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nPO MMMYHMUTET

MMMyHHasa cucTeMa Hy>kHa 4yenoseky ans 6opbbbl C pPasnMyYHbIMK
MHPEKUMAMM U KOHTPONSA 33 PaboToM COBCTBEHHbLIX OPraHoB W
TKaHeM. Y 300pOBbIX JOAeM MMMYHHbIM OTBET Ha BHELUHWe
«BTOPYKEHUSA» BK/IIOYAET ABE YaCTM.

MNepBOM nMHMEN OBOPOHbI SBNSETCS BPOXKOEHHAs CUCTEMa
UMMYHUTETa, CoCToALaa M3 0cobbix KneTok (HeuTpodunos,
Makpodaros), CUHTE3UPYEMbIX UMW BELLECTB - LUUMTOKUHOB, a TakxKe
KOMMOHEHTOB CUCTEMbl KOMIMJIEMEHTa, KOTOpble B COBOKYMHOCTU
obecneuynBaloT HecneundUIecKkyto, TO eCTb He afanTUPOBaAHHYIO K
KOHKPETHOMY MUKPOBY peakumio. BaXkHOM 4acTblo BPOXAEHHOro
MMMYHHOIO OTBETa $BMSETCH BOCMNafeHMe - obuwas peakums
OpraHu3aMa, COMPOBOXKAAIOLIAACS MOBbILIEHMEM TeMnepaTypsbl,
paboToM BCEX CUCTEM B PEXMME «OMaCHOCTb», W NPOAYyKLUMEN
crneumanbHbiX NPOTMBOMUKPODBHbLIX BelwlecTs. Korga WHdpekuus
nobexxgeHa, BOCMafeHMe 3aKaH4YMBaeTCs M YenoBeK YyBCTByeT
ceb9 «BbI30OPOBEBLINMY.

MHoraa 4OCTaTOMHO TOMbKO BPOXAEHHOW YaCTU MMMYHHOIO OTBETa,
4TOBbI CNpPaBUTbCH C MHPeKUnen. Ho 0BblMHO BPOXKAEHHasa cucTeMa
«OEePXUT OBOPOHY» OO Tex Mnop, MokKa aKTUBM3UPYyeTCH, Tak
Ha3biBaeMasa afanTUBHAsA UM NPUOBPETEeHHaa YaCcTb UMMYHUTETA.

ApanTUBHas peakuusi SBNSeTCS BTOPOMU NMHMEM OBOPOHbI, U e
aKTMBM3aLMA MOXKET 3aHMMaTb HECKONbKO AHeW. Ha 3ToM aTane
MMMYHHbIM OTBET CTAHOBMUTCS CrneumMdPUUHbIM A1 KOHKPETHOro
MUKPObBa. A B pesynbTaTe TaKkoro KOHTakTa MMMYHHOW CUCTEMbI U
Yy>KEPOAHOro areHTa CoxpaHsaeTcs AnuTeNbHas UMMYHONOrMYecKas
naMsaTb, YTO MO3BONSET OTBEYaTb Ha MOBTOPHbIE «BTOPXKEHMS»
6onee apdeKkTUBHO.



NMPO AYTOBOCIAJIEHHE

AyToBOCNaneH1e MNPeacTaBnseT COOOM HapyLUEHHbIM BPOXOEHHbIM
MMMYHHbIM  OTBET, KOTOPbIA MPUBOOMT K XaoTMdeckon u/mnu
CMOHTAHHOM aKTMBALWM BOCMANeHMs, C M3BbITOYHOM NPOAYKLUMEN Mpo-
BOCMA/IUTENbHbIX LIUTOKMHOB.

AyToBocnanuTenbHble 3abonesaHus (AB3) — bonbluasa rpynna 3abone-
BaHWM, BbI3BaHHbIX  [AedEeKTOM BPOXOEHHOro 3BeHa WMMYHMTET],
KOTOPbIM MPMBOAUT K NOBTOPHOMY/NOCTOSIHHOMY BOCTMaNEHUIO, 33 CHET
HapyLLeHMs paboTbl Pa3HbIX MEXaHM3MOB BPOXKAEHHOMO MMMYHMTETA.

AB3 pa3sgeneHbl Ha ABe 60sbluMe rpynnbl: MOHOrEHHblE, B OCHOBE
KOTOPbIX NEXUT MONEKYNAPHO-TEHETUYECKMM OedeKT, M  MyNbTU-
dakTopUanbHble GOPMbl, B OCHOBE KOTOPbIX JIEXMUT COYETaHMs psaaa
BHELLHMX M BHYTPEHHWX ¢dakTopoB. B HacTosllee BpeMs Bbioenaiot
CEMb  OCHOBHbIX MEXaHW3MOB  Pa3BUTMA  MOHOIEHHbIX  ayTo-
BOCManuTenbHbix  3aboneeaHuii, M AB3  knaccuduumpyrotcs B
COOTBETCTBME C ITUMU MexaHu3MaMu. DTO MHdIaMMacoMonaTuu,
MHTEepdEpPOo-HOMaTUK, aKTUHOMATUM, PENoNaThM, COCTOAHUS CBSA3aHHbIE
c peduuptoM depMeHTa ADA2, CTPECCOM 3HAOMIa3MaTUYEeCKoro
PETUKYYYMa 1 MyTaLMSMU B SHOOMEHHbIX aHTaroHUCTax (pedb 06 3ToM
nouaeT HUXKe).

MPUYMHOM MOHOrEHHbIX pOoPM AB3 ABNAIOTCS reHETUYECKME MONOMKM —
nedekTbl, UM MyTaLmu, KOTOPble MPOMU3OLLNIN B FeHaX, KOAMPYHOLLMX
nHdpopMauMio O paboTe pasHbiX MOMEKYST MMMYHHOM CMCTEMb,
MyTauum npu AB3, Kak MpaBuno, MOBPEXOAloT OOMH M3 [eHOB,
KOHTPOJSIMPYIOLMX CIIOXKHBIM MexaHM3M BocrnaneHus. B pesynbrarte
TaKoro MOBPEXAEHUS CUHTE3UPYETCS HEeMNpaBWibHbIM Benok  mu
C/MLLUKOM Marioe ero KONMMYeCTBO, M HopMasibHas ¢yHKuMs 6enka
Hapylwaetcs. [pu obcnenoBaHMM MauMeHTa B HEKOTOPbIX Cry4asx
MyTaLMIO MOXHO OMpenennTb BbICTPO, B APYrMX — MOWUCK 3aHMMaeT
NPOAOKUTENBHOE BpEMS.

Ha cerogHswHUM aeHb HayKe M3BecTHO Bonee 50 reHoB, YbK MOMOMKM
OTBEYaIOT 33 Pa3BUTUE ayTOBOCMANMTENbHbIX 3aboneBaHuK. BoigsneHue
reHeTMyeckoro gedekrta MO3BOMASET CreumanmcTaM MoATBEPAUTb
NpPaBUMbHbIM OMarHo3, MOHATb, KaK Pa3BMBAKOTCA 3TM 3aboneBaHus M
nogobpaTtb HeobxogMMoe neveHue.



MEXAHM3Mbl HACJIEQOBAHMUA
MYTALMM, NPEHATANIbHASI AMATHOCTUKA
U CEMEMHOE KOHCY/IbTUPOBAHME

3.1 NoyeMy Heob6Xx0QUMO YCTaHOBUTb FEHETMYECKYIO
NPUYUHY ayToBOCNanuTenbHOro sabonesaHuna?

FeHeTMyeckoe obcnegoBaHMe MOXET NOATBEPAMTb  AMarHos3
ayToOBOCMNaNnuMTeNbHOro  3aboneBaHus, 4YTO MNO3BOMWUT  BpayaM
BbibpaTb aJeKkBaTHoOe fledyeHMe M MpeaBuaeTb BO3MOXKHble
OCNOXXHEHMA U TPYyOHOCTM B bByayuwieM. O9T0 0oCOBeHHO BaXkHO,
KOorga y nauMeHTa HeT TUMMYHbIX MNPU3HAKOB M CUMITOMOB
3aboneBaHms. Mockonbky MHorume AB3 nOXoxXxu Apyr Ha apyra,
reHeTUYeckoe obcnefoBaHMe MOXET BbIABUTb UCTUHHYIO MPUYKHY
BonesHu naumeHTa.

3HaHWe reHeTnyeckoro gedekta Takxke No3BONUT ONpenenuTb, Kak
Hacnegyetcs  3aboneBaHMe UM KOMY M3 POOCTBEHHWKOB
3aboneBlIero HeobxogMMO MNPOBECTM TeHEeTMYECKMM aHanu3 [o
Pa3BUTUA NPOSABNEHUN BONE3HM UM CEPbE3HBIX OCITOXKHEHMMN.

Ewe OOHOM BaXKHOM MPUYMHOM [18 MOMCKA MyTaluuM B reHax,
OTBEYaloLWMX 3a pa3BUTME MOHOreHHbix ¢opM AB3, daBnsercs
BO3MOXXHOCTb MPOBEAEHMS NPeHaTanbHOM U NPenMnnaHTaLUOHHOM
OMarHOCTUKU. DTU UCCefoBaHUS NO3BOMAIOT ONpene/imTb Hanuume
ayTOBOCHMaNMTENbHOrO 3a60MeBaHna y Mnnoga elle A0 POXKOEHUS
pebeHka, 4TObbl fleyeHMe MOXKHO OblINo HayaTb cpasy nocne
POXXOEHMS, UMW AaTb LWAHC POAMTENAM POAUTL 300POBOrO Masbllla.
Ob6cneposBaHue nnoga U/mMnu 3MOPUOHA BO3MOXKHO TOJIbKO MPMU
M3BECTHOM B CEMbe reHeTM4YeckoM aedexre.

MHorpa reHeTuyeckoe obcnegoBaHME COCTOUT M3 LLeNIoW cepuu
aHanu30B M MNPOBOJMTCS Pa3/IMYHbIMKM MEeToAaMM B HECKONbKMX
nabopatopuax. Mx BbIGOp M nocnefoBaTeNbHOCTb 3aBMCAT OT
KOHKPETHOro Ccny4yas: OCODBEeHHOCTEM MNPOSBNEHUM 6onesHu u
pe3ynbTaTOB [OreHeTMYeckoro obcnepgoBaHus. [ns  aHanusa
OBblYHO [OCTAaTOYHO HEBONLLIOrO KOMMYEeCTBa KPOBM; MHOrga
MOXeT NoTpeboBaTbC COCKOO C BHYTPEHHEW MOBEPXHOCTU LLEKM
WK HOTTW NaumeHTa M/ unm ero poaCcTBEHHUKOB.



3.2 YTOo TaKkoe HacnepoBaHMe ayTOBOCMNANMTENbHbIX
3aboneBaHMi?

MHore 3aboneBaHus MMEIOT reHEeTUYEeCKoe MPOMCXOXKIAeHUEe W
nepegaloTca M3  MOKOMEeHMs B MokoneHue. bBonbluag  4acTb
ayTOBOCMaNMUTENbHbIX 3a60NEeBaHUM — BPOXXAEHHbIE: NOJTyYEHHbIE MO
HaCNeacTBy OT POAMTENEN MM BO3HUKLLME Ha CaMbIX PaHHUX CTaamax
BHYTPUYTPOBHOIO pa3BuTHs pebeHka. Kak npoasutca 6onesHb M Kak
OHa OygeT nepedaBaThCs B CEMbe, 3aBUCMT OT  KOHKPETHOMO
3aboneeaHuna (MM Mx rpynnbl). YacTo ceMelnHas UCTopus 3aboneBaHms
B KOMMEKCe C pPasinyHbiMM 1abopaTOPHbIMK - UCCedoBaHWUAMM
NO3BONAOT YCTAaHOBMTb POSb ONPEOENEHHbIX FTeHOB MM XPOMOCOM B
Pa3BUTMM  ayTOBOCMANMTENbHOrO 3aboneBaHMs Yy  KOHKPETHOro
naupeHTa.

MHPopMaLUmMa O pPasfiMuHbIX  YHUKaNbHbIX MNPM3HaAKaxX —4YenoBeka
3aKOOMPOBaHa B reHax, KOTopble YnakoBaHbl B OJIMHHbIE, MOXOXKME Ha
HUTK, CTPYKTYpPbl, Ha3blBaeMble XpoMocoMamu. Kadkpgas Knetka
yenoBeka coaep kuT 23 napbl, UK 46 XPOMOCOM — Bcero 23 Habopa
reHoB. B Ka)kgou mape ogHa M3 XPOMOCOM yHac/nefoBaHa OT MaTepM,
apyrag - ot otua. lNonyyaetcd, 4to Ana GOPMUMPOBaHUS OOHOrO
NpM3HaKa YenoBeK Nony4YaeT OOUH FreH OT MaTePU, OOMH - OT OTLA.

Bo BpeMs Npou3BOACTBa AMLEKIETKM MM CrepMbl 46 poOUTENbCKUX
XPOMOCOM (23 mapbl) pensTcs nornonaM M B MOMOBUHHOM COCTaBe
nonagatoT B COOTBETCTBYIOLLYIO MOMOBYIO KNETKY. Bo BpeMms
OM/MOAOTBOPEHMS 23 XPOMOCOMbI, CoAepykallmecs B suLeKkneTke,
obbeaMHAOTCA C 23 XPOMOCOMaMM criepMaTosomnaa, Ytobbl obliee
YMCNIO COCTaBNANO 46. TakuM 0Bpa3oM, pebEHOK NonyYaeT NosioBUHY
reHeT1Yeckon uHbopMaLmm OT MaTePM, a MOMOBKHY - OT OTLIA.

Bce XpOMOCOMbI, KpOMe MOMOoBbIX, Ha3blBAOTCS ayTOCOMaMM W
nNpoHyMepoBaHbl OT 1 OO0 22 B 3aBUCMMOCTM OT pasMepa. OpfHa
JOMONHMUTENbHAsI Napa XPOMOCOM - MofoBas - onpegenser non
MHOMBUOYYMa. [lonoBble XPOMOCOMbl 6GblBalOT AByX TMMOB: X U Y-
XPOMOCOMBI. YKEHLUMHbI UMEIOT ABe X-XPOMOCOMbI, a8 MY>XYMHbI — MO
ogHoM X- u Y-xpoMocoMe. TaknuM obpasoM, B AMLEKNETKM XKEHLLMH
nonagatoT TOMbKO X-XPOMOCOMbI, a B CrnepMato3omgax MoryT
BCTpeYaTbhCs Kak X-, Tak 1 Y- XpoMocoMmbl. Ecnmn cnepmaTtosonn, onno-



LOTBOPSAIOLWMMA  aMUEKNeTKY, HeceT X-XpOMOCOMYy, TO pPOAMUTCA
pebeHoK >eHckoro nona. Ecnu cnepMatosoms HeceT Y-XPOMOCOMY,
TO Non ByaeT My>KCKOM.

MoBpeXxaeHne reHa, MM  MyTaums, MPUBOASLWLAS K  Pa3sBUTMIO
3a60neBaHUs, MOXKET HaXOOMUTLCA KaK Ha ayTOCOMeE, TaK M Ha NONOBOM
X-xpoMocoMe. MHorga ana nposieneHus 6onesHn 4ocTaToMHO OfHOM
MyTaLuW, MHOrOa HEeObXOAMMO [Be — MO OJHOM Ha KaXgon u3
XPOMOCOM Mapbl. B 3aBUCUMMOCTH OT 3Toro AB3 MoryT nepenaeatbcsl
MO HacneacTBy OOHMM M3  Tpex CrocoboB:  X-CLEenneHHbIM
PeLLeCCUBHBIM, ayTOCOMHO-PEeL,ECCHBHbIM Unm ayTOCOMHO-
JOMUHAHTHbIM.

lMoBpeXkaeHue reHa, unu MyTaums, npuBoasllas K MNepBUYHOMY
UMMyHOOEDUUMTY, MOXET HaxOOMTbCSA KakK Ha ayTocoMe, Tak M Ha
nonoBoM X-xpoMocoMe. MHorma pgna  nposeneHus  H6onesHu
JOCTaTOYHO OJHOM MyTalMK, MHOTAA HEOBXOAMMO ABE — MO OOHOM Ha
KaXkgoM M3 XPOMOCOM napbl. B 3aBucuMoctn ot atoro MU MoryT
nepegaeaTbCs MO HACNeACTBY OOHMM M3 Tpex cnocobos: X-
CLEMNNEHHBIM PELECCUBHDBIM, ayTOCOMHO-PELLECCHBHbIM Wnm
ayTOCOMHO-OOMMHAHTHbIM.

3.3 YTo Takoe ayTOCOMHO-peLecCMBHOe HacnepgoBaHne?

[N BO3HUKHOBEHMS HEKOTOPbLIX ayTOBOCMAaNUTENbHbIX 3aboneBaHuUm
HeobxoauMbl OBa MOBPEXOEHHbIX reHa Ha obenx xpomocomax (no
OOHOMY OT KaXkgoro pogamTens). Takue 3abonesaHus HacneoyoTcs no
ayTOCOMHO-peLecCHBHOMY Tuny. EcnmM  4enoBek noayuun no
HacNeacTBy TOMbKO OOMH  MYTaHTHbIM FeH, TO  KIMHUYECKMX
nposieneHmi 6onesHun He byaer.

Mpu aTOM PopMe HacnemosaHus noaM OboMx MOMOB CTPagaloT C
ogMHakoBoM vactoTon. Ob6a poauTens nauveHTa  ABnsOTCA
HOCUTENAMU NOBPEXAEHHOMO reHa, XOTd CaMU 300POBbI.

B TakoM ceMbe MoNoBMHA AeTeM Pa3HbIX NMOTIOB MOXET POAMTLCA, Kak
U poomuTenu, KNMHUYECKM 300POBbIMU HOCUTENSMM, HO CMOCOBHbLIMU
nepegaeaTb MyTaHTHbIM FeH MO Hacneactsy. 25% neTten 6yoyT
abConNOTHO 3[0POBbI U HE ABNATbCSA HOocuTenamu. Ho B 25% cnydyaes
ABe MyTaumm poguTenei MoryT COBMacTb, Toraa PebEeHOK poamTcs
BOSbHbIM.



My 3TOM OYeHb BaXKHO MOHATb, YTO B NPOLEHTaX BblpPaXkaeTcsa TOMbKO
BEPOATHOCTb. B peanbHoM XM3HM, NpU HEGOMBLLOM KOMYecTBe aeTen
B CEeMbsX, CMy4YaeTca Tak, YTo MyTauma nepedaeTcs pPebEHKy npu
Ka>kgoM rnocnegylollen 6epeMeHHOCTM, a MCxodbl npedbiayLuen
OEepPEeMEHHOCTM HMKaK He BAMAIOT Ha nocnedyoume. [losToMy
€[MHCTBEHHbIM CNIOCOBOM MPeaoTBPaTUTL HOBYIO BCTPEYY C MyTaLMel
aBNSeTCS MpoBepKa nnoga WAM 3MOpMOHa MNPU  KaXkKaoM HOBOMU
BepeMeHHOCTU UNK e€ NaHNPOBaHMU (pedb 06 3TOM NOMAET HUXKE).

CaMble pPacnpOCTPaHEHHbIE ayTOBOCMaNUTENbHbIE 3aboneBaHus C
ayTOCOMHO-PELECCMBHBIM TUMOM HacNeaoBaHWUa — CUHAPOM aedbuupmTa
MeBanoHatkuHasbl (MKD/HIDS), ceMelHasi cpenu3eMHOMopcKas
nuxopapka (FMF), cuHgpoM pgedumumta ADA2 (DADA2).

AyTOCOMHO-peLeccmMBHOe HacnegoBaHme

3.4 YTO O3HaA4YaeT ayTOCOMHO-AOMMHAHTHOE HacnepoBaHue?

Mpu HekoTopbix ¢dopMax ayToOBOCMaNMUTENbHbIX 3aboneBaHMM
NMOBPEXOEH TOMbKO OOMH TFEH, PaCMOMIOXEHHbIM Ha ayTocoMme,
OflHaKO 3TO MPUBOAMT K MPOSBIEHUIO BOoNMe3HU. B Takmx cny4dasx
HOPMasibHbIM FeH B MPUCYTCTBUM MYTUMPOBABLLIErO reHa He MOXKeT
KOMMeHcupoBaTb oObpasoBaBlMKCA  OedekT. ITo  aBleHue
Ha3biBaeTCH OOMUHUPYOUWUM HE2AMUBHbIM 8/IUSIHUEM.



MNpuMepbl ayToBOCMNanMTeNbHbIX 3aboneBaHUMM C ayTOCOMHO-
JOMWHAHTHbIM HacnegoBaHWEM — KPMOMUPUH-aCCOLMUPOBAHHbIN
nepuoguyeckun  cuHgpom (CAPS), TNFr-accouumpoBaHHbIn
nepuogunyeckun cuHapom (TRAPS), STING - accoummpoBaHHas
BackynonaTtusa (SAVI).

NP1 ayTOCOMHO-AOMUHAHTHOM TUME HacNenoBaHUSA BEPOATHOCTb
POXAeHUS  300POBOTO pebéHka cocTaBnsger 50%: nNonoBuMHa
JeTel pasHbiXx MONOB MOXeT ObiTb 300pOBa, HO MPU 3TOM
MOSIOBMHA MOXET MONYYMTb MYTAHTHYIO KOMUIO reHa. OgHaKko, 1 B
3TOM Clly4ae He CyLeCTBYeT HUKAKMX rapaHTUM, YTO MYTaHTHbIM
reH He [ocTaHeTcs pebEHKy Mnpu KaXaou nocneaytolen
BbepeMeHHOCTH. MpeackasaTh 3TO pacnpeaeneHne HeBO3MOXKHO,
BO3MOXHO /Mlb MPOBEPUTb MNOM Ha HanuuMe MyTauuu npwu
HacTynueLLen 6epeMeHHOCTH (MM SMBPUOHBI NPW NNaHUPOBaHWUK
2KO).

B cnyyae ayToBOCnanuMTenbHoro 3aboneBaHuMs C ayTOCOMHO-
OOMMHAHTHbIM HacnefoBaHMEM O4YeHb BaXHO obcnemosaTtb
POACTBEHHWKOB NaLMeHTa, B TOM YUC/Ie U B3POC/bIX, Ha NpeaMeT
HOCUTENbCTBA MYTaHTHbIX [EHOB, TakK Kak nNpuW 3TOM Tune
HacneooBaHMs 6One3Hb Yy pPasHbiX YNEHOB CeMbM MOXeT
NPOSBAATLCA YAaCTUYHO M JaNeko He cpa3sy. MHoraa KaMHuYeckue
NPU3HaKkK ayToBOCMaNMTENbHbIX 3a60neBaHMi BbISBNAIOTCS NMLLUb
BO B3pOC/IOM BO3pacTe.

AyTOCOMHO',D,OMM HaHTHOe HaciegoBaHUe



10
.

3.5 YTo 03HauYaeT AUreHHbIM BapuaHT HacneaoBaHMsa?

3TO BapMaHT HacNeqoBaHUA NMOXOXK Ha ayTOCOMHO-peLeccHBHbIM (AP)
TUN HacNenoBaHMs, O KOTOPOM MMCanM Bbille, TONbKO AedeKTbl MOryT
BblTb Ha Pa3HbIX reHax U3 ogHoro cemencTsa. OaUH MYTaHTHbIA FeH,
Kak 1 npu AP TMne HacnenoBaHus, KIMHUYECKUX NPOSBNEHUA BonesHn
faBaTb He bygerT.

Hanbonee apkui npuMep [OMreHHoro HacnejoBaHus AB3 310
npoTeacoM-accouumnpoBaHHble cnHapoMbl (CANDLE, JMP).

3.5 Kak ponro aytoBocnanurtenbHoe 3aboneBsaHue MoXkeT
nepepasaTbcs NOTOMKaM?

Mpu BCex BapuaHTax HACNeooBaHWS MOBPEXAEHHbIE reHbl MOryT
nepefaBaTbCs M3 MOKOMEHUs B MokoneHue. Ecnn roBoputb o
BEPOSATHOCTM  HACNedoBaHMsi, TO OObIMHO oOnpefenieHHbIM  reH
nepefaeTcs TOMbKO HEKOTOPbIM [OETAM, HO He BceM. Ecnu reH
3aboneBaHus nepenaetca OT poauTens K pebeHKy, TO OH MOXXeT
BMOCNEACTBMM MepefaBaTbCsi OT 3TOro pebeHka K HEeKOTOPbIM ero
[EeTaM, M Tak ganee. B KaXkgoM NoKoneHWu CyLLLeCTByeT onpeaeneHHas
BEPOSATHOCTb AafibHEMLLEeN nepenaydn NnoBpeXXaeHHOro reHa. MMeHHo
NO3TOMy reH 3aboneeaHus, Kak M JOBOU APYroM reH, MoxXeT
OCTaBaTbhCs B reHOPOHIE CEMbM Ha MPOTHKEHUM MHOTUX NMOKONEHMM.

3.6 NMnaHupoBaHue ceMbM

Mocrne poxaeHus pebeHka C BPOXKAEHHBbIM AedeKTOM UMMYHHOM
CMUCTEMbI MHOTME CeMbM HEeM3BEeXKHO CTafkMBaloTCa C  Heob-
XOOMMOCTbIO MPUHATMS CIIOXKHOMO PeLLEHUs OTHOCUTENbHO BymyLien
bepeMeHHOCTU. CrefyeT MOAYEepPKHYTb, YTO 3TWM pPeLleHMs HOCST
NMYHBIM  XapakTep. OpHako BaXkHO obnamath kak MOyKHO 6Gonee
McuepnbiBalolled MHPOPMaLMEN O BO3MOXHOCTAX COBPEMEHHOM
MeOMLUMHbBI U BEPOSTHBIX PUCKAX B KaXKAOM KOHKPETHOM Crlyyae.

Y Ka)kgon CeMbM, B KOTOPOM BCTPeYancs BPOXKAEHHbIM OedekT
MMMYHHOW CUCTEMBI, €CTb LLIAHC POAMTL 300POBOro pebeHKa.

OpHMM U3 crnocoboB onpenenutb, byaet nu 6boneH MnageHel,
ABNSETCA npeHaTanbHas, WM OopoaoBas, AMarHocTmka. OHa NpoBo-
OMTCA MPU Y>K€ HaCTynuBlUEN BepeMeHHOCTM.
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YTOBbl MONYy4YMTb FrEeHEeTUYECKMM MaTepuan nnoga, Noaxopslimi ans
NPOBEPKM MyTalmu, NPOBOAMTCA 3ab6OpP BOPCUMH XOPMOHA WK
aMHuoLeHTe3. 3abop BOPCHMH XOpPMOHA ObbIYHO Ha3HavaeTca Ha 10-12
Hegene OepeMeHHOCTM W npeacTasnseTr cobon  u3BnevyeHue
KpolleyHoro obpasua pa3BMBalOWENcs MnaueHTbl M3 MaTKM.
AMHUOLEeHTE3 NpoBoamMTCca B Bonee nosgHMe CPoku - Ha 16-17 Hepene
6epeMeHHOCTH, Korga MosABAseTCs  BO3MOXHOCTb  MOyYeHms
HEBONbLLIOro KOMMYECTBa OKOSMOMMOAHOM >XMOKOCTM, COoAepyKallen
Knetku nnoga. Obe npouenypbl UMEOT HEBOSbLLION PUCK BbIKMABILLA,
O[HaKO, €ClM OHM MNPOBOASATCA  OMbITHbIMM  CrieLMannucTaMm
nepuHaTarnbHbIX LLEHTPOB, TeyeHue BepeMeHHOCTM B BONbLUMHCTBE
CNnyYaeB He HapyllaeTcs. B Tex cuTyaumsx, korga nosyyYntb BOPCHHbI
XOPUOHA WM KIETKM aMHMOTMYECKOM D>KUOKOCTM He y[aeTcs,
reHeTUYeCKMM MaTepuan BbigensioT U3 KPOBKU nnoaa. Jta npoueaypa
MOXeT OblTb BbiMoNHeHa nocne 18 Hepenb 6epeMeHHOCTU W
NPOU3BOAUTCS MyTEM BBEAEHWMA UMbl B MYMNOBMHY MAOA3 MM BEHY
neyeHu 01a B3ATUS HEBOSbLLOIO KOMMYECTBA KPOBU [/15 aHaNM3a.

Mocne nonyyYeHuss reHeTM4eckoro MaTepuana nnofda BbiNOMHAETCS
MOJEKYNSAPHO-TEHETMYECKOE MCCNegoBaHMe — MOMCK  MyTauumu,
CcTaBLIEM MNPUYMHOM BonesHM B [JaHHOU cembe. pu nposeneHum
npeHaTaslbHOM [OMarHOCTUKM KpPanMHe Ba)KHO MOMy4YMTb TOYHbIM
pe3ynbTaT B MaKCMMaNbHO KOPOTKMM CPOK, MO3TOMY OBbIYHO
uUccnegoBaHMe nNPOBOAMTCA B TOM nabopaTtopuu, roe 6Hbina
obHapyykeHa «ceMenHasa» MyTaums. ECnm 310 No KakMM-TO MPUYMHaM
HEBO3MOXXHO W MPUXOAMTCSH OBpalLaThbCa K OPYrMM CrieumanuctaM,
HeobxoamMMo 3apaHee (B uaeane - OO HACTyNNeHUs GepeMeHHOCTH)
NoATBEPOUTb HanMuMe paHee ObHapPY>XeHHOM MyTauuu B TOWU
nabopartopuu, roe byaeT NpoxoamTb obcregosaHme nnoaa.

PelleHne o npepbiBaHUM HepeMeHHOCTU MO MEeOMUMHCKMM MoKasa-
HMSIM B Crlydae ObHapy>kKeHusi MyTaumu y mnoja Bcerga ocraeTtcs 3a
ceMbeM.

CyulecTByeT elle ofmMH crnocob NpoBEpPKM MOTOMCTBA Ha Hanuuue
«CEMENHOU» MyTaLMK - NPEUMMNaHTALMOHHAA AMAarHOCTMKa SMBPUOHa
MPU 3KCTPaKOPNopanbHOM OMIOAOTBOPEHMU, UK 3a4aTMM BHE MaTKM.
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3TOT NpoLecc No3BOMSET NEPEHOCHTb B MaTKY XKEHLLMHbI SMOPUOHDI,
He 3aTPOHYTble reHeTUYeCKMM 3aboneBaHMeM, 078 MocnedyoLero
BblHALLMBaHUA pebeHka, Kak npu obbldHOM BepeMeHHOCTU. OnbIT
NPOBEeAeHMs MPEMMMIIAHTALMOHHOM AMArHOCTUKM B CEMbSIX C ayTo-
BOCMaNMTENbHbIMKU 3a60N1€BaHUAMM €CTb M B Poccum.

Jllobble BOMNPOCHI, KacalolMecs MNaHMPOBAHUS  CeMbM, HOCAT
UCKITIOYMTENBbHO NIMYHBIM XapakTep. OQHaAKO NPU NPUHATUM pPeLleHU
OYeHb Ba)HO 3HaTb O AMArHOCTMYECKMX MeTogax UM BO3MOYXKHOCTSIX
NpoBeaeHMs NpeHaTanbHOU 1 NPEeUMMNIaHTaLMOHHOM AMarHOCTUKM OIS
ceMeW, CTONKHYBLUMXCS C BPOXKAEHHbIMM 3a60M1EBaHMAMU MMMYHHOM
cucTeMbl. 3Ty MHGOPMALMIO MOXKHO MOMY4YMTb OT BalLero neamaTtpa, a
TaKke y MMMYHOMora, reHeTMka MnuM akyllepa-ruHekonora. Kpome
TOrO, CYLLLECTBYET BO3MOXXHOCTb OYHOM KOHCY/bTaLuM Y UMMYHOOrOB
HMUL, OFrOMN um. Omutpusa Poray€sa - 08 3TOro HEObXoamMMo
npenBapuTENibHO 3anucaTbCsl Ha aMOynaTOPHbIM MPMEM B KOHCY/Ib-
TaTMBHOM LIEHTPE MAM OTMNPaBMTb COODLLEeHWe [/  OTAeNeHUs
MMMyHonoruu no agpecy info.archive@fnkc.ru

OCHOBHbIE KTMHUYECKHE
NMPOSABJIEHUA AYTOBOCTAJIEHUA

Ecnm MyTaumm reHoOB UMMYHHOM CUCTEMbI MPMBOAST K JIEMKMM MOBPEX-
OEeHMAM UMMyHMTETa, Torga 3aboneBaHMe MOXKET HavaTbCs B Bonee
no3gHeM, AaXke B3POC/OM Bo3pacTe. A BbiBatoT gedekTbl, KOTopble
BbI3bIBAOT TAXKENYO BOMe3Hb yXKe B NnepBble MecsLbl UK Aaxke OHM,
4acbl >KM3HU, YTO KpalHe OnacHoO [/18 ManeHbKOro Yenoseka.

MpoaBnatOTCS MOHOMEHHbIE CI)OprI ayTOBOCMaIMTENIbHbIX 3abonesa-
HMM NoO-pPa3HOMY, B 3aBMCUMOCTHU OT MeXaHM3Ma pPa3BUTUA 3abone-
BaHUA.
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4.1 OCHOBHble MeXaHM3Mbl MOHOIreHHbIX ¢opM
ayToBOCNnanuTenbHbIX 3abonesaHnM

HHPaamacomonamuu. Mpu HapyLLEHMU PYHKLMOHUPOBAHMUS BHYTPMU-
KNETOYHOro MyNbTUBENKOBOrO KOMMekca — MHGNaMMacoMbl, B pe-
3ynbTaTe  MosnekynsapHoro gedekrta MNpoucxoguT  M3BbITOYHOE
obpasoBaHme WJI-13, 4YTO nNPMBOOMT K Pa3BUTUIO CUCTEMHOrO
BOCMasneHus, KOTopoe MNpoSBNSeTCa B BMAe noabeMa TemrepaTypbl
Tena (MMxopamkM), NoseneHus cbinuv, GonerM B cycTaBax U OPYrmx
CHMMITOMOB.

MumepgepoHonamuu | muna. B X OCHOBE NEXWUT AMCpPerynsums
MHTEPGEPOHOBOIrO MyTW, YTO OTPaXKaeTCa B UMNEPrnpoayKuuu, B
OCHOBHOM, o U B MHTepdEepPOHOB. ManuTpa KIMHUYECKUX MPOSIBNEHNN
B CBA3WM C MHOMOYMC/IEHHOCTbIO pPynMbl KpalHe pa3HoobpasHa M
MOXKET BK/OYaTb B Cebs nopakeHue LieHTParibHOM HEPBHOM CUCTEMBI,
[blXaTeNbHOM, COCYOMCTOM CUCTEMbI, KOXM, MOAKOXHO->KUPOBOM
KNeT4aTKM U MHOTUX APYMMX CUMIMTOMOB.

Oeduyum dPepmeHma ADA2 vMeeT BbIPaXKEHHYIO KIIMHUYECKO-
nabopaTopHYO MHOMONIMKOCTb B BUAE reMaTONOrMYeCckmX NposBIeHmM
OT KOCTHOMO3rOBOW  HEOOCTaTOYHOCTM BMIOTb OO  annasuu
KPOBETBOPEHMS, MPOSBIEHUA CUCTEMHOIO BACKyNMTa, MOPaXKeHUs
»KEeNYAOYHO-KMLLIEYHOrO TPaKTa, NoYek, HEBPOMOrMYECKUX HaPYLLIEHMM
1 UMMYHHOM OpMcCperynaumm.

AUNATHOCTUKA AB3

[ns  NOCTaHOBKM [OMarHo3a ayTOBOCMANUTENbHOMO  3aboneBaHus
UCMOMb3YIOT pPa3finyHble crocobbl. CHayana Bpady HeobxoamMo
yCnblllaTh >Kkanobbl MNauueHTa WM ero popuTenen, noapobHyo
MCTOPUIO  Pa3BUTUS  3aboneBaHus, a Takke WHPopMaumio O
3260M1€eBaHUAX POACTBEHHMKOB (He TONbKO poauTenen, Ho U 6abyLuek,
Jenyluek, 0aaen, TeTen, cectep 1 bpaTbeB NaUMeHTa).
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OCMOTP MNaupeHTa SBMSETCH Ba)KHOM YacTbio OMArHOCTMKM M OQET
OOMNONHUTENbHYIO  MHpopMaumilo  ana  POPMUPOBAHMA  MNaHa
obcnenosaHus.

Cnepytowmit aT1an - NabopaTopHas U MHCTPYMeEHTarbHas AMarHOCTMKA.

AHanm3bl KPOBM MOTYT MOKa3aTb MOBbILLEHWE OCTPOGda30BbiX 6eKoB
KPOBM KaK MPM3HaK BOCMa/IMTENbHOM  aKTMBHOCTW, M3MEpUTb
KOJIMYECTBO K1I€TOK UMMYHHOWU CUCTEMBI.

[edexTbl BPOXOEHHOrO 3BEHa WMMMYHMTETa MOMYT MNPUBOOUTL K
NOPaXKEHMIO Pa3/IMYHbIX OPraHOB, NOSTOMY AJ19 AUArHOCTMKM M OLLEHKM
CTENeHW  BbIPAKEHHOCTM  3TUX  MOBPEXOEHWMM  MCMOMb3YIOTCS
Pa3NuYHble MHCTPYMEHTa/lbHble MEeTOfpl, TakMe Kak KOMMbloTepHas
ToMorpadma  (KT), MarHUTHO-pe3oHaHcHaa Tomorpadua (MPT),
330¢aroracTpoayoneHOCKONUs,  KOMOHOCKoNMsS M T.4. MHorga
HeoBbxoOMMO MCCNedoBaTb YacTb TKAHW MOA MMKPOCKOMOM nocne
npoBeaeHns buoncum.

[na noucka MyTauum (reHeTndeckoro gedekra, KOTOPbIM NpuBen K
3aboneBaHUIo) TakKe HeobxoaMMO crieumanbHoe obopyaoBaHue U
CNOXKHbIE aHaNUTUYECKME NMPOrPaMMbl A1 PaCLUMPPOBKM MOMYYEHHbIX
pe3ynbTaToB. MHOrOa BbINOSHEHME TaKOro WUCCNENOBaHUS BKIOYaET
HECKOJbKO Pa3/IMYHbIX 3TArnoB 1 3aHUMaET MHOMO BPEMEHMU.

JNEMEHME U NMPOIrHO3

MporHo3 naupeHtoB C AB3 KpalHe BapuabeneH M 3aBUCUT OT
KOHKPETHOrO  reHeTMyeckoro gedekta, CKOPOCTU  MOCTaHOBKM
[MarHo3a, CBOEBPEMEHHOCTU Ha3HAYEHMS NaTOreHeTMYECKOM Tepanmu.
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JleyeHne aytoBOCnanuUTeNbHbIX 3aboneBaHWM, Kak MNpPaBuo,
TapreTHoe M HanpaB/ieHO Ha nofaBfieHne U3BbITOYHOW MPOAYKLMM
NPOBOCMANMUTENbHbIX  LUMTOKMHOB. KOHTpPONMb  onpefeneHHbiX
3B€HbEB MMMYHHOM CMCTEeMbl CMOCOBCTBYET Pa3BUTUIO KOHTPONS
Hag 3aboneeaHMeM. B 3aBUCMMOCTM OT MexaHuM3Ma pPa3BUTHSA
ayToBOCHMaNMTeNbHOro 3abonesaHus noabupaetcs Heobxoanmas
TapretHas Tepanua. Hanpumep, ons mHdbnamMMacoMonatMu vaile
BCEro HeobxoamMbl UHIMBUTOPLI UJT1, ana nHtepdepoHonatmim 1-ro
TMNa - UHrMBUTOPLI JAK-KMHA3.

B Tshkenbix cnyyaax (MeBanoHOBas aumoypusi, >XKM3HeyrpoxkatoLime
uuToneHun npu cuHgpome DADA2, PAID wu pgpyrux) cnepyet
paccMoOTpeTb BOMPOC O MNPOBEAEHWM TpPaHCMAaHTauMu reMo-
No3TUYECKMX CTBONMOBbIX kneTtok (TIFCK). B gpyrux cnyyasx TFCK He
NoKa3aHo, MOTOMY YTO XOPOLUMK NPOrHO3 Ana BonbLIMHCTBA Ntoaemn
c AB3 0b6bl4HO He onpaBnbliBaeT NPobieM U PUCKOB, CBA3AHHbIX C
TrCK.

AB3 - 370 3aboneBaHMs C [OCTAaTOYHO HEMNOXMM MPOrHO30M NpPU
CBOEBPEMEHHOM AMarHOCTMKE U HaYaToM Tepanmu.

n Ymo makoe CAPS?

KpronupuH-accoumMmpoBaHHble nepuoamnyeckue cuHapombl (CAPS)
BK/IIOYAIOT B €65 TPU KIMHUYECKUX PeHOoTMMa C BO3pacTatoLLen
CTEMNEeHbIO THAXKECTU: CEeMEeMUHbIM XONIOJ0BOM ayTOBOCMAaNMUTENbHbIMU
cuHgpom (FCAS), cuHgpom Makna-Bennca (MWS) m XpoHUYECKUM
MNageHYeCcKum HEPBHO-KOXHO-apTMKYNAPHbIN CUHOPOM,
MNafeH4Yeckoe MyNnbTMCUCTEMHOE BOCMNanuTenbHoe 3abonesBaHue
(CINCA/NOMID).
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CemeiiHan xonoposan

cungpom CINCA/NOMID cuHapom Makna-Bennca
KpanuBHKMUA

6onee MeHee

MpuunHon paseutna CAPS asngetca MyTtaups B reHe NLRP3,
KOoOMpytoLleM 6enok KPUOMUPKH, HapylleHus B paboTe KOTOPOro
NPMBOASAT K M3BbITOYHOMY CMHTE3Y MPOBOCMANUTENbHOMO LMUTOKMHA

nm.

Onu3oapl IMXOPAAOK, KPanuBHMLbI, 6ONK B CycTaBax M MOBbILLEHWE
ocTpodasoBbix 6enkoB KpoBM 6GECnoKOoAT MaLUMeHTOB MNpu  BCex
dopmax CAPS.

Kak nposiensemcs sabonesaHue?

CeMelHas xonogoBasi KpanueBHuua (bonee nerkas ¢dopma CAPS)
XapaKTepu3yeTcs 3nM30daMM CbilkM MO TUMY KPanUBHMLbI, COMPO-
BOX/OAIOLLIEMCS MOBbILLIEHMEM TeMnepaTypbl Tena, HeooMOraHueM,
apTpanruen, Muanrmen, pexke — KOHbIOHKTUBUTOM.

CuHpgpoM Makna-Bennca (Cpe,EI,HFIFI ¢dopmMa TSHKECTH CAPS) nmeeTt
CXofHble MPOSBNEHUS C CEMEMHOM XONoOOBOM KpanuBHMLEMN, HO
KITUHUYECKME MPOSABNEHUS U NabopaTopHble MPWU3HaKK BOCManeHus
OBbIYHO NPUCYTCTBYIOT NMOYTU NOCTOAHHO. Y BOMbHbIX NporpeccupyeT
numbapeHonatms (yBenunyeHve nuMdoysnoB), renatocrnieHoMeranms
(yBenuyeHne neyeHW, ceneseHku), a Takke CHUXKEHUEe Cnyxa,
SBNSIOLLLeeCs CneacTBMeM  KOX/1€apHOro  BocCnaneHus. [MoMuMo
HapyLlleHusl  KadecTBa  >XM3HW,  330epPXXKM  pOCTa,  MNPOrHo3
onpefenseTcs NopakeHWeM rna3, HapylleHWeM Criyxa U pas3BuTUEM
aMMnonao3a BHYTPEHHUX OPraHoB.

CuHgpoM  CINCA/NOMID  (camas Tskenas ¢opma  CAPS)
XapaKTepu3yeTca HeoHaTalbHbIM UK PaHHMM MITaAEeHYEeCKMM HavyaioM
M COMPOBOXXOAETCA NIMXOPAAKOM, KPamNMBHMLEMN, KOHBIOHKTUBUTOM,
npusHakaMmM acentTuyeckoro (HeMHPEKUMOHHOro) MEHUHrUTa U
NOBbILLEHHOrO BHYTPUYEPENHOro [AaBfeHus, bonaMu B cycTaBax M
yepenHo-muUeBbIM  OMCMOPPU3MOM  (OCOBEHHOCTM  Pa3BUTUS
NIMLEBOrO CKeneTa).



KpoMe Toro, y 3TMX MauMeHTOB HabnogaeTca nporpeccupyroLlas
CEHCOHeBpanbHasgd noteps Cyxa, HapylweHWe 3peHus Uu3-3a
XPOHMYECKOIO OTeKa [JuCKa 3pUTENbHOrO HepBa M KOrHUTUBHbIE
HapYyLUEHMUS. MouMepHo  20%  nNauMeHToB C  CMHOPOMOM
CINCA/NOMID He 0oXXMBaIOT IO B3POC/IOro Bo3pacTa 6e3 fieyeHums.

n Kak nocmasume duazHo3 CAPS?

OuarHoz CAPS ycTaHaBIMBaeTCs Ha OCHOBaHMM COBOKYMHOCTU
KITUHUYECKMX, NabopaTOpHbIX WM  MHCTPYMEHTANbHbIX [AaHHbIX C
ob43aTenbHbIM NPOBEAEHNEM MONEKYNAPHO-TEHETUYECKOrO aHau3a.

B ocHoBe pa3BuTMA 3a60neBaHUs NeXUT M3bbITouHaa npoaykums M1,
B CBA3M C 3TMM (HaKTOM Tepanuen Bblbopa SBNSETCA Ha3HayYeHue
npenapaTa 6N1oKMPYIOLLLErO U3BbITOYHYO NpoayKumio M1,

MepBbIM MpenapatoM B MMPOBOM MNPaKTUKE, WCMNOMNb3yeMbIM B
neveHun CAPS, 6blna aHakuHpa. DTOT npenapar M B HawM OHM
no3BonsieT 6bICTPO M 3PpdeKTMBHO KynMPOBaTb BOCMaNeHUe, Cbifb,
nuxopagky, 6onb U ytomnseMocTb npu Bcex ¢dopmax CAPS. Dto
neyeHne  Takke  3OPEKTMBHO  YNydlIAeT  HEBPOSOrnyeckue
paccTpomncTBa. MNpK HEeKOTOPbIX YCNOBMSAX NpenapaT MOXEeT CHUXKaTb
FNyXOTy W KOHTPONMPOBATb aMUNoMAo3. JleyeHne [O0MKHO ObiTb
Ha4yaTO B pPaHHEM BO3pacTe, A0 TOro, kak XPOHWYecKoe BOCMasieHue
npuBeger K HeobpaTMMbIM MOBPEXAEHMAM OpraHoB. Tepanus
TpebyeT eykeQHEBHbIX MOAKOXHbIX WMHbeKUMM, [o3a nogdupaercs
MHOMBMAOYANbHO B 3aBMCUMMOCTU OT POPMbl 3a60NEBAHUA U TAXKECTU
nposiBNeHMn. B nonosuHe cnydyaeB OTMeYaloTCsi peakumu B MecTe
MHbEKUMM B BMOE MNOKPACHeHMs W/UNM NpUnyxnocTM B MecTe
MHbEKLMKU, CO BPEMEHEM OHM MPOXOASAT U He TPebyloT HasHauYeHus
OOMNONHUTENbHBIX NPENapaToB.

Ele ogHUM npenapaTtoM, nogasnsiowmm /11, aenaeTcsa kaHakMHyMab.
DTOT npenapaT Takke no3BonsetT 3PPEeKTUBHO KOHTPONMPOBaTh
BOCNanuTeNbHblE MNPOSBNEHUS, €ClM €ero BBOOUTb MNOCPEACTBOM
NOAKOXHOM MHbEKLMM OOMH pa3 B 4 — 8 Hepenb.



Kak donzo Heob6xodumo nevumeocs? u

B BMOYy reHeTUYeCKoro xapaktepa 3abonesaHus Tepanus SBMSeTcs
NO>XM3HEHHOM.

Npo2Ho3 CAPS C

PaHHAs AMarHOCTUKa 3aboneBaHMsa M CBOEBPEMEHHOE Havaso Tepanum
CMOCOBCTBYIOT NpPenynpeXXaeHUIo PasBUTUS TSXKENbIX OCMOXKHEHMUM.
CBOeBpeMeHHOe Havano Tepanuu uHrmbutopoM W11 ynydwaet
MPOrHO3 M Ka4eCTBO XKM3HW NaLMEHTOB.
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