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CUHAPOM AW OO>KOPAXU

YTo Takoe cuHapoM Ou Orkopp>ku?
MoyeMy BO3HMKaET cMHAPOM Ou [hkopa>ku?
Kak nposiBnsercsa cuHapoM Ou [Hkopa>ku?

N3 yero cocToUT gMarHoCcTmMKa
cuHpapoMma Ou [hxopprku?

Kak neuntca cuHapoM v okopa>ku?

KakoBbl LWaHChbI, YTO y cneayouiero pebeHka
MO)KeT 6bITb cMHAPOM [Ou [Hxkopa>Kku?
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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 3dpdeKTMBHO oTBeYaTb Ha MHPEKLMU 1/ MNn NpenoTBpaLLaTh
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
NpPaBUbHbIK AMArHO3 NepPBUMYHOro MMMYyHOoOEedPULMTA Y HEKOTOPbIX
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.

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 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, 3aBUCMT OT KOHKPETHOMO
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
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 0O 22 B 3aBMCMMOCTM OT pa3sMepa. OfHa
OOMOMHUTENbHAs Mapa XPOMOCOM — MofoBas - onpegenser non
nHouBMoyyMa. onoBble XPOMOCOMbI ObiBalOT ABYX TWnoB: X M Y-
XPOMOCOMBbI. XKEHLUKMHbI UMEIOT ABEe X-XPOMOCOMbI, 8 MY>XYMHbI — MO
ogHoM X- n Y-xpoMocoMe. TakuM 0bpa3oM, B AULEKTIETKM >KEHLLMH
nonagatoT TONbKO X-XPOMOCOMbI, a B CrepMaTo3omaax MoryT
BCTpeyaTbCs Kak X-, Tak U Y- XpOMOCOMbl. Ecnn cnepmatosomg,
ONNOAOTBOPSAIOWMIA AMLEKNETKY, HeceT X-XPOMOCOMY, TO POOMTCS
pebeHoK KeHckoro nona. Ecnu cnepMaTosomnp 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
MOAM, Kak MpaBWno, MNPUXOAATCS APYr OpYyry POOHbIMU 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
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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.

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-AOMMHAHTHOE
HacnepoBaHue
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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
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.



12
.

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.



13
- |

CpaBHMTENbHO HEedaBHO MOSIBUNACh BO3MOXHOCTb OMNPeaensTb Mof
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, 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-num¢poyumax u T-num¢poyumax. Mytaumm 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.
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Ts)kenas KOMOUHUPOBAHHAS UMMYHHAS HedoCmamo4yHoOmob
(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 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).

®azoyumapHele HapyweHus. Darouutbl — KPOBSIHbIE K/IETKM
BPOXOAEHHOM WMMMYHHOM CUCTEMbI, KOTOPbIE «MaTPYIMPYIOT»
opraHmMsM, noepas /fobble naToreHbl, C KOTOPbIMU  OHWU
cTankuealoTca. MyTaumMm Ob6bIMHO BAUAIOT Ha CMNOCOBHOCTL
HEKOTOpbIX ¢arounTos 3PPeKTUBHO YHMUTOXKATb MATOreHbI.
MauneHTbl ¢ TakMMu pgedektaMum MOryT He CrpaBUTbCH C
HEeKOTOPbIMKU BaKTepHanbHbIMU U FTPUBKOBBIMU MHPEKLMAMM.

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.
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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-
LyOOEeHOCKONMS, KONMOHOCKoNMa M T.4. WMHorga HeobxoguMo
MccnenoBaTbh YacTb TKaHWM MOL, MMKPOCKOMOM MOC/e MpOBefeHUs
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 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).
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B coBpeMeHHOM MeduUMHE MCMOMb3yloTCs 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 samMecmumenbHAss mepanus npenapamamu
n yesoee4yecKkoz2o0 UMMYHo2n06ynuHa?
3HaumMyto yacTb MU cocTaBnAoT MMMyHOOEPULMTBI C HapYLLEHMEM
WK NOMHBIM OTCYTCTBMEM CUHTEe3a cneumduyeckmx aHtuten (MAL-HA
unu ryMopanbHble M), HapylueHne ryMopanbHOro otBeTa NpUBOAUT
K YacToM 3a60neBaeMoCTH TaXKeNbiMU BakTepuabHbIMM MHbEKLMAMU

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

Kakue cnocobbl ssedeHuss npenapama 4yesno0ee4ecKo20
n uMMyHozao06ynuHa cyujecmeyrom?
OCHOBHbIM  METOAOM  fledeHMeM ryMopanbHbix [N, aBnsetcsa
3aMecTuTeNbHasa Tepanus C NPUMeHeHMeM BHyTpMBeHHOro (BBUIM) unu
nogko)kHoro BeedeHua (MKNM yYenoBeyeckoro WMMYHOMOBYMHa.
MHOrounceHHbIMM uccnenoBaHMaMM JoKa3aHa OOMHaKOBas

adpdekTnHOCTL MKMIM U BBUIM B npemoTBpalleHun UHdekumn y
nauMeHToB.
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Kaxk nod6bupaemcsi cnocob esedeHus? u

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  apTEPManbHOrO  [aBNEHWUS,  OMapes)
cocTtaengeT 5-15%.

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

3) Y nauMeHToB C KMLLIEYHbIMU MPOoBneMaMmn B CBA3M C MeHbLUMMM
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? u

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 BBUI pasnmyatoTcs No CBOEMYy COCTaBy, 4TO
TaKoke OByCNOBNMBAET UX Pa3NMUYHYO 3DPEKTUBHOCTb M NEPEHOCUMOCTb.
KpoMe Toro, OHM He SBNSIOTCS B3aMMO3aMEHSIEMbIMU.

Bonpoc 6e3onacHocT U addeKTMBHOCTM npenapata Bbibopa ans
NpOBeAeHUs 3aMECTUTENbHOM Tepanmu ABNAETCA KPUTUUECKM BaXKHBIM.

MpenapaTtbl 418 3aMecTuTenbHoM Tepanuu BBUI npu nedenmnn MAL
OOMKHbI COOTBETCTBOBATL CNeayoWmMM KpUTEPUIM:

1. B cBA3M ¢ NOTEHUMabHbIM PUCKOM Pa3BUTUS XKM3HEY T POXKAIOLLMX
nHdEKLMM, B TOM Yncne obyCoBEeHHbIX MapBOBUMPYCOM B19,
HeobxoaMMO BblIOUPATbL NpenapaTbl, B UHCTPYKLMMU MO
NPMMEHEHMIO KOTOPbIX YKa3aHbl 3TaMbl BUPYC SMMMUHALIMM,
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.
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Kakas do3a u kpamHocms BBUIN nokaszaHa ons u
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 BBefeHneM npenapata BBUAT.

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? c

MNoaKo)KHOe BBedeHMe - 3TO yOobHbIM M Be3onacHbit MyTb
BBEOEHUSA, MO3BOMAIOWMN POAUTENSAM MaLMEHTa MM €My CaMOMy
nocne obyyeHus NPOBOAUTb MHbEKLMM B OOMALUHUX YCNOBMSAX 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 eeodumb MKHIM e doMAawWHUX ycaoeusx?

Kak esodsmcs npenapamel [TKNT?

[looKoyKHble BBEOEHUS MMMyHOFﬂO6yﬂVIHa BBOOATCA B X)KMPOBYIO
TKaHb HENOCPEACTBEHHO 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

BBOOMTb NpenapaT MOXKHO B y4acTOK (MM y4acTKM) Ha >KMBOTE,
Benpe, mnedye MM Ha BHelHeW cTopoHe bepnpa/Genpa (Ball
nevalumi Bpad CKaXkeT BaM, CKOMbKO MEeCT [/19 BBEOEHWUS BaM
HeobXoOMMO UCMONb30BaTh).

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

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

3. CrapauTech He BBOAMTb MKUI B MeCTo, Haf, KOTOPbIM KOXa
BOCMasnieHa, UMeIoTCA CUHSAKM, TakxKe n3berante nonagaHusa B
LpaMbl, TaTYMPOBKK UM PACTSKKM.

4, Ecnu Bbl UCcnonb3yeTe bonee OOHOro MecCta OJid BBefeHnd,
y6eﬂMTer, YTO OHM HAXOOATCS HA PACCTOSAHUMU HE MeHee 5 CM

[pyr oT Apyra.

Ymo makoe Memod eeedeHus «Rapid Push»? G

31O cnocob npsMoMn BbICTPOro MoakoXkHoro BeefaeHus MKUTM 6es
[OMNOSHUTENbHbIX TEXHUYECKMX  NPMCNOCOBNeHnn O/ BBeOEeHUS
npenapara.

Kak esodume MNKHUIr Memodom «Rapid Pushs»? G

1. lNoarotoBka K BBEAEHMIO

1.1 lMoaroTtoBbTe Bce HeobxogmMMoe Ond BBeAeHUs npenapara:
¢ CnuproBble candeTkm
* UWnpwy,
* WUrna-6abouka

* [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 LUNPULA BO GNaKOH Tak, YTOBbl OHa HaxoamMnach
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
0S19 NPefoTBpaLleHMs 0bpa3oBaHus My3blipbKOB. 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 NpenapaTa.

‘ Kakue pucku cesisaHel ¢ NMKUTI?

MK oyeHb XOPOLIO MepeHOCUTCH M BesonaceH, KpauHe pepako
MOTYT OTMeYaTbCa peakLum Unn NoBoYHble 2DPeKTbI:

Peakumu B MecTe BBeOEHMS, Takme Kak NoKpacHEeHWe, oTeK 1 3y/l.
Kak npaBWio, OHU NPOTEKAIOT Nerko M NPOXOAST Yepes AeHb Un
nBa. OHM MOryT MNPOSIBAATLCH MOCNE MEePBbIX HECKObKMX
BBEOEHUI NpenapaTta M CO BPeMeHEM YMeHbLLIaoTCS. 3aMeaieHne
BBEOEHMA Mpenapata MOXET CHU3UTb PUCK MOSIBNEHUS 3TUX
peaKkLumi.

MNobo4yHble a3¢ddeKTbl, TakmMe Kak rofloBHas 60sb, OLLyLLEHUE Xapa,
TOLLHOTa, AMapes, 6onb B ropne, Cbifb, yCUNEHUe Kalna 1 6onu B
cnnHe. OHM BCTpeYaloTCs M NpuM  MCnonb3oBaHum BBUT u
NPOTEKaloT OTHOCUTENBHO Nerko.
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* YpesBbl4alHO pPeOKo BCTPEeYaloTCs TakMe cepbesHble NoboyHble
addeKTbl, Kak TAKenble annepruyeckme peakumu, npobnembl C
NnoyYkaMu WM obpasoBaHWe TPOMBOB (CrycTku KpoBM) (Takoke
BO3MOXKHbI M NMPU Ucnonb3oBaHmu BBUI). B cnyyae BO3HMKHOBEHMS
peakumMm Bbl OOMKHbI Kak MOXHO CKopee CoobumMTb 06 3TOM
Bpadyy M TMOMyYMTb KOHCYnbTauMio nepen  [OaSibHEMLLUMMM
BBELOEHUSIMMU.

6.2 NMpodunakTMka ocno>XxHeHmi NMUL,

MNopoep>kmBatoLLas Tepanud neu MHOIMX nepBUYHbIX
I/IMMyHO,EI,eCI)l/ILI,I/ITaX BKIIOYMaeT  OJnTeNbHOE npocbmnaKTquc:Koe
nPpUMeHeHne aHTl/I6l/IOTl/IKOB, I'IpOTMBOFpl/I6KOBbIX 7

NPOTUBOBUPYCHbIX  NpenapatoB. WMHormoa TakuMe  npenapatsbl
MCNOSb3YIOTCS B TEYEHME MHOIUX MeCALEB M fJake NneT.

BakumHauMa Tak)ke MOXXET UrpaTb BadkHYlO posfb B NpodunakTmke
MHdEKUMM npu  HekoTopbix Buaax MWMA. BONbLIMHCTBO BaKUMH
Be3onacHbl 019 NauMeHToB ¢ UMMyHodeduumTamm. OgHako He CTOMUT
MCNONb30BaTb >XMBble BaKLMHblI (HanpuMep, NepoparnbHylo BaKLMHY
NPOTUB NMONMOMUENNUTA, BaKLMHY MPOTMB KOPU, KPAaCHYXM, NapoTUTa,
BLI)K) npu HekoTopbix PpopMax 3aboneeaHus, HanpuMep, Takmx, Kak
TKMH. [Ons  pgpyrux ke, HanpuMmep, MMMyHoaepUUMUTOB C
HapylleHueM  B-numdpouMToB,  BaKUMHbI  MOryT  OKa3aTbCH
B6ecnonesHbl. MoO3TOMy pelleHne O HeobXOAMMOCTM BaKLMHALMUK
NaLUMEHTOB C NEPBUYHbIMM MMMyHOAEPULMTAMU OOMKEH MPUHUMATb
BpPay UMMYHONOT. Ba)kHO, YTO 3aLlUMTY AN HE NPMBUTbIX NaLMEHTOB C
MO ™MoryT obecneynTb BaKUMHWPOBAaHHbIE 300POBble  NOOY,
OKpy>kalolpe Takoro 4enoseka. [lpuM NpoBedeHuM BaKLUMHaLUK
BonblUen YacTu HaceneHms CnocoBbHOCTL BonesHen nepenaBaTbCs OT
YyenoBekKa YenoBeKy Pe3Ko CHUXKAETCH, TakMM 0BPa3soM, CHUXKAETCA U
puck 3aboneTb y naumeHTa c M.



29
- |

CoBpeMeHHble MeTofbl MeaMKaMEeHTO3HOM NPOGUNaKTUKM,
HECOMHEHHO, BaXkHbl ana naumeHtoB ¢ [MM[. OpHako He CcTouT
3abbIBaTb, YTO MPOCTble CMNOCObbl COBMOAEHUS JIMYHOU TUMUEHDI,
BK/IIOMAS MbITbE PYK M yXOf, 3a MOMOCTbIO PTa, OCOBEHHO aKTyasibHbl
IS TaKMX NaLMEHTOB.

Ba)kHO npuaep>kmMBaTbCq, Tak Ha3blBaeMOro, 340poBoro obpasa
KM3HU — KAYeCTBEHHO PErynsipPHO MUTATbCS, FyNaTb Ha CBEXEM
BO3ayxe, BbicbinaTbca. Obg3aTenbHbIM Ana nauveHToB ¢ MK
ABNSETCH MUCKNIOYEHUE KYPEHUS — KaK aKTMBHOro, TakK M
NacCUBHOro, T.K. [OKa3aHO, 4YTO KYypEeHWEe nOoBbllIaeT PUCK
Pa3BUTUS pPaKa NErKMX U MHPEKLMOHHbBIX OCNOXHEHUM, K KOTOPbIM
M TaK CKMOHHbI NaLMeHTbl C UMMYHOAEDULMTOM.

MNpU CBOEBPEMEHHOM MOCTAHOBKE AMarHO3a M MPaBMIbHO Ha3HAYeH-
HOM JIeYeHMM Y MALMEHTOB C NEPBUYHBIMM UMMYHOOEDULMUTAMU €CTb
BCE LLIAHCbI >XMTb MOIHOLE@HHOM >KM3HbIO.

CHUHAPOM
AN LODKOPOXKH

Yto Takoe cuHapoM OAu [hkopp)ku?

CuHapoM [Ou Oxxopoykm — 3TO peakoe 3abonesaHue, oTHoOcALLLeecs K
rpynne nepBMYHbIX WMMYHOOEDMUMTOB, KOTOPOE BO3HMKAEeT B
pe3ynbTate reHetMdyeckoro gedekra, YTo NPUBOOMUT K OTCYTCTBMIO
WU HEeOopPa3sBUTMIO TMMyca (BM/IOYKOBOM >kenesbl) B COYeTaHWu C
NnopoOKaMM pPasBUTMA ceppla U COCYyAOoB, NapalLUMTOBUOHbLIX >Kenes,
KOCTEM NIMLEBOro Yepena U BePXHUX KOHEYHOCTEM.
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Mo4yeMy BOo3HMKaeET cuMHApPOM Ou Hxopaku?

B 6OnblUMHCTBE CflyYyaeB OTCYTCTBME HEeDBOMblIoM Yactn 22
XPOMOCOMBI, @ UMeHHO aeneums 22q11.2, npoucxogmT CNOHTaHHO B
npouecce 06pa3oBaHMA MY>XCKMX MM XKEHCKMX MOJSTIOBbIX KNETOK.
Peoko peneuma 22q11 nepepaetca pebeHky OT OfHOro mu3
poguTenen, CTpajatomx CMHAPOMOM [Ou [XKopoyku, XOTS OHU MOTyT
He OCO3HaBaTb, YTO Y HMX €CTb [OaHHOe 3aboneBaHWe, ecnn OHO
npoTekaeT B nerkom popme.

Kak nposiBnsiercs cuHapoM [im [bkopa)xu?

TaKeCTb COCTOSHMS BapbupyeT. HekoTopble Oetu MoryT 6onetb
TSOKENO, HO B 4YaCTWU C/ly4aeB OETM BbIPACTaloT, HE 3Has O HalM4ymm
3TOro 3abonesaHus.

Kak npaBuno naumeHTbl obpallaloTcs B NepByto ovepenb K ApyrmMm
crneumanncTaM — KapauosnoraM U XMpypram, B CBsI3W C TeM, 4YTO TaK
Ha3blBaeMbIM  «MOMHbIM» CUHAPOM [Ou  [DKOPOXKM, C  MOMHbIM
OTCYTCTBMEM MMMYHUTETA, BCTPEYAETCS KparHe peaKo.

Y 0emel ¢ cuHOpomMoM [u [JKopdxKu Mo2ym OmMeyamsCs caedy-
rowjue npobsieMoi:

1) Bonee BbICOKMI PUCK 3apadkeHns MHbEKUMAMM, Tak Kak B CBSA3U C
OTCYTCTBMEM TUMyCa HapylleHa WMMMYyHHasi cucTeMa. B Hopme
BU/TOYKOBAS >Kenesa aBMsgeTcs MeCTOM, rae npoxogsr co3peBaHue
T-knetku. Npn OTCYTCTBMU TUMYyCa CTpajaeT T-kKneTovyHoe 3BeHO
MMMYHHOW CUCTEMBI.

2) NpobneMbl C cepaLeM - Y HEKOTOPbIX AETEU U B3POC/bIX MOTYT C
POXKOeHUSA HabnoaaTbca MOPOKM cepaua (BpoXKaeHHbIe MOPOKM
cepaua).
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3)

4)

5)

9)

FOpMOHarnbHble MpPobneMbl - TakK Kak HeaopasBuTbie napa-
LMTOBMOHbIE  >Kene3bl MPOM3BOAAT C/MLLKOM  Mano  napa-
TMpPEOMOHOro ropMoHa (rMnonapatMpeos), PasBMBAETCA CHMU-
>KEHWME YPOBHA KaNbUMsi B KPOBM, YTO MOXKET MNPMUBECTU K
cynoporam.

HapylueHusi CTpoeHus NuueBoro 4vepena. Y HEKOTOPbIX AeTeM
MMEIOT MECTO pacLUeNvHbl BepxHen rybbl M HEBa, LmMpokas
nepeHocuLa, BbICOKOE HEDO, LWMPOKOE PaCCTOSHUE MeXAay
BpoBaMM, BONBLLIOW POT, HU3KO MOCAXKEHHbIE YLLIN.

MaTonorus aAYTOMMMYHHOIO XapakKTepa, U3 KOTOPbIX CaMble YaCTble:
i OymOUMMyHHbIU mupeouaum — Nopa>keHne IJ.I,I/ITOBI/I,D,HOﬁ

>Kenesbl

e UUMONEHUU — CHUXKEHME KONIMYECTBA IPUTPOLIUTOB,
HEUTPODMNOB, TOOMBOLIUTOB

e UMMYHHOE NOPA)KEHUE sieeKUX

MpobneMbl C KOCTAMM, MbILLLLAMU U CyCTaBaMM, BKIKOYas
nosTopsatoLmecs 60nm B Horax, UCKPUBIEHHbIN MO3BOHOYHUK
(ckonuos) u apTpuT.

HW3Kuit pocCT - BETU U B3POCTbIE MOTYT BbITb HUXE CpedHero.
MpobneMbl C NCUXMYECKNM Pa3BUTUEM - B3POC/bIE Yalle
CTpafatoT TaknuMm NpobneMamu, kak LM3odpeHms 1 TPEBOXKHbIE

pacCTPOMCTBa.

|_|p06}'leMbI C O6y‘-IeHl/IeM M nopeneHneM, B TOM 4mcne oetm mMoryT
Ha4NHaTb XOOUTb M TOBOPUTb NO3>Ke CBONUX CBEPCTHMKOB.

10) MpobneMbl CO CNYXOM M peyblo, B TOM YMC/e BPeMeHHas noteps

cnyxa 13-3a YacTbIx MHbEKUMIM yXa.
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TI) MaTonorus AYTOMMMYHHOIO XapaKTepa, U3 KOTOPbIX CaMble YaCTble:

» HapylleHusa CTpoeHMs rna3Horo abnoka.
o [lOpOKM pPa3BUTMS XKenyaKka U KULLEYHUKA.

 AHOManuu ckeneta (OTcyTCTBMe HOFTele, AONONHUTESIbHbIE
najblbl Ha KOHe\-IHOCTﬂX).

» HapylueHMe CTpOEeHUs ropTaHu, Tpaxeu.

N3 yero cocTomMT gMarHocTuka cuHgpomMa A [bxopp>kmu?

3anogo3puTb cUHAPOM Ou >Kopaykm MOXHO B npouecce obuiero
OCMOTpa naumeHTa: obpallaloT BHMMaHWE XapakTepHble M3MeHe-
HMS BHELIHOCTM U HalM4Yne NopPOoOKOB Pa3BUTUS.

Mpu nabopaToOpHOM WCCNegoBaHMM B OOLLEM aHanM3e KpPOBM
OTMeYyeHo CHWXXEHME  YPOBHA  NMMOOLMTOB, a npu
HEenoCpeacTBEHHOM MCCreqoBaHMM cybnonynauun numMeboumuToB
(MMMyHOdEHOTMNUPOBAHNE) MOXET HabnoaaTbCa  CHUMXKEHME
Konmyectea T-numdoumtoB. [pn  oueHke YHKLMOHAIbHOM
aKTMBHOCTM T-nuMdoumToB BbIABNSAIOT CHMXKEeHMe
nponudepaTMBHOM  aKTUBHOCTM  T-nuMdouUMTOB  (CNOCOBHOCTH
Pa3MHOXaTbCA B OTBET Ha CTUMYMSALMIO CNeluanbHbIM areHTOM).
YpoBeHb UMMyHornobynuHos A, M, G, E MoxeT BapbupoBaTb OT
HOPMasIbHOIO 0 PE3KO CHUXKEHHOTO.

B npouecce pPEeHTreHONOrM4eckoro MCCneqoBaHMs OpPraHoB
rPYOHOW KNETKM MOXKET ObiTb BbISBIEHO OTCYTCTBME TEeHMU
BUTOYKOBOM Xenesbl.

MooTeepamMTb CUMHOPOM [Ou  [IKOpO)KM MOXKHO MONEKYNSPHO-
reHeTM4YeCkMM METOMOM - NMyTeM obHapy>keHusa aeneuumn 22q11.2.



33
- |

Kak neuutca cuHapoM u [bxopakm?

[na KoppeKuMu NMOPOKOB Pa3BUTUS MOXKET noTpeboBaTbCa XMPYpP-
rMyeckoe BMeLIaTeNbCTBO.

Ecnv  CMHOPOM  COMPOBOXOAETCS  BblPaXXEHHbIMU  UMMYHOOM -
YECKMMM HaPYLUEHUSIMU, TO ONS XKM3HM TakMX BOMbHbIX HEOBXOAUMO
HasHayeHre nPOPUNAKTUYECKON aHTUMMKPOBHOM W  MPOTUBOBM-
PYCHOM Tepanuu, 3aMecTUTe/lbHas Tepanusa npenapataMu BHYTPMU-
BEHHOIO MMM NOAKOXHOrO UMMYHOTOBYIMHOB.

Korpa obpaTutbCcs K Bpauy

[pu 8pPOXXKAEHHbIX NOPOKAX PA3BUMUS Cepoyaq, ULUE8020
ckenema, XXKT

Mpu cydopoaax

Mpu ms>keaoM meyeHuU sUPYCHbIX UuHPekyul
(eeHepanusosaHHas LIMB-uHpekuus, adeHosupycHas,
pomasupycHas UHpekyuu)

[Mpu ynopHOM 2pUbKOBOM NOPAXKEHUU CAUZUCMBIX
obonoyek

Mpu yacmelx omumax, NO8MOPHbLIX NHEBMOHUSIX

KakoBbl LUaHCbI, YTO y cneayioLllero pebeHka Mo)XeT 6biTb
cuHapom Oiu [bkopa>ku?

Kak npaBuno, pUck BO3HMKHOBEHMS CUHAPOMA Y APYrUX AeTel OYeHb
Man. EcnM HM oguH M3 poguTenen He CTpagaeT CUHOPOMOM [u
[>KopoykM, CUYMTaeTCq, UYTO PUCK MMETb elle opHoro pebeHka
cocTaBnsetr MeHee 1%. Ecnn y ogHoOro M3 pogutenei ecTb AaHHoe
3aboneBaHue, y HUX ecTb 50% LaHC nepefaTbh ero CBoeMy pebeHky,
M 3TO KacaeTCs KaXkaon 6epeMeHHOCTH.
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CUHOPOM O OOKOPOXKHA

Memoduyeckoe nocobue A8 podumesnel
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