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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.

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, 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
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. JKEHLUMHbI UMEIOT ABE X-XPOMOCOMbI, a8 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 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
HacnegoBaHue

3.5 Yto Takoe ayTOCOMHO-peLeccMBHOE HacnepoBaHue?

[Na BO3HUKHOBEHWA HEKOTOPbIX MMMyHOOEedPUUUTOB HEeobXOoaMMbl
[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 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 poauTenen MoryT coBracTb, Torga pebEHOK poauTcs
6ONbHbIM.

Mpu 3TOM OYeHb BaXXHO MOHNATb, YTO B MPOLEHTaxX BbiparkaeTcs
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

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.

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-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.
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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.

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 npmMBecTM K notepe
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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Tsokenass KOMBUHUPOBAHHASS UMMYHHASS Hed0CMAaMmMOYHOMb
(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).

dazouyumapHsie HapyweHus. daroumtbl — KPOBSHblE KIETKU
BPOXOEHHOM 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.
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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
Pa3/IMYHbIX OPraHOB, NO3TOMY NS AUMArHOCTUKM M OLLEHKM CTEMNeHM
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 WMCMOMb3YlOTCA TakK HasblBaeMble,
TapreTHble Npenaparbl, CNOCOBHbIE MOAYMPOBAaTL PabOTY Pa3IUYHbIX
3BE€HbEeB UMMYHHOW cuUcTeMbl. [na HekoTopbix MWL ¢ HenpaBMAbHO
paboTalowmMK  BenkaMu  leYeHne HanpaeneHoO Ha MNofaBneHue
onpegeneHHbix GyHKUUM 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
m 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? 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 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? 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 BB pasznuuyalotcs no CBOEMYy COCTaBy, uUTO
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 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 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? -

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?

[looKo>KHble BBEOEHUS MMMyHOFﬂO6yﬂI/IHa 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

BBOaUTL MpenapaTt MOXKHO B Yy4aCTOK (MnM y4acCTKM) Ha >KMBOTE,
Benpe, mnedye MM Ha BHelHeW cTopoHe bepnpa/Genpa (Ball
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
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»? u

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 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.



26

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.

‘ 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)

PaguKarnbHble MeTobl NeYeHUs], NO3BONAIOLLIME YENIOBEKY 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 POACTBEHHMKM NaLMEHTa, HanpuUMep, PoaUTENN UM CUBITUHIU.
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 pa3spabaTbiBatoTca HOBble 3bdEKTMBHbIE METOAb! NeYeH s
NepBUYHbIX WMMMyHOOEebUUMTOB. B HacTodulee BpeMs aKTMBHO
NpoBOAATCS UCCNefoBaHUa B 061acTU reHHOM Tepanuu. ITo MeTof,
Mpyv MOMOLLM KOTOPOrO MOXHO «MOYMHMUTb» AedeKTHbIM reH,
BOCCTaHOBMB, TaknMM ObBpasoM, NpaBuibHylO pPaboTy WUMMYHHOM
CUCTEMbI, M NauMeHT Wu3nednBaeTcsa. B BnwdkanweM 6GyaylieM
reHHas Tepanus 6ydeT ucnonb3oBaTbCs y naumeHToB ¢ MM B
PYTUHHOW NpaKTUKeE.

6.3 NpodunakTuka ocno>kHeHnm 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.

BakumMHaLMA Tak)Ke MOXKET MrpaTb BaXkKHYIO PO/b B NpodunakTnke
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 oka3saTbCsi BecrnofiesHbl. Mo3TOMYy pelleHue o
HEeOBXOOAMMOCTM  BaKUMHALUMKM  MAUMEHTOB C  MNEePBUYHbIMU
UMMyHOOedULUMUTaMU  OO/KEH MPUMHUMATb BpPpady  MMMYHOMOr.
Ba)kHO, 4YTO 3alUMTy ANA He NPMBUTLIX 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
KM3HU — KaAYeCTBEHHO PEerysapHO MUTaTbCH, TYNsaTb 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.

Mpn CBOEBPEMEHHOM NOCTaHOBKE AMarHo3a U NpaBuibHO HasHaYEHHOM
NeYeHnM y MauMEHTOB C MEePBUYHbIMM MMMyHOoaebUUMTaMKM ecTb BCe
LLIAHCbI XXMTb MOMHOLIEHHOM >KM3HbIO.
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NMEPBHYHDbIE
CUHOPOMAJIbHbIE
UMMYHOLAEPULIMTHDIE
COCTOAHUA

[na paHHOM rpynnbl 3a6oneBaHnM CyLLLeCTBYeT HECKONbKO
CUHOHMMOB:

* Yyemko oYyepYeHHble UMMYyHOOepuUyUMHsbIe
COCMOosHUS

* UMMYHOOepUUUMHbIE COCMOSHUSA C
CUHOPOMQA/IbHLIMU YepMmamMu

* CUHOPOMAQ/bHbLIE NepPB8UYHbIE UMMYHOOEepUUUMHbIE
cocmosiHua (cuHOpoMasbHbie MMN[)

4YTO TAKOE CUHLOPOM?

CyliecTByeT MHOXKECTBO pefkmx 3abonesaHuM, Npu KOTOPbLIX Y
nauMeHTa BC/I€ACTBME reHeTMYeCKOM MNONOMKM pa3BUMBaETCH
nopa)eHme cpa3sy HECKONIbKMX OpraHoB M cucTeM. YacTo
3aboneBaHMe UMeeT xapakTepHble KNMHUYEeCKMe NPOSABNEHUS.
COBOKYMHOCTb  KNIMHUYECKMX  MPOSABIEHUN Ha3blBaeTCs
CUHOPOMOM.

YTO TAKOE CUHAPOMAJIbHbIA N1A?

Y>Ke caMO Ha3BaHWe 3TOM rpynnbl 3aboneBaHW rOBOPUT O
coyeTaHUM UMMyHoaebULUTa U CUHOPOMANbHOM MNAaTONOMUN.
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MMMyHOOEPMUUT MOXKET MPOSABUTbCA B BMAE YacTbiX M
TSXKENbIX MHPEKUMU, MM ayTOMMMYHHbIX OCNOXHEHWUW, WU
pPa3BUTUSA OMyXOoneu, UM B KOMBUHauMKU 3TMx npobneM. Mpwu
BonblwMHCTBE 3aboneBaHUMM [aHHOM TrPyNMnbl  MNPOSBAEHMS
UMMyHOOoedUUMTa  BLIABASIOTCS  OBbIMHO  MO3Xe,  YeM
NaTONOrUSA BHYTPEHHUX OPraHoOB MK BHELIHWE OCOBEHHOCTM
pebeHka. [lpu  HeKoTopbiXx  3aboneBaHMaX  BHELUHUE
OCOBEHHOCTM MMEIOT HACTONbKO XapakKTepHble 4YepTbl, YTO
OMarHo3 He BbI3bIBAET COMHEHMM y>Ke B MnepBble Mecsupbl
KM3HM Manblwa. Y HEeKOTOPbIX MauMeHTOB MNPOSBIEHMS
UMMyHoaedpULMTa MOrYT OTCYTCTBOBaTb BOBCE M/IM MOSIBUTHCS
B CTaplUEM UK Jake B3POCIOM BO3pacTe.

KAKHE BbIBAIOT CUHLOPOMAJIbHbBIE MNMnag?

Bce cuHapoManbHblie MU - 3TO oveHb peakue 3abonesaHus.
Hanbonee 4actbiM cuHOopoMaM - c. [Ou  [xkopdxu, c.
HumereH, c. Nlyu-bap, runep-IgE cuMHOpPOMY, MNOCBSALLEHbI
oTaenbHble 6poLopbl. MeHee pacnpoCcTpaHEeHHbIMU SBNSIOTCS
cnegywolime 3abonesaHusa: c. Kabyku, c. Mak-Kblocuk, c.
LLnMke. KpaTKkoe onucaHue KaXkgoro M3 HUX MpencraBfieHo
HMKE.

CHUHOPOM KABYKM a

Pa3BuTHe cMHOpOMa Kabykn CBA3aHO C NMOSIBEHUMEM MyTaLuu
B OOHOM un3 paByx reHos, KMT2D wnn KDM6A, KkoTopble
KOHTPONUPYIOT 3MOpMOHanbHOe pasBuTME nnopa. VMIMeHHOo
NO3TOMY MOMOMKM B 3TUX reHax MNpPMBOOAT K MNOSIBNEHUIO
BPOXXOEHHbIX MOPOKOB MHOTMX OPraHOB M CUCTEM pebeHkKa.

Y BCex nauMeHToB C CHMHOPOMOM Kabyku MHOro obuimx
TUMUYHBLIX YEPT, OOHAKO CTeneHb BbIPaXXEHHOCTU TOro MuNu
MHOIro npu3Haka BapbupyeT. OCHOBHbIMU XapaKTEePUCTUKAMMU
CUHOPOMaA ABASIOTCS:
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1. OcobeHHOCMuU cmpoeHus aAuya

«AHTMMOHIONOWAHbBIN» pPa3pe3 rna3, BbIBOPOT HapPY>XHOro Kpas
HUXKHEro Beka, LWMPOKME «apoyHble BPOBM», HU3KOMOCAXKEHHbIE
KPYNHble OTTOMbIPEHHbIE YLIKW, BbICOKOE HeDOO, pacLLenuHbl
TBEPAOro u Markoro Heba.

2. OcobeHHOCMU cmpoeHUs ckeanema

Bce nauMeHTbl UMeIT HU3KMU POCT, pasndHbie aedopmMaumm
NO3BOHOYHMKA (HanpuMep, CKONMo3). Y BOMbLIMHCTBA NaLMEHTOB
HabnogaeTcs cnabocTb CBA3OYHOro annaparta, YTO NPMBOAMUT K
BbiBMXaM CYCTaBOB, BPOX[OEHHbIM OMCMNIa3uaM Ta30beapeHHbIX
cyctaBoB. OOHOW M3 OTNMYUTENbHbBIX YepPT, XapakKTePHbIX TONbKO
ONd  [aHHOrO CUMHOPOMA, dBNseTcs Hanuuue «deTanbHbIX»
nogylueyek Ha nanbLax PyK M Hor.

3. CHU)KeHuUe MbiWeYyHo20 MOHYyca

Kak npaBuno, 3TO0 OOMH M3 MepBbiX CUMMNTOMOB, Ha KOTOPbIM
obpallaloT BHUMaHWE poauTend M negumatpbl. PebeHok nosye
npuobpertaeT  MOTOPHbIE HaBbIKMK no CpaBHEHUIO  CO
CBepCTHUKaMM

4, Hesposoz2uyeckass cuMnmoMamuka

OT nerkoW CcTeneHW OTCTaBaHMa OO0 rpybon 3a0ep>kKKu
NCUXMYECKOro pPa3BUTUA. DBONMbWKMHCTBO MaUMEHTOB UMEIOT
TPygHOCTM C obyvyeHMeM. Y 4acTM nauMeHTOB BO3HMKAIOT
OOHOKpaTHble Cyooporu, B pPeaKkux Ccny4vassx [pa3BMBaeTCH
anunencus.

5. Bpo>kOeHHble NOPOKU BHYMPEHHUX OP2aHO8.

Y HeKOTOpPbIX MNaUMEeHTOB MOryT ObiTb BPOXAEHHbIE MOPOKM
cepaua. Y 6onblIMHCTBA MaUMEHTOB HabnwogatoTca MOpoKH
pa3BUTUSA MOYEenooBOM CUCTEMDI, HanpuMmep, OflHa
noaKkoBoobpasHaa novka.
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6. HapyweHue cayxa u pe4yu

ONng MHOMMX NauMEeHTOB XapaKTePHO CHMXKEHME Cnyxa, a Takxke
noroneguyeckue npobnembl BMAOTb [O MNOJHOMO OTCYTCTBMA
peyn.

7. FTopMOHAIbHbIE HAPYWEHUS
[leTn, ocobeHHO C NOAPOCTKOBOrO BO3pPacTa, CKMAOHHbI K
HaKOMMEeHMIO M3ObITOYHOM Macchl Tena. YacTto pasBuBaeTcd
ayTOMMMYHHOEe nopaxeHue LWLMTOBMOHOM xenesbl
(ayTOUMMYHHbBIM TUPEOUAUT).

8. MHdekyuu

[eTn c cMHapoMoM Kabyku Ha NepBOM roay >KM3HU MOABEPIKEHDI
YacTbiIM MHOEKUMAM [AbIXxaTeNbHbIX MNyTeW, KOoTopble Hepepko
OCNIOXHAOTCA pa3BMTMEM MHEBMOHWMKM (BOCMNaneHne nerkux).
MPUYUHOM NMHEBMOHUM, KpoMe MMMyHodeduumTa, MOTyT BbiTb M
gedekTbl CTpOeHMa POTOrnoTkM (pacwenuHbol Heba) M HU3KUM
MbILLIEYHbIM TOHYC, CMNOCOBCTBYOLIME MNONaAaHUIO B JNerkue
COOEpP>XMMOro pPOTOBOW MOMOCTU M >Kenyaka W pPasBUTHIO
acnMpaLMOHHbIX MHEBMOHUIM. MHOTME AeTh C CMHAPOMOM Kabyku
CTPafatoT OT 3aTHAXKHbIX MOBTOPSAOLLMXCA THOMHbBIX OTUTOB.

9. AymouMMYHHbIe npoyeccsl

MonoBuHa BCEX  MNaUMEHTOB C  CMHOPOMOM Kabyku
CTankuBaeTCss C ayTOMMMYHHbIMW LMUTOMNEHMUAMU (CHUXKEHUEM
YPOBHA TPOMBOUKUTOB, reMornobuHa, pexke HeMTpodbmnoB.).

10. CHU>KeHue ypoeHs UMMYHO2/106YnuHo8

MNpu MMMyHONOrMYeCcKoM obcnenoBaHnm y NOMOBUHbI NaLMEHTOB
oTMeyaeTcH CHUXXEHWE  YPOBHH BCEX  CbIBOPOTOYHbIX
UMMYHOTOBYNMHOB,  PEAKO  M30NMPOBAHHOE  CHMXKEHUe
MMMYyHOrobynuHa A.



35
-

Ba>kHo!

Hepegko y peter ¢ cuHgpomoM Kabyku 4vacTas 3abonesaeMocCTb
MHPEKUMAMU OBBACHAETCA OCOBEHHOCTAMM CTPOEHMS M Pa3BUTUS
pebeHka, U poguTenu nonagaloT K MMMYHONMOry OaNneko He cpasy.
OpHako, ecnM MNPOBECTM WMMMyHomnorMyeckoe obcnegoBaHMe  Kak
MO>KHO PaHblLE, M BOBPEMS HayaTb HY>KHOE NieYeHne, MOBTOPSIOLLMXCA
MHPEKUMIM MOXHO u3bexaTb. MMMyHonormyeckoe obcrnenoBaHue
MOMOXET HaWTU MPUYMHY 4YacTbiX MHIEKUMM, a Yy MaLMeHToB C
COXPaHHbIM UMMYHUTETOM (MX MPUMEPHO TPeTb OT OBLIero 4ucrna)
MO>KHO ByfeT AaXke HayaTb BaKLMHALMIO, KOTOpas co3aacT y pebeHka
€CTECTBEHHYIO 3alUMTY OT UHpeKLmM!

PucyHok 1. Maneyuk 9 nem, cuHopomM Kabyku.
PucyHok u3 “Steihm's Immune Deficiencies, K.Sullivan, 2020"
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Kakoe 803MO>XHO 1eyeHue?

He Bce nauuMeHTbl C cuHOpoMOM Kabyku Hy)aaloTcs B
cneymanu3nMpoBaHHOM NeYyeHMn. YacTb MauMeHTOB Hapapy
CO CBEpCTHMKaMW MNPOXOAMT BCe 3Tanbl BakKUMHALWUU.
OfHaKo, Ba)XHO He YyMNyCTUTb MOMEHT BO3HMKHOBEHMS
MMMYHONOIMMYECKUX HapyLeHUM, U NO3TOMY BU3UTbI K
MMMYHOMNOIY [OONXKHbl OblTb  perynapHbiMmM. B cnyuae
CHUXXEHMS YPOBHA MMMYHOTITOBYTMHOB B CbIBOPOTKE KPOBMU
nauMeHTbl  Hy>XOalTca B 3aMeCTUTeNbHOM  Tepanuu
npenapaTaMu MMMYHOTNOBYNMHOB, MHorga npw
CcOOPMMPOBABLUMXCSA OCNOXHEHMAX NpUCOeaUnHAeTCa MU
npodunaktTuyeckas nNpPOTUBOMMKPOBHas Tepanua. [lpu
Pa3sBUTUM  AYTOUMMYHHbIX  OC/IOXXHEHMM  noabupaeTcs
MHOMBWOYaNbHaa neKkapcTBeHHasa cxeMa. [lpu pas3BUTUM
OHKOMOTMYECKMX OCNOXXHEHMU NPOBOAUTCHA JleYyeHue no
cneymanbHbIM NpoTOKOaM C MCNONb30BaHUEM
XUMUOTEpPanmu.

Ymo HY>KHO 3HaMb podumesisM NAYUEHMO8 C CUHOPOMOM
Kabyku npu nnaHuposaHuu ceMbu?

B cnyyae nonoMku B reHe KMT2D 3aboneBaHue
HacnenyeTcs No ayTOCOMHO-OOMUMHAHTHOMY Tuny. MyTauuu
BO3HMKAIOT Yy pebeHka Kak MNpaBuno BMNepBble M He
obHapyXxuBatoTca y pogutenen. OpHako, B nuTepaTtype
OMMUCaHbl pefkue crnydvyaum, Korga oauH M3 poauTenen 6bin
HOoCUTeneM MyTauuu C  MWUHMMaNbHbBIMU  KIIMHUYECKUMMU
nposBneHuaMu. HecMoOTps Ha  HU3KYIO BEPOATHOCTb
poXOeHUs BTOporo pebeHka ¢ MyTauuen B reHe KMT2D
poauTeNnaM pekoMeHAyeTCs MNpoBefeHWe reHeTUYeckoro
KOHCYNbTUPOBaAHUA C LEeNblo pelleHMs Bonpoca o
HeobXoAMMOCTH npeHaTanbHOM AMarHOCTUKM npu
nocnenyowmx 6epeMeHHOCTIX MW MpeuMnnaHTauMOHHOM
AMarHOCTMKM MPU NNaHUPOBaHUU BEpPEeMEHHOCTMU.
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NeH KDM6A HaxoguTCs Ha X-XpOMOCOMe, O4Hako B CUNy
HEKOTOPbIX TreHeTUYeCKMx OcobeHHOCTeW, NPMBOAUT K
pa3BUTUIO cuHOpOMa KabykuM Kak y Manb4MKOB, Tak WU Yy
heBoYek. Puck pOXOEeHNS BTOPOro pebeHka 7
pekoMeHaaunn no npeHaTasibHOM OMArHOCTMKM Takue >Xe,
Kak M Ong nauueHToB c aedektamMm reHa KMT2D.

m CHMHOAPOM LUMMKE

MNonHoe Ha3BaHWe 3aboneBaHWa — UMMYHHO-KOCTHas AMcChnasums
LLUnMke. K pa3BuTHIO 3TOro 3abonesaHusa NPUBOOMUT NOABNEHUE
OBYX MyTauuMnm B reHe SMARCALI, ka)gas M3 KOTOPbIX
HacnegyeTca OT  300POBOro  pPoOMTens, HOCUMTENs OOHOM
MyTaumu. TakoM TWM HacNeooBaHUS Ha3blBAa€TCA ayTOCOMHO-
peueccuMBHbIM. [Ing  nauMeHToB C  CUHAPOMOM  Llnmke
XapaKTEePHbI Crnefytolmne CUMNTOMbI:

1. OcobeHHOCMU ckenema

HU3KMM POCT, HEenponopLMOHaNbHO KOPOTKOE TynoBMLILE,
bouykoobpasHaa rpygHas Knetka, KopoTkas uwed. Yacto
3HaYMTENIbHOE OTCTaBaHMEe B POCTE OT CBEPCTHUKOB ABNSETCSH
nepBbiM CUMNTOMOM, BbI3blBAOLIMM TPEBOTY pPOAUTENEN.

2. NMNuaMeHmMHoble namHa (namHa yeema «Koge ¢ MO/TOKOM»)
MNpu pokaeHun y netem C cuHOPOMOM LLnMKe Ha Koxke
OBbIYHO €eCTb HEeCKONbKO HEKPYMHbIX MUIMEHTUPOBAHHbIX
nateH. o Mepe pocTa pebeHKa YMCNO TakKMX NATEH
yBeNn4YnBaeTcs.
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3. XpoHuyeckas 60s1e3Hb nhoyek.

MNepBbiIM CUMMNTOMOM CTaHOBMTCSH MosiBneHme 6enka B Mouye.
3aboneBaHne novyek MIOXO MNOAOAETCH JIeYEHUIO M BbICTPO
nporpeccmpyer. YxXe B MepBble HECKONbKO JeT >KM3HU
nauueHTbl  3aBUCAT OT reMoamanusa. B nocneacrteue
€OMHCTBEHHbIM CNOCOBOM fIeYeHUs CTaHOBMUTCS XMPYpPrmYeckoe
nevyeHue — TpaHCNNaHTauus NoYKu.

4, MlweMuyecKkue UHCYsMbMbsI.

Ans 4yactu geten Cc CMHAPOMOM LLKWMKe xapakTepHbl CUIbHbIE
rONOBHble BONM, TPaH3UTOPHbIE ULIEMUYECKME aTaku, U paxke
OCTpble HapyLIEHWS MO3rOBOro KPOBOCHAbXEHUS C pa3BUTUEM
TSXKENbIX HEBPOMOMMYECKMX NOCIenCcTBUM.

5. ApmepuansHas 2zunepmeH3us. (lMossiweHue dasaeHUs)

6. UMMyHoOdeduyum

Y BCex MauMeHTOB Pe3KO CHMXKEHbl WM  OTCYTCTBYIOT
CbIBOPOTOYHbIE  MMMYHOINOBYNMUHBI, 3HAYUTENbHO CHUXKEHO
Yncno nMMGOUMUTOB B OCHOBHOM 3a c4yeT T-IMMOUMTOB.
MauMeHTbl HaxoOaTCa B rpynne pucka MO PasBUTMIO penKux
MHOEKUMN, NOABEPXKEHbl Pa3BUTMIO  TAXKENbIX  MHPEKUUH,
BbI3BaHHbIX reprnec-BMpycamu.

7. Puck passumusi OHKO/102U4YeCKUX OC/I0)KHeHUU
B nepByto oyepenb NMMOOM.

8. Femamosoczu4yecKue OC/MO)KHEHUS.
Y MHOTINX naunMeHToB Ha6J'IIO,EI,aeTCF| aHeMu4, pexe
pPa3BnuBaeTCA HeﬁTpOHeHMH.



PucyHok 2. flesoyka 7,5 nem ¢ cuHOpomoM LLluMke.
PucyHok u3 “Steihm’s Immune Deficiencies, K.Sullivan, 2020"

JleyeHue

BceM nmaumeHTaM ¢ CMHOPOMOM LLInMKe BHE 3aBUCUMOCTU OT
Bblpa>X€HHOCTM 3aboneBaHMs MoYeK MM HEBPONOrMYECKOM
CUMMNTOMaTMKM  MPOBOAUTCA  3aMeCTMTe/NlbHas  Tepanus
npenapataMmM  UMMyHOrnobynuMHoB,  npodunakTmyeckas
NMPOTUBOMMKPOBHaN Tepanus. MNpwu HeobxoaMMoCTH
Ha3HavyaloTCa npenaparbl, CTUMYUPYIOLWME FTEMOMNOI3.

[eTtn ¢ cuHapoMoM LLinMKe Bcerga HabnogaloTCa KOMaHOoM
cneunanuMcTos, BKIYawolend Hedponoros, HEBPOOros,
KapaMonoros M UMMyHONOroB. B TepMuHanbHoM ctagum XBIM
npoBoaMUTCA  TpaHcnnaHTauua (nepecagka [OHOPCKOM
MoYKM).
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Ymo HY>KHO 3HaAMb podumesissM NAYUEeHMO8 C CUHOPOMOM
LLluMKe npu nAaGHUPOBAHUU ceMbu?

Mpu ycTaHOBNEHUM pebeHKy KIMHMYECKOro AMarHo3a CMHOPOMa
LLInMKe, HeobxogMMO npoBedeHMe T[EeHETUYEeCKOro Mucche-
[OBaHUS Ons onpeaeneHus MyTtaumn B reHe SMARCALT. Mocne
nofydeHusa  pesynbTaToB  pebeHka  poauTenaM  Takxke
obszaTenbHO cnegyeT NPOBECTU reHeTUYeckoe MCCnedoBaHue
ONS onpefeneHns HOCUTeNbCTBa HaMOeHHbIX MyTalui. DTo gaeT
BO3MOXHOCTb M/IaHMPOBAHUS BGEpPeMEeHHOCTM U  POoXKAEeHMs
300pOBbIX  geten. lMpu  HacTynneHun  HepeMeHHOCTH
obszaTenbHO nNpoBedeHue npeHaTanbHOM [OMarHOCTMKM BO
nsbe>kaHne poxxaeHMs BTOPOro pebeHka C CUHOPOMOM, Mpwu
nnaHMpoBaHWM 6GepeMeHHOCTM BO3MOXHO obcnemoBaHue
3MBPMOHOB Ha HanM4YMe NaTOreHHbIX MyTaumMi, OBHaPY>KEHHbIX Y
poauTenem.

CHMHAPOM MAK-KbIOCHK a

MonHoe HasBaHWe 3aboneBaHus — MeTadu3apHas XOHAPO-
avcnnasms, Tmn Mak-KbloCuK, CUHOHMM Ha3BaHMS — TMMOMNIa3sus
(HemopasBuTME) XpALWen 1 Bonoc. ITo 3aboneBaHMe CBA3aHO C
HanMYnMeM OByX MyTaumm B reHe RMRP, yHacnegoBaHHbIX OT
3[I0POBbIX pPoAMTENen, HOoCUTeNen reHoB C OAHOWM MyTalLMew.
TakoW TUN HacneqoBaHWA Ha3blIBaETCA ayTOCOMHO-PELECCUBHbIM.

1. OcobeHHOCMU cKeslema U 80/10C

C paHHero BO3pacTa, WM BHYTPUYTPOBHO Yy BCex aeTeM
Habnopgaetcs  OTCTaBaHMe POCTa, HenpPoOMnopLMOHaNbHO
KOPOTKME KOHEYHOCTH, YKOPOUEHMe KMCTeN, KunesmaHas Gopma
rpyaoHoOM KneTku. Bonocol Aeten TOHKME 1 4acTo CBET/ble, MHOTaa
BPOBU U PECHMULIbI UMEIOT Takme k& OCOBEHHOCTM.



41
-

2. MHdekyuu.

HeTtn 4yacto 6GoneloT pecnupaTopHbiMKU MUHOEKUMAMU, B TOM
yucne rHOMHbIMU OTMTaMW, MHEBMOHUSAMU. MOryT pasBMBaTbCH
TaXKenble rpubkosble MHdekuMM u cencuc. OnucaHbl Cnydau
KpanHe TAaXKenoro TedeHuns repnetmdeckmx MHbekumim, HanpumMep
BETPSAHOM OCTbl.

3. 3abonesaHus neakux.

Y NONoBMHbI MaUMEHTOB pPa3BMBAETCH XpoHuyeckas 6onesHb
nerkmx. YacTb nauMeHTOB MMeloT BpPOHXO3KTasbl, pexke
pa3BuBaeTca GpUbpPo3 nerkmx.

4. AymouMMYHHbIe OC/I0XKHEHUS.

[locTaTouHO peako 3aboneBaHME OCNOXHAETCS WMMMYHHbIMU
uMTOneHMaMm (CHMXKEHMEM 4ucna TPOMBOUMTOB, Pa3BUTMEM
reMonUTUYECKOM aHeMUH). MoryT HabnogaeTca
BOCManuTeNbHble 3a60neBaHUs KULLEYHMKE, 3ab60neBaHUs KOXM
(ncopmas), noparkeHuns cyctaBoB (apTpwuT).

5. QHOOKpUHOM02UYECKUE HOPYWEHUS.
Y neten onucaHbl 3a6oneBaHmsa LWMTOBUMOHOM U NapaLLUTOBMOHOM
»kenes (rmno-TMpeos 1 rmnep-TMpPeos, rmnonapaTmpeos).

6. Ko>kHoble 3a60s1eeaHus.

Y nauMeHTOB MOXeT pPa3BMBaATbCA aYTOMMMYHHbIM NpoLecc,
HanpuMmep, ncopuas. MlHorga Ha KoXXe NOoABMAKOTCS rPaHyfieMbl,
CBSiI3aHHble C O/IMTENbHbIM NPUCYTCTBMEM BUPYCOB (HanpuMmep
BMPYCa KpPaCHYXM) WM3-3a HaAPYLIEHHOro MWMMyHUTeTa. B
OTOENbHbIX CNyYaax rpaHyneMbl Ha KoXe ABNAOTCS CUMNTOMOM
OnyxoneBoro npouecca.
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JleyeHue

JleyeHne 3aBUCUT OT BbIPAXXEHHOCTU MMMYyHoaedULUMTa
naumeHTbl. YacTb aeten He nMeeT rpybbix AePeKToB U MoXKeT
adPekTMBHO npuBmuBaTbCca. OgHaKo, B BOMbLUMHCTBE ClyyaeBs
naumMeHTbl AOMKHbl  MoMy4YaTb 3aMeCTUTENbHYIO Tepanuio
UMMYHOrIOBYNMHaAMK U NPOPUNAKTUYECKYD  MPOTUBO-
MUKPOBHYIO Tepanuio. MNpu pasBUTUKM OCNOXKHEHMIM NaLMeHTaM
Ha3Ha4YyalTCH MHOMBMAYANbHbIE CXEMbl Creumann3mpoBaHHOM
Tepanuu. EQUHCTBEHHbIM CMOCOBOM fievyeHus, NMO3BOMSIOLINM
MOMHOCTbIO  YCTPaHMUTb UMMYHOOePULUUT, aBnaertcs
TPaHCNNaHTaUMsa reMOono3TMYECKMX CTBONOBbLIX K/eTOoK,
OpHako Takoe JfledYeHuMe He noMoraet  MCnpaBMUTb
OCOBEHHOCTU CTPOEHMA CKeNeTa U KOHEYHOCTEN.

HabnawdeHue nayueHmos

B cBA3KM C BbICOKMMKU PUCKaAMWU Pa3BUTUA OHKOMOTMYECKUX M
ayTOMMMYHHbIX OCNOXXHEHUMU, XPOHMYECKUX BPOHXO-NEeroYHbIX
3aboneBaHMM MNaUMEHTbl [OMKHbl PErynsapHoO MNPOXOAUTb
obcnepoBaHMe y  MMMyHonora. Cnepgyetr  um3beratb
Haxo)aeHus pebeHka Ha COMHuUe, BCerga MCrnosb3oBaTb
CofHUe3alMTHble CPpeacTBa.

Ymo HY>KHO 3HaMb podumesiIM NAUUEHMO8 C CUHOPOMOM
MakKbiocuk npu na1aHUposaHuUuU cemMbu?

Mpu yCTaHOBNEHUN PebeHKY KIMHUYECKOro AMarHo3a CUHAPOMA
Mak-Kblocuk, HEeObXoOMMO  MNPOBEdEeHUE  FeHEeTUYeCKOro
nccnefoBaHus ona onpegenexHus Mytaumi B reHe RMRP. Mocne
nonyyYeHuss pesynbTaToB pebeHka poauTensMm obssaTenbHO
cnegyetr  MNpoBeCcTM  reHeTU4yeckoe  MUcCrepoBaHue  Ong
onpeneneHns HOCUTENbCTBa HaWAEHHbIX MyTauuu.
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OTO [OaeT BO3MOXHOCTb MMaHUPOBaAHUS BepeMeHHOCTM MU
POXAEHUS 300pPOBbIX AeTel. [pu HacTynneHumn GepeMeHHOCTH
oba3aTenbHO NpoBefeHWe MnpeHaTanbHOM [MArHOCTUKM  BO
ns3be>kaHne PoXKOEHUs BTOPOro pebeHka C 3TUM CUHOPOMOM.
3Has reHeTuKy, POAMTENUM MOryT MAaHUMPOBaTb MpPoBeaeHUe
npeuMMnnaHTauMoOHHOM [OMarHoCTMKM B clydae Bbibopa
3KCTPOKOPMNOpPasbHbIX METOAOB OMNIOAOTBOPEHMS.

PucyHok 3.

2C - deeoyka 1200,

2H - Manby4uk 13 Mec ¢ CUHOpoMoM Mak-Kbiocuk.

®omo u3 nybaukayuu Licia Lugli, European Journal of Medical
Genetics, Volume 64, Issue 2, 2021.
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KpoMe onucaHHbiX 3a60neBaHuM, CyLLeCTByeT elle MHOXECTBO
Pa3/IMYHbIX CUHAPOManbHbIX MN[, KOTOPbIE BCTPEYAOTCS KpanHe
penko. OgHako, NPUHLMMbI AMArHOCTUKM, TEYEHUS U CEMEMHOro
KOHCYNbTMPOBAHMA [AN8 BCEX CMHOPOMAalbHbIX 3aboneBaHuit
ABNSIOTCH OOMHAKOBbIMM.

MMMYHOLEDPULINT Y NMAUMEHTOB C FTEHETUYECKNMU
CHMHAPOMAMMU, HE OTHOCHLLUMMUNCA K MNHA.

MposBneHns  MMMyHogedUuLuMTa  MOryT  COMPOBOXAATb
pa3fiMyHble, Kak 4acTble, HanpuMep, cuHapoM [layHa, Tak M
penkmMe XpOMOCOMHbIE NMONMOMKM.

KorgA matm K UMMYHOIJI0ry?

KoHeuHo, B nepByto odyepenb MHDEKLMM CNy>KaT MOBOOOM O/18
obpalieHns K UMMyHonory. Ho He MeHee Ba)Hbl ntobble
NPOSIBNEHUS  ayTOMMMYHHbIX  3aboneBaHmn  (M3MEHeHUs
nokasaTenen KNeTok KPOBW, BOCManuTeNnbHble 3abonesaHus
KMLIEYHMKA, MOpa’KeHWs CycTaBoB, AepMaTtuThl M Ap). MNpwu
BO3HUKHOBEHUU  OCNIOXKHEHUM  HeobxoauMMo  aeTanbHoe
MMMyHONoOrudeckoe  obcnegosaHue, no  pesynbTaTam
KOTOPOro NPMHUMaETCs peLlleHre O NPOBeAEHUN NeYeHUs.

KAK NOoCTABHUTb OAUATHO3 CHUHLAPOMAJIbHOIO Nnnag?

BceM nauMeHTaM, KOTOpble MMEIT OTIMYMTENbHbIE YepThl
nmua, oCobeHHOCTU Pa3sBUTMA CKeneTa, MOPOKU BHYTPEHHMUX
OpraHoB, 3a4ep>XKy WM OCODBEHHOCTM MNCUXO-MOTOPHOro
Pa3BUTUA, U B TO XKe BPeMs CTpagaloT OT 4acTbiX MHEKL UM
MKW OaXke OT ayTOMMMYHHbIX OCMOXHEHUM (CHMXKEeHMe uucna
TPOMBOUMTOB, HEeUTPOPMNOB, reMornobmHa, M3MeHeHMUM
CyCcTaBoOB, 3ab60MeBaHUMN KULLIEYHMKA, NATEH Ha KOXe M T.4.),
HeobxoaMMa KOHCYNbTalus MMMYHOSOTa.
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ToneKko 2eHemMuYyecKkoe uUccanedos8aHUE NO380s/15€em NOCMAsUMb
MOYHbIU QUA2HO3.

/151 YErO HY>KEH TOYHbIN ANATHO3?

TOYHbIM OMarHo3 HeobxoouMM [pns Bblbopa NOAXOAALLEro
cnocoba nevyeHus, onpefenieHns  MPOrHO3OB  Pa3BMTUS
3abonesaHMs U NPOBEeAEHNS CEMEMHOIro KOHCYTbTUPOBaHUS.

OrPAHHUYEHWME JIEYEHWA

C noMolLLbio BCEro apceHana Tepanuu, KOTOPbIX NpeanaraeTcs
nauveHtaM, MOXHO  CKOPPEKTUPOBaTb  WAM  MOMHOCTbIO
YCTPaHUTb NPOSBNEHMA  MMMYyHogedbuuMTa, OOHAKO BECH
KOMMNeKc npobnem, 0byCnoBNeHHbIX coyeTaHHOM
CUHOPOMANbHOW MNaTONOTMEN, PELUMTb Ha [AaHHbIA  MOMEHT
BO3MOXHOCTEM HeT. o 3TOW Xe nNpuYMHe TpaHCnIaHTauus
reMonoaTUYEeCKMX CTBOJMIOBbLIX KMNEeTOK MauMeHTaM C Bblle
nepeymncneHHbiIMM cuHgpomanbHbiMmn ML npoBogUTCa TONbKO
no onpeaene€HHbIM NoKa3aHMaM.
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