rymopanbHble M), HapylueHue ryMopanbHOro otBeta NpuBoamT
K YyacToM 3a601eBaeMoCTH TXKenbiMM BakTepuanbHbiIMU MHDEKLMSMU

M K GOPMMPOBAHMIO XPOHUYECKMX OYaroB: MaHCUHYCUTOB, OTWUTOB,
BPOHXMTOB M NPOY.

Kakue cnocobbl seedeHuss npenapama Yyesnoeevyecko20
n uMMyHozao06ynuHa cyujecmeyrom?
OCHOBHbIM  METOAOM  fledeHMeM ryMopanbHbix [N, aBnsetcsa
3aMecTuTeNbHasa Tepanus C NPUMeHeHMeM BHyTpMBeHHOro (BBUIM) unu
nogko)kHoro BeedeHua (MKNM yYenoBeyeckoro WMMYHOMOBYMHa.
MHOro4YncneHHbIMH uccnenoBaHMaMM JoKa3aHa OOMHaKOBas

adpdekTnHOCTL MKMIM U BBUIM B npemoTBpalleHun UHdekumn y
naumeHToB.
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Kaxk nod6bupaemcsi cnocob esedeHus? -

Cnoco6 BBefeHMA WMMMYHOrNOBYNMHA [OO/MKEH OCHOBbIBATbCA Ha
OCHOBE MHOMBUAYaNbHbIX OCOBEHHOCTEM NauMeHTa 1 NepPeHOCUMOCTH
Tepanuu. MNpK 3TOM PUCK CUCTEMHbBIX PeaKkLmi B MEHbLUEN CTeneHu
xapaktepeH gns NKUI, n npegnovteHne NogKoXKHOMY MyTH BBELEHUS
cnenyet oTAaBaTh B CEAYOLLMX CUTYaLUSIX:

1) B cnyyae pasBuTUA TEXKENbIX peakuMid Npu  BHYTPUBEHHOM
BBEOEHUM UMMYHOTNOBYNMHOB. MpK Ucnonb3oBaHM BBUT yacToTa
NErkMX M YMepPEHHbIX CUCTEMHbIX HEXXenaTe/bHbIX ABneHui (03HO6,
ronoBHasa 6o0nb, NMXopadka, MWanruM, Cbib, 60Mb B ChuHe,
TOWHOTa, W3MEHEHUs apTepuanbHOro  HaBNeHusi,  auapes)
cocTtaengeT 5-15%.

2) Y nauneHToB ¢ 3aTPyAHEHHbIM BEHO3HbIM OOCTYMNOM, B TOM YHUCNhe 'y
,u,eTe|7| 1 NO>XXNIbIX.

3) Y nauMeHTOB C KMLLUEYHbIMM NPobBneMamMm B CBA3M C MEHbLLIMMM
notepamm IgG udepes cocydpl KuLLEYHWMKa 3a cuyeT 6bornee
paBHOMEpPHOro noagepykaHus ypoBHA IgG B MHTepBanax mexay
BBEOEHMAMU.

4) Tlpu HeOOCTaTOYHOM HacbileHun IgG Ha doHe nedeHms BBUT, T.k.
Mo NMTepaTypHbIM AaHHbIM, MKW nossonsoT 6onee 3dpdeKkTuBHO
nognep >kuBaTb KOHLUEHTPaUMo IgG B KpOBM.

Ymo makoe BBUI? C

Hanbonee pacnpocTpaHeHHbIM BMOOM 3aMEeCTUTENIbHOM Tepanuui B
Poccuickon defepalpm B HaCTosLLLEE BPeMs aBNFIOTCS pPerynspHble
(e>keMecsyHbIe) MO>XU3HEHHbIE BBEOEHMUS BHYTPMBEHHOIO
MMMyHornobynmHa (BBAI).

NMocnegHMM nNPOM3BOAMTCS W3  Mna3Mbl  OOMbLLIOrO  KOMMYECTBa
[IOHOPOB, 4YTO obecneuynBaeT pasHoobpasue aHTUTeN, HO Tpebyet
BbICOKOW CTEMEeHU OYUCTKM, B TOM YMCIIe OT BUPYCOB, 3TO onpeaenser
BbICOKYIO CTOMMOCTb Npenaparta.
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n Kakue npenapamel BBUAIr MO>KHO uchosib308ames?

PasnnyHble npenapatbl BB pasnuuatotcs no CBOEMy COCTaBy, UTO
TaKoke OByCNOBNMBAET UX Pa3NMUYHYO 3DPEKTUBHOCTb M NEPEHOCUMOCTb.
KpoMe Toro, OHU He ABSIKOTCS B3aMMO3aMEHSIEMbIMU.

Bonpoc 6e3onacHoct M addeKTMBHOCTM npenapata Bbibopa ans
NpOBeAeHUs 3aMECTUTENbHOM Tepanmu ABNAETCA KPUTUUECKM BaXKHBIM.

MpenapaTbl ona 3aMectutenbHoM Tepanmn BB npu nedvenmn MAL,
OOMKHbI COOTBETCTBOBATL CNeayoWmMM KpUTEPUIM:

1. B cBA3M ¢ NOTEHUMabHbIM PUCKOM Pa3BUTUS XKM3HEY T POXKAIOLLMX
nHdEKLMM, B TOM Yncne obyCoBEeHHbIX MapBOBUMPYCOM B19,
HeobxoaMMo BbIbMpPaTb NpenapaTsl, B UHCTPYKLMUKU NO
NMPUMEHEHMIO KOTOPbIX YKa3aHbl 3Tarbl BUPYC S/IUMUHALMMU,
BK/IIOYAIOLLME MHAKTMBALMIO NapBoBUpPYCa B19.

2. YuuTbiBasi PUCK Pa3BUTUS KM3HEYPOXKAOLLIMX aHabMNaKTUYECKMX
peakumm (Taykenas anneprmuyeckas peakums), 0byCcnoBneHHbIX
HaM4YMEM aHTUTEN K MIMMYHOMNOBYNMHY Knacca A, ypoBeHb IgA
LO/MKEH BbITb NPONMCcaH B MHCTPYKLUMM K Npenapary 1 He
NpeBbILWaTh 3a9BNEHHbIN.

3. He pekoMeHOyeTcsa NpMMEHSTb NpenapaThl, B MHCTPYKLMAX
KOTOPbIX HE COAEPIKMTCS YETKMX CBEAEHMM O codep kaHun IgG,
BBMOY HEBO3MOXXHOCTU TOYHOIO pacyeTa TepaneBTUYeCcKon A403bl.

4. CopeprkaHue nogxnaccos IgG A0mKHO BbiTb MPONUCaAHO B
MHCTPYKLMM K MpenapaTy MU COOTBETCTBOBaTb GPU3MONOrMYECKOMY
pacnpenenexmio. CoxpaHeHne GUs3mMonormieckoro NpPoLLEHTHOro
COOTHOLLEHWA noaknaccos IgG no3sonser obecneuntsb
ONTMMarbHbIM TepaneBTUYeCKUn adpdeKT.



20

Kakas do3a u kpamHocms BBUIN nokaszaHa ons -
3amMecmumensHol mepanuu?
BBMI nokasaH B Ka4eCTBe HemnpepbiBHOM 3aMeCTUTENBHOM Tepanuu y
naumentos ¢ MWI. Mcnonb3osanue BBUI B pose 0,4-0,5 r/kr gns
3aMeCcTUTENbHOW Tepanuu, B BOMbLUMHCTBE Clly4YaeB, 4OCTAaTOYHO A4
OOCTMXKEHMS >KenaeMoro npentpaHchy3mMOHHOro ypoBHS IgG -

YPOBHSI MIMMYHOINoBynMHa G B KPOBU OO MHWULMALMKM Tepanuu mim
nepepn ovdepenHbIM BBeAeHneM npenapata BBUI.

B cnyuyae HM3KMX nokasatenen npearpaHcdy3noHHOro ypoBHs IgG
(Hxke 7-8 r/n) ™MoryT notpeboBathca 6onee BbiCOKME [O3bl
npenapata - oo 0,6-0,8 r/kr Macchl Tena 1 pa3s B 3-4 Hegenu. [o3a
UMMYHOMNIOBYIMHA M KPaTHOCTb  BBEOEHWMs  JO/MMKHa bbb
WMHOMBMOYANM3MPOBaHa A9  KaXkgoro nauyeHta C  y4yeToM
conyTcTBytoLLLEeM naTonorMn (BPOHXO3KTa30B, OMapen C noTepen
benka W Ap.), MeTabonMueckMx OCOBEHHOCTEM, Hanuuma Wnu
OTCYyTCTBMSA OBOCTPEHMSA MHDEKLMOHHOMO NpoLLecca 1 ap.

Ymo makoe MNMKHUr? a

MNoakoXHoe BBegeHMEe - 3TO yaobHbiM M HesonacHbiM NyTb
BBEAEHMS, MO3BOMAIOLLMIA POOUTENSAM MaLMEHTa UM eMy CaMoMy
nocne obyyeHuss NPOBOAMTb MHbEKLMM B OOMALUHMX YCNOBUAX B
yaobHOe 115 BCEX BpeMs.

MogkoXXHOe BBefeHMe MNO3BONfeT MOAAeP KMBATb CTabuibHble
YPOBHM MMMYHOITIOBYIMHA B CbIBOPOTKE KPOBM MaumeHTa. Kpome
TOro, OTCYTCTBME HEOBXOOMMOCTM Kadkable 3—4 Hedenu nocellaTb
neyebHoe y4dpexkaeHue Ona NpoBefeHUs BHYTPUBEHHOU MHPY3MM
CYLLECTBEHHO CHWXKAeT PUCK MHOUUMPOBAHUSA, YTO aKkTyanbHO /s
naumMeHToB Cc  gedpektaMum  UMMyHuUTEeTa. bBonee  Bbicokas
KOHLEHTpaUMa MMMYHOTNoBynuMHa B npenapate Mo CPaBHEHWIO C
npenapatamMu BBUI nossongetr yMeHbWUTb BpeMs BBeOEHUS
npenapara 1 cokpaTUTb 06beM BBOAMMOM XKUOKOCTH.
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n Kak esodume MNMKUIM 8 doMawHUX ycaoeusix?

Kak esodsmcs npenapamel [KNI?

[looKo>KHble BBEOEHUS MMMyHOI’J’IO6yJ'II/1Ha BBOOATCA B >XKNPOBYIO
TKaHb HENOCPeaACTBEHHO Mo, KOXKY.

KU MoxkHO 8803UMb BOMA C NOMOWbIO:

*  MexaHM4YeCKMX MHPY3MOHHbIX HACOCOB

*  Py4HbIM METOMIOM, He TPebyIoLL,EM NMOMMbI: NPKU 3TOM npenapat
NPOTaNKMBAETCA BPYYHYIO C MOMOLLbIO OBbIYHOrO LNPULA 1
UrNbl-6aboYKM.

Boibop mMecma 9ns esedeHus KU

BBOaUTL MpenapaTt MOXKHO B Yy4aCTOK (MnM y4acCTKM) Ha >KMBOTE,
benpe, nneye WM Ha BHEWHeW cTopoHe 6epnpa/6Genpa (Balu
Nnevallmi BpaY CKaXkeT BaM, CKOMbKO MEeCT [/1f BBEOEeHWs BaM
HeobXoOMMO UCMONb30BaTh).

MecTa onsa BeegeHus MNKAI
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1. BBoamTe ToNbKOo A0 20 MM Ha KaXkaoe MecTo, YTOBbl CHU3UTb PUCK
peaKkumMi B MecTe BBeOEHMS.

2. Baw BbIbOp MecTa BBEOEHMSA MOXXET M3MEHUTbCS B 3aBUCMMOCTH
OT MaccCbl TeNna u J4o3bl.

3. Crapamrtech He BBOaMTb MNKUIT B MeCTO, Haf, KOTOPbIM KOXKa
BOCMasnieHa, UMeIoTCA CUHSAKM, TakxKe n3berante nonagaHusa B
LpaMbl, TaTYMPOBKK UM PACTSKKM.

4, Ecnu Bbl UCcnonb3yeTe bonee OOHOro MecCta OJid BBefeHnd,
y6eﬂMTer, YTO OHWM HAXOQSATCS Ha PAaCCTOSHUU HE MeHee 5 CM

apyr ot gpyra.

Ymo makoe Memod eeedeHus «Rapid Push»? C

31O cnocob npsMoMn BbICTPOro MoakoXkHoro BeefaeHus MKUTM 6es
[OMNOMHUTENbHbIX TEXHUYECKMX  MNPMCMNOCOBneHnt Ofis BBeOeHUS
npenapara.

Kak eeodume NMKHUIr Memodom «Rapid Push»? u

1. lMogrotoBKa K BBEOEHUIO

1.1 lMoaroTtoBbTe Bce HeobxogmMMoe Ond BBeAeHUs npenapara:
¢ CnuproBble candeTkm
* UWnpwy,
e Wrna-6abouyka

* [InacTbipb

1.2 ObpaboTalTe pyku U HageHbTe nep4YaTku
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1.3 [MpoBepbTe CPOK FOJHOCTU, COXPaHHOCTb YNaKOBKM U
NPO3pPadYHOCTb pacTBOpa.

1.4 CHMMMUTE 3aLLMTHYIO KPbILIKY M MPOTPUTE CMMPTOBOM
candetkom. [Janee CHUMUTE 3aLUMUTHbBIK KOMMaYoK UMbl
BCTaBbTe UMY LUNPMLA BO GIaKOH Tak, YTOBbl OHa Haxoamnachb
B YaCTW HaMOSIHEHHOM BO3YXOM.
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1.5 HanonHute wnpuy 06beMOM BO3ayXa, COOTBETCTBYIOLLMM
06beMy MNaHUPYEMON UHBEKLIMM.

1.6 [anee HapgeHbTe UMMy Ha LUNPML, HE KacasiCb 4O HEE PYKaMMU.
BbinycTuTE BO3AyX U3 LWNpULa BO $GakoH, 3TO HeobxoauMo
AN9 NpepoTBpaLLeHus 0bpa3oBaHMs Ny3blPbKOB. 3aTeM
nepesepHUTe GIAKOH M HANONHMTE LUNPUL, HEOBXOAUMBIM
obbeMoM npenapara.

1.7 CoeguHute
NOArOTOB/IEHHbIN LLMPUL,
C Urnomn-6aboykomn.
AKKypaTHO HapaBuTe Ha
LLNPML, YTOBbI 3aMONHUTD
TPYOKY >KMOKOCTbIO.
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2 Bblbop MecTa BBeOeHMs

2.1 BblbepuTte Hanbonee noaxoasilee MecTo 419 BBeAeHUS U
NPOTPUTE ero CNUMPTOBOM CandeTKoM.

2.2 CoXXMUTe CKMaaKy KOXXM nanbLaMu, BCTaBbTe UMY NOL, YoM
459 1 3aKpenuTe ee NnacTbipem.
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3 BbinonHeHue BBegeHUs

3.1

3.2

MoTaHMTE NopLUEHb LWNPMLA Ha cebsl, eCnu Bbl YBUOMUTE KPOBb
B TPY6Ke — BblHbTE UMY, BLIBPOCUTE ee M NoBTopMUTE
npoueaypy CHoBa.

HayHuTe BBEOeHUe
npenaparta, BbibepuTe
CKOpPOCTb B
3aBMCUMOCTU OT
nepeHoCUMOCTH
nauueHTa. Mo
OKOHYaHWM BBEOEHMS
npenapara BblHbTe
Urny, UCNOMb3ys
candeTky.




3.3 3aTeM npuKpenuTe NnacTbipb Ha MECTO BBEAEHMS Npenapara.

n Kakue pucku cesizaHsl ¢ NMKHAI?

MK oyeHb XOPOLIO MepeHOCUTCH M BesonaceH, KpauHe pepnko
MOTYT OTMEeYaTbCa peakLuum Unn No6oYHble 2hPeKTbI:

Peakumu B MecTe BBeOEHMS, Takme Kak NoKpacHEeHWe, oTeK 1 3y[.
Kak npaBuWio, OHM NPOTEKaIoT NIErKO M MPOXOANAT Yepes AeHb UK
nBa. OHM MOryT nNPOSBAATLCA MOCNe MEPBbIX HECKONbKMUX
BBEAEHUI NpenapaTta M CO BPeMeHEM YMeHbLLIaoTCS. 3aMeaieHne
BBEOEHMA Mpenapata MOXET CHU3UTb PUCK MOSIBNEHUS 3TUX
peaKkumi.

MoboyHble a¢ddeKThl, TakMe Kak rofloBHas 60/b, OLLyLLEHWE Xapa,
TOLLHOTa, AMapes, 6onb B ropne, Cbifb, yCUNEHUe Kalina 1 6onu B
cnnHe. OHM BCTpeYaloTCs UM NpuM  MCnonb3oBaHum BBUT u
NPOTEKaloT OTHOCUTENBHO NEerko.
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* YpesBblYaMHO PEeOKo BCTPEYaloTCH Takme cepbe3Hble NMobouyHble
addeKxTbl, KaK TaKenble annepruyeckme peakumm, npobnembl c
noyYkaMu WM obpasoBaHMe TPOMBOB (CrycTku KpoBM) (Takke
BO3MOXKHbI 1 NpK Mcnonb3oBaHuu BBUI). B cnyyae BO3HMKHOBEHMS
peakLMU Bbl OOMKHbI KaKk MOXHO ckopee cooblmTb 06 3TOM
Bpa4yy M MNOMAYYMTb KOHCY/NbTaUMIO nepepd,  AanbHEMLLIMMMU
BBEOEHMSAMMU.

6.2 TpaHcnnaHTauuss reMomno3TUYEeCKMX CTBONOBbIX KJETOK
(noppobHee cM. oTaenbHylo 6polutopy)

PagukanbHble MeToOpbl NeYeHUs, NO3BONAIOLIME YENTOBEKY BbIIEYUTLCS
OT MMMyHOaedMLMTA - TPAHCMNAHTALIMSA FEMOMNOITUYECKUX CTBOMOBbIX
knetok (TFCK) (Mnn nepecapka KOCTHOrO MoO3ra) M reHHas Tepanus.
3TO neyeHune mcnonbayeTca npu Takenbix opmax ML, M3BecTHO,
4yTO 6OMbWKMHCTBO MauueHToB ¢ TKMH normbatoT B BOo3pacte Ao 1
roga 6e3 TpaHCnnaHTauMuM KOCTHOro Mosra. [pyrve, Hanpumep, ¢
cuHOpoMOM BuckoTTa-Ongpuya MnM CUHOPOMOM HuiMMereH, MoryT
NPOXMTb 6e3 BblpaXkeHHbIX nposasneHuit M nepseble rogpl >XM3HHU,
OfHaKo 3aTeM MnornbaloT OT ayTOMMMYHHbIX WM OHKOJIOrMYECKMUX
OCNIOXXHEHMM faXke Ha GOHe NPOBOAMMOrO Nle4YeHMs.

TakuM naumeHTaM KpalHe Ba)kHO npoBecTn TICK Oo Toro, Kak OHM
Pa3BUNM NOJSHYIO KIMHMYECKYIO KapTMHY MMMyHopeduumTa. s HKUX
NPOBOAMTCS CneumanbHblM NMOUCK MOAXOAALLEero OOHOPa KOCTHOrO
Mo3ra (CTBONOBbLIX KETOK), KOTOPbIM B HEKOTOPbLIX CRy4asX MoOryT
CTaTb POACTBEHHUKM MaLMEHTa, HAaNpPUMeEP, POOUTENMU MM CUBIIUHIU.
JloHOp CTBOMOBbLIX KMNETOK OO/MKEH MMEeTb TKaHu Tena, 6au3kue no
BMONOrMyeckoMy CoCTaBy K TKaHAM YenoBeka C NepBMYHbIM
UMMyHoaedUuMTOM. lMocne cneumanbHOW MOArOTOBKM MaLMeHTa U
06paboTKM JOHOPCKOro KOCTHOrO MO3ra HOpMasbHble CTBOJOBbIE
KNeTKM BBOAATCA YeNoBeKy C UMMYHOAEDULMTOM, <MPUXKUBAIOTCA» Y
HOBOTMO XO3fIMHa M CO3[4al0T HOPMAaNbHO  PYHKLUMOHMPYIOLLLYHO
UMMYHHYIO cucTeMy. OpHako [JaXke Mnpu XOpPOoLLUEeEM COBMageHWH
K/IEeTOK AOHOPa M NauMeHTa TPaHCMNaHTauMs CTBOMOBbLIX K/IETOK He
BCergaa bbiBaeT yCneLHoMn.
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MNoaToMy pa3pabaTbiBatoTCa HOBble 3PPEKTUBHbIE METObI NleYeHNS
NepBUYHbIX WMMMyHOOEebUUMTOB. B HacTodulee BpeMs aKTMBHO
NPOBOAATCS UCCefoBaHUa B 061acTU reHHOM Tepanuu. ATo MeTof,
NPU MOMOLLM KOTOPOrO MOMKHO «MOYMHUTb» [OedEeKTHbIM TeH,
BOCCTaHOBMB, TakuMM 0OBOpa3oM, MpaBufibHYIO PaboTy WMMMYHHOM
CUCTEMbI, M NauMeHT Wu3nednBaeTcsa. B BnwdkanweM 6GyaylieM
reHHas Tepanusa OyaeT Mcrnonb3oBaTbCcd Yy nauueHtos ¢ MW B
PYTUHHOM NpaKTHKe.

6.3 NpodunakTuka ocno>xkHeHnm MU,

Mopnep>kuBatoLLias Tepanus npu MHOTUX NepPBUYHbIX
UMMyHoOedULUMUTax BKOYaeT pOnuTenbHoe npodunakTuyeckoe
npUMeHeHue aHTUBMOTUKOB, NPOTUBOIrPUOBKOBbIX "
NPOTMBOBUPYCHbLIX MNpenapatoB. WMHorga Takue npenaparthl
MCMOJb3YIOTCA B TEYEHME MHOIMMX MECSLEB M AaXe NeT.

BakumHaums Tak>ke MOXET UrpaTb BaXKHYO pPosib B npodunaktuke
UHbekuMM npu HekoTopbix Buaax MWMIO. BONbWMHCTBO BaKUMH
B6e3onacHbl g nauMeHToB C¢ MMMyHoaeduuuTamu. OgHako He
CTOMT MCMOMb30BaTb XXMBble BakUWHbI (HanpuMep, nepopanbHyto
BakUMHY MPOTUB MOMMOMUENUTE, BaKLMHY MNPOTUB  KOPM,
KpacHyxu, napotuta, BLXK) npu  HekoTopbix  dopMax
3aboneBaHus, HanpuMep, Takux, kak TKWH. Ona gpyrux >e,
Hanpumep, MMMyHoOoedpUUMTOB C HapyleHueM B-numdoumTos,
BakUMHbI MOryT oOKka3aTbCcsi B6ecrnonesHbl. [Mo3TOMYy pelleHue o
HEeOBXOOAMMOCTM  BaKUMHALUMKM  MAUMEHTOB C  MNEePBUYHbIMU
UMMyHOOedULUMUTaMU  OO/KEH MPUMHUMATb BpPpady  MMMYHOMOr.
Ba)kHO, YTO 3alWMTYy A9 He NPUBUTLIX nauueHTos c MK MoryT
obecneynTb BaKLMHMPOBAHHbIE 300POBbIE NOAMU, OKPYXKalouime
Takoro vyenoseka. MNpu npoBeaeHMN BakLMHALMM BONbLIEN YaCTH
HaceneHua crnocobHocTb BonesHen nepenaBaTbCs OT YenoBeka
YyenoBeKy Pe3KO CHMYXKaeTCHd, TakMM 0Bpa3oM, CHMXKAETCH M PUCK
3abonetb y naumeHTa c MNMMA.

CoBpeMeHHble  MeToAbl  MeOUKaMEHTO3HOW  MNPOdUNAKTMKMU,
HECOMHEHHO, BaXHbl gng nauyueHtos ¢ MMO. OgHako He CTOUT
3ab6bIBaTh, YTO NPOCTbIe CNOCObbl COBNOAEHNS NMUYHOM TUTUEHDI,
BK/OYAsA MbITbE PYK M yxond 3a MONOCTbiO pPTa, OCOBEHHO
aKTyalbHbl 419 TakKMX NauUeHTOB.
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Ba>kHO npuOep>kmMBaTbCsi, TakK Ha3blBaEMOro, 300poBoro obpasa
>KM3HM — KAYECTBEHHO PErynsipHO MNMTaTbCH, TynaTb Ha CBEXeM
BO3ayxe, BbicbinaTbcs. Obs3aTenbHbIM  Ang  nauueHtos ¢ ML
ABNAETCH UCKITIOYEHNE KYPEeHMS — KaK aKTUBHOIO, Tak U MacCUBHOTO,
T.K. OKa3aHO, YTO KypeHMe MOBbILLAET PUCK Pa3BUTUA paka NErkmMx m
NMHOEKLMOHHBIX OCNOXHEHUM, K KOTOPbIM M TaK CKIOHHbI MaLMEHTbI C
UMMyHOAEPULNTOM.

Mpu CBOEBPEMEHHOM NMOCTaHOBKE AMarHo3a M NpaBmibHO Ha3HaYE€HHOM
NeYeHMn y NaUMEHTOB C MEePBUYHbIMM UMMyHOOebUUMTaMU eCTb BCe
LLIAHCbI XXMTb MOMHOLIEHHOM >KM3HbIO.
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CHUHaAPOM
BACKOTTA-OJIAPUYA

YTO TAKOE CHMHOAPOM BUCKOTTA-OJIAPUYA?

CuHpapoM Buckotra-Onpgpuda (CBO) - aTo 3aboneBaHue,
OoTHOCAlleecq K rpynne nepBMYHbIX UMMYHOOEPMULMTOB.
OHO BO3HMKaET B pe3ynbTaTe MyTauum (MONOMKU) B FreHe
WAS, B cBS3K C YeM He paboTaeT ogHOMMEHHbIN 6enok
WASP. CBO HacnepyeTcs X-CUenyeHHbIM NyTeM, Korga
6onesHb, Kak NpPaBuNo, NopakaeT TONbKO UL, My>XCKOro
Nnona, a >XeHLiMHa 9BNIeTCS NULb HOCUTENEM MYTAHTHOTO
reHa n 0BbblYHO He MMeeT NPM3HAKOoB 3aboneBaHus.
YacToTa BCTpevyaeMocTh 3aboneeaHma B Poccuu
cocTtasnget 1:120 000 Manb4MKoB.

CBO npossnaetcsa TpoMboumToneHmen (HM3KMM YUCIOM
TPOMBOLMTOB), B pe3ynbTaTe KOTOPOM MOXKET BO3HMKATb
TOYeYHas CbiMb Ha KOXE, CUHAKW U MaCCUBHbIe, MHOTOa
yrpoykatoLimne >Xn3Hu, KpoesotedeHma. Takxke gna CBO
XapakTepeH aTonu4yeckmi aepMaTmut (noparkeHne KOXKM
B BUOE CYXMX 3yAdliMX NATeH), NnoBTopAatolmMecs, KaK
NpPaBuIo, TAXKENbIE UHPEKLIMOHHbIE 3aboneBaHus,
ayTOMMMYHHbIE U OHKONOTrn4Yeckue NposaBeHus.

CTeneHb BbIPa>X€HHOCTU CUMNTOMOB OT/IMYAETCS MeXxay
60nbHbIMU, U B HEKOTOPOM pPOAe 3aBUCUT OT
pacnonoXxeHusa 1 Buaa MyTtauum (MonomMkn) B reHe WAS.
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KAK rNPOSBJ/TAETCA 3ABOJIEBAHUE?

OCHOBHbIE CUMITTOMbI
- BocnasnumersibHble
3060/1€80HUS KUWEYHUKQA
MukpompomboyumoneHus: - [emMonumu4yeckasi aHeMus
- Kosn-eo mpomboyumos - Apmpumel (nopaskeHus
CHUXKEHO cycmaeos)
- ManeHbkue - Backysaumesl (8ocnaneHue
mpomb6ouyumel cocydos)
- KposomeyeHus o
onyxonu L
TPOMBOLUMUTOMNEHUA AYTOMUMMYHHBIE

v 3ABOJIEBAHMS
(A LBEPMATUT

MMMYHOOE®ULNT w
v MposeneHus
depmamuma
lNosmopHsie
uHpekyuu
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KposomeyeHusi

B cBA3M C U3MEeHeHUeM pa3Mepa U KonmdecTBa
TpoMboUMTOB BCneacTBue Mytauum B reHe WAS

y NauMeHTOB OTMEYaeTCs HapyLleHue CBepPTbIBaHMS
KPOBU, KOTOPOE MOXET NPOoABNATbCA YaCTbIMU HOCOBbIMU
KPOBOTEYEHUAMU U KPOBOTEUYEHUAMU U3 CITU3UCTbIX
NONOCTU PTa, NOAKOXXHBIMU KPOBOMUINTUAHUAMMU,
KULLEYHBbIMU KPOBOTEUYEHUSAMMU,

NHpekyuu

HedeKkTbl KNeTOK MMMYHHOM CUCTEMbI, CBA3aHHblE

c pedumumToM 6enka WASP, B cBoto ovepedb, NpMBOaAT
K HapyLleHMIO UMMYHUTETA. B pe3ynbTaTe HapyLLUeHUs
3aWMTHOM PYHKLUU MMMYHHOWU CUCTEMbI BO3HMKAIOT
TAXKeNble, 3aTAXHble, NoBTOpAtowMecs bakTepuranbHble,
rpMbKoBble U BUPYCHble MHbeKUMNU. MHEeKLMN YaCcTo
nopaykaloT opraHbl AblXaHWUS, B pe3ynbTaTe Yero
BO3HMKAIOT CUHYCUTbI, OTUTbl, BPOHXMUTbI M MHEBMOHMUM.
MoryT BCTpe4yaTbCa MEHUHTUTBI U CeNnTUYecKkne
COCTOAHMUS.

Annepaus

Atonuuyeckmn gepMatut npu CBO nMeeT XPOHMYECKMH,
PeLUUaMBMPYIOLLIMM XapaKTep C NoKanusaumen BbiCbinaHmm
B Pa3/IM4YHbIX y4acTKax Tena. Nopa>keHne y pasHbix
NaLMEeHTOB MOXXEeT BblTb OT HE3HAUYMTENIbHOIO A0
TAXKENOro, PacnpoOCTPaHEHHOro no BceMy Teny. Y geten
c CBO Takxxe BCTpe4yaloTcs annepruyeckmm puHUT, actMa
M NULLEBan anneprus.
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AYmOUMMYHHbIE OC/IOXKHEHUS U 3/10Ka4YeCmeeHHbIe
Hoeoobpa3oeaHus

AYyTOMMMYHHbIE OCTOXXHEHUS BCTPEYatoTCS B 42-72%
cnydaes CBO. 210 nponucxoguT us-3a NnoTepu BHYTPEHHEro
KOHTPONA 3a paboToM UMMYHHOM CUCTEMbI, KOraa KNeTKu
MMMYHHOM CUCTEMbI HaUYMHAIOT Pa3pyLLaTb COBCTBEHHbIN
opraHusM. Cpeam ayTOMMMYHHbIX OCNTOYKHEHUM Y NaLMEHTOB
c CBO BcTpevatoTcs BackynuTbl (BocnaneHne CoCyaoB),
aHeMus, Bbl3BaHHaA aHTUTENaMM K COBCTBEHHbIM
apUTpOUUTaM (reMonmnTUYeckas aHeMms), apTPUTbI
(noparkeHunsa cycTaBoB), KONUT (BocnanuTenbHoe
3aboneBaHue KMLWeYHMKa) U 4p. MoryT BO3HWKATb NOOAbEMbI
TeMnepaTtypbl Tena, KOTopble He CBA3aHbl C MHPEKLINMEN.
TaK>ke BbICOKa BEPOATHOCTb Pa3BUTUS 310KAYECTBEHHbIX
3aboneBaHui, Yalle BCero NeMKo3oB U MMMbOM, OfHaAKO 3TO
KaK NpaBMAO Crly4aeTcs B NOAPOCTKOBOM U IOHOLLECKOM
BO3pacTe.

KAK NOCTABUTb ANATHO3 CBO?

MNopo3pUTENbHLIMU ABASIOTCS CREayoLWMe NPOABIEHMS:

* Hanuuue B ceMbe cMepTel NuL, My>KCKOro nona ot
MHDEKLMM, KPOBOTEYEHUM, YTO NO3BONSAET Npeanonaratb

X- cLuenneHHbIK XapakTep 3aboneBaHus.

¢ Haunbonee 4acTbiM NPOSIBNEHMEM SBNAETCSH Ha/IMUYME
TOYEYHOM CbIMMU Ha KOXKE U FreMaTOM, He CBSA3aHHbIX CO
3HaYMMOM TPaBMOM.
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* VY gerten nepBOro rofa >XM3HM MoXKeT OTMeYaTbCH
aToMMYyecknn oepMaTUT PasIMiyHOM CTeneHu
Bblpa>X€@HHOCTU, KOTOPbIXM YaCTO COMPOBOXKAAETCH
MHPULMPOBAHUEM.

* B KIIMHMYECKOM aHanu3e KPOBM OTMEYaeTCsa CHUXKEHUE
KONuyecTea TPOMBOLMTOB, OBbIYHO 3HaYUTENbHOE.
Tak>ke BO3MOXHO OnpeaennTb X YMeHbLLEHHbIM
pa3Mep.

* [lpu cneymanbHOM UccnegoBaHUM C UCNONb3OBaHMEM
NPOTOYHOrO UMTOMETPA MOXHO 3adUKCMPOBATb
OTCYTCTBME UNU pe3Koe CHMXeHue benka WASP.

Modmeeprkdaem QUA2HO3 MO/bKO MOMAEKYSIPHO-
2eHemuyYeckul Memod, npu NOMOW,U KOMOpPO20
onpedesisemcsi KOHKpemHbIl 2eHemuyeckul degpekm
(Mymayus) e 2eHe WAS.

JIEYHEHUE

EQAMHCTBEHHbIM M3ne4ymBatoLMM METOAOM A9 NauUeHTOB
¢ CBO gBngeTcsa TpaHCcnaHTauMsa reMonoaTU4YeCKmux
ctBonoBbIX kKneTok (TFCK). Ha cerogHsawWHMM oeHb bonee
90% nayuneHtos ¢ CBO BbI3gopasiuBatoT nocne
npoBeneHnsa TITCK. Hanbonee onTMManbHbIM NePUOLOM
anga npoeepgexHuna TICK aBnseTcda Bo3pacT pebeHka oo

10 ner.

Tak)ke 3TOT UMMYyHOA4ePUUMT MMeeT Hanbonee BbicoKUe
LLAHCbl 4719 NeYEHUA HOBbIM METOLOM — FEHHOM Tepanuen
(noka B Poccuu He npoBoauTCa).
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AYmoOUMMYHHbIE OC/IOXKHEHUS U 3/10KaYeCmeeHHbIe
Hoeoobpa3oeaHus

B cpaBHeHun ¢ TIT'CK npu jaHHOM MeTofe Tepanumn
OTCYTCTBYIOT PUCKU Pa3BUTMA peaKkL MM TpaHCNIaHTaT
NPOTUB XO35MHa. MNpK HEM Tak>Ke UCMONb3yeTca MeHee
TOKCMYHOE KOHOMUMOHUMPOBaHUE (XMMUOTepanma nepes
nposeneHnemM TICK). K HepocTaTkaM MeToja OTHOCATCS
HapyLueHne paboTbl TPOMBOLUUTOB, KOTOPOE UHOTAA
COXpaHAeTCs y NauneHTOB Noc/e nevyeHms 1 HebobLLOM
CpOK HabntoaeHUs 3a NauueHTaMu, YTo He No3BongeT

B NOJTHOW Mepe OLLeHUTb A0NrOCPOYHYIO 3dPEKTUBHOCTb
1 6€30MacHOCTb NleYeHus.

Ha atanax nogrotosku K TICK y nauneHtos ¢ CBO
0b953aTeNbHO UCMONb3yeTCs perynapHas 3aMecTuTeNbHas
Tepanus npenapartaMm MMMYyHOrMoBYIMHOB,

B MHOMBWOYaNbHOM NOPsAKe paccMaTpUBaeTCs
HeobXoaANUMOCTb NpoBeaeHMs NPodUNaKTUYECKOM
aHTMBaKTepManbHOM, MPOTMBOrPUBKOBOM,
NPOTUBOBUPYCHOM Tepanmm, Tak)Ke NPOBOAUTCS NTIeYeHHUe,
HanpaBEeHHOE Ha YMEHbLUEeHUE KPOBOTEYEHMMN U OPYTUX
OCIOXXHEHWUW, KOTOPbIE MOTYT OT/IMYATHLCS Y Pa3HbIX
nauueHToB. B nepeyto ovyepenpb A58 NnpopunakTukm
KPOBOTEYEHUN MOTYT NMPUMEHATLCH POMMUMNOCTUM UMK
anTpoMbonar — npenapaTbl, KOTOPble CTUMYTMPYIOT
BblpaboTKy TpoMbouuToB. MNepenmBaHue
TPOMBOKOHLLEHTPAaTa (TPOMBOLUTOB, BblAeNeHHbIX 13
LOHOPCKOM KpoBu) y BonbHbix ¢ CBO NpoBoaaTCs TONbKO
B KPaMHMX C/y4dasix, Mo >XM3HEHHbIM NOKa3aHMUAM, KOTopble
onpeaensaioTca TAXKECTbIO KPOBOTEYEHMS, @ He KONTMYECTBOM
TPOMOOLMTOB.
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PaHee 0Nns KoppeKLmm TPOMBOLMTONEHMM LLMPOKO
MCNONb30BaNOCh yaaneHme ceneseHkn. AHoMasbHble

M ManeHbkue TpoMbouuTbl Npu CBO «3axBaTbiBalOTCA»
ceneseHKoM M TaM pa3spyLualoTca. YaaneHme ceneseHku

Ha KOPOTKMM NPOMEXKYTOK BPEMEHM MOXKET YBENMUYUTD
KONIMYeCTBO TPOMBOLIMTOB, OAHAKO, Y4YUTbIBASA BbICOKMM PUCK
TAXKENbIX UHPEKLIMOHHbBIX OCNOXXHEHWUN (Cene3eHKka aBnsaeTcs
Ba>XHbIM OPraHOM UMMYHHOW CUCTEMbI), HAa CErOAHALLIHMMI
[JeHb He aBnsaeTcs Tepanuen Bbibopa.

rPOrHoO3

bes npoeenerunsa TITCK cpenHas BbI>)XKMBAEMOCTb NaLMEHTOB
COCTaB/SET, MO Pa3HbIiM AaHHbIM, OT 8 00 15 neT, B CBA3MU

C 9TMM Ba>KHOE 3HaYEHME UMEET PaHHAS NOCTaHOBKA AMarHO3a
n nposeperHne TICK B MakCHMManbHO KOPOTKME CPOKU 0
Pa3BUTMA TAXKENbIX MHPEKLMOHHBIX U ayTOMMMYHHbIX
OCNOXXHEeHUNU. Bonpoc o HeobxoanMocTu nposepeHma TICK
019 NaLMEeHTOB C Hanbonee nerknux Te4eHneM ocTaeTcs
OUCKYTabernbHbIM, yYUTbIBAA LieNbli pag, BO3MOXHbIX
OCNOXXHEHWUW, CBA3aHHbIX C JlaHHbIM METOA0M Teparnuu.

TeM He MeHee, HeobXxoAMMO NPUHUMATb BO BHMMaHME
YBENMYMBAIOLLMUCSA C BO3PACTOM PUCK XKU3HEYTPOXKAIOLLMX
KPOBOTEYEHUN, ONYyXONen 1 ayTOMMMYHHbIX NPOSABIEHUN

y Bcex bonbHbIx ¢ CBO.

FEHETUYECKOE KOHCYJ/IbTUPOBAHME CEMbM

FeHeTu4yeckoe obcrnegoBaHne MaMbl naumeHTa ¢ CBO He
aBnsgeTcsa abconoTHO obsA3aTenbHbIM. BaXkHOM cocTasnstoLwen
B 0b6cneoBaHnn ceMbu aBNSETCS NPoBeAeHUe npeHaTaibHOM
JMarHocTnkM (NnpoBeaeHne reHeTM4eckoro NccnenoBaHus
nnoAa) Npu BCcex Nocnenyolmx bepeMeHHOCTIX MaMbl.
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Tak>ke HeobxoauMo obcrneaoBaHue NuL, )KEHCKOro nona
(cecTep MaMbl, cecTep naLueHTa) Ha NpeaMeT HOCUTENbCTBA
W onpeaeneHns HeobxoaMMOCTH NocnenyoLLLen
npeHaTanbHOW AMarHOCTUKM.

Mocne npoeepeHuna TICK y nauneHta ¢ CBO B NonosbIx
KneTkax coxpaHsaeTtcs aedekt reHa WASP Ha X-xpoMocoMe.
3TO HEOBXOAMMO YUYUTLIBATb NPU MNAHUPOBAHUU CEMbM, TaK
Kak pMCK 3aboneBaHus y CbiHoBeM 60NbHOro OTCYTCTBYET,

a povepmn 6onbHOro ByayT 9BNATbCA HOCUTENAMMU
nedeKTHOro reHa 1 UM HeobXxoaMMOo NPOBOAUTb
obcnenoBaHMe 0O JOCTUXKEHUS AeTOPOAHOIO BO3pacTa.

3HaHUe 2eHeMuU4YecKoz20 aed)eKma noseosisiem:

v/ npoeecmu npeHamanbHylo QUA2HOCMUKY MaMe npu
nocaedyrowux 6epeMeHHOCMSX U Npoeepums, eCmo
Au y nnoda dedpekm 2eHa WAS, sbizviearowul CBO.

v 8bII8UMb NOMEHYUAAbHbIX HocumeseU )KeHCKO20
Nnosa e ceMbe U Npoeecmu NPeHAmMasibHYlo
duazHOCMuKy

v\ npu Haau4uu nposieseHul y 6pamsees nayueHma,/
MaMbl npogecmu 2eHemuYeckoe uccsedoeaHue
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