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nPO MMMYHMUTET

MMMyHHas cuMCTeMa Hy>KHa 4enoBeky ans 6opbbbl C PasiMyHbIMK
UHOEKUMAMM U KOHTPONS 3a paboToM COBCTBEHHbIX OPraHoOB W
TKaHeW. Y 300pOBbIX JIOAEN MMMYHHbIM OTBET Ha BHeLlHMe
«BTOPYKEHMSA» BK/IOYAET ABE YaCTu.

MNepBoM nMHMEN OBOPOHLI SBNSETCH BPOXAEHHAs cucTeMa
MMMyHMTETa, cocToAlaa M3 0cobbiXx K1eTok (HeMTpodunos,
Makpodaros), CUHTE3NPYEMbIX UMW BELLECTB - LUMTOKMHOB, a Takxke
KOMMOHEHTOB CMUCTEMbl KOMIMIEMEHTa, KOTOpble B COBOKYMHOCTU
obecneunsaloT Hecrneuudmuyeckyto, TO eCTb He afanTUPOBaHHYIO K
KOHKPETHOMY MUKPOBY peakumio. BaXKHOM 4acTbio BPOXOEHHOMO
MMMYHHOIO OTBeTa #BMSEeTCA BOCManeHMe - obuwas peakums
OopraHu3aMa, COMPOBOXKAAIOLIAACSA MOBbILIEHMEM TeMnepaTtypsl,
paboToM BCEX CUCTEM B pPEXXMME «OMacHOCTb», W MNpodyKuuen
crneumanbHbIX MNPOTMBOMUKPOBHbIX BelecTs. Korma uHdekums
nobexxaeHa, BOCMafeHMe 3aKaHYMBaETCS M YeNioBeK YyBCTByeT
cebs «BbI30OPOBEBLLIMMY,

MHoraa 4OCTaTOYHO TOMbKO BPOXAEHHOW YaCTU MUMMYHHOIO OTBETa,
4yTOBbI CMPaBUTbCA C MHPeKUMen. Ho 0bblYHO BPpOXKAEHHasa cucTeMa
«OEPXMUT OBOPOHY» OO Tex Mnop, MNoKa aKTMBMIUPYeTCH, Tak
Ha3biBaeMasa afanTUBHAsA UM NPUOBPETEHHAA YaCTb UMMYHUTETA.

AfanTMBHas peakuus aBnsSeTcs BTOPOM NMHMEN OBOpOHbI, M eé
aKTMBM3aLMA MOXET 3aHMMaTb HECKONbKO AHeW. Ha 3ToM 3Tane
MMMYHHbIM OTBET CTaHOBMTCH CreuMPUYHbIM [OJ19 KOHKPETHOro
MUKPOBa. A B pesynbTaTe TakKoro KOHTaKTa MMMYHHOM CUCTEMbI U
Yy>KePOLHOro areHTa CoxpaHsaeTcs AnuTeNbHas MMMYHONOrMYecKas
naMsaTb, YTO MO3BONSET OTBEYaTb Ha MOBTOPHbIE «BTOPXKEHMS»
6onee apdeKkTUBHO.



NMPO AYTOBOCIAJIEHHE

AyToBOCNaneH1e NPeAcTaBnseT COOOM HapyLUEHHbIM BPOXOEHHbIM
MMMYHHbIM  OTBET, KOTOPbIM MNPMBOAMT K XaoTMYecKon u/mnu
CMOHTAHHOM aKTUBaLMM BOCMaNeHus, C M3BbITOYHOW MpoayKLUMeM
MpPOoBOCHaNMTENbHbIX LUTOKMHOB.

AyToBocnanutenbHble 3abonesaHus (AB3) - 6onbluas rpynna 3abone-
BaHWUM, BbI3BaHHbIX  AedEeKTOM BPOXAEHHOro 3BeHa WMMYHMUTET],
KOTOPbIVM MPMBOAUT K NOBTOPHOMY/NOCTOSIHHOMY BOCTMaNEHUIO, 33 CHET
HapyLLeHMs paboTbl Pa3HbIX MEXaHM3MOB BPOXKAEHHOrO MMMYHMTETA.

AB3 pasgeneHbl Ha OBe GonblumMe rpynnbl: MOHOTE€HHble, B OCHOBE
KOTOPbIX NEXUT MOMNEKYNAPHO-TEHETUYECKMM OedeKT, M  MyNbTU-
dakTopmanbHble GOPMbl, B OCHOBE KOTOPbIX NIEXWUT COYEeTaHUa paaa
BHELUHMX M BHYTPEHHWX GakTopoB. B HacTodwee BpeMs BbioenatoT
CeMb  OCHOBHbIX MEXaHWM3MOB  Pa3BMTMS  MOHOMEHHbIX  ayTo-
BOCManuTeNbHbIX 3abonesaHui, M AB3  knaccuduumpyrotca B
COOTBETCTBME C ITUMWU MexXaHu3MaMu. DTO MHdNaMMacoMonaTuu,
MHTepdepoHONaTMM, aKTUHOMATMK, PEonaThK, COCTOSHUSA CBA3aHHbIe
c pedvuptoM depMeHTa ADA2, CTPECCOM 3HOOMIa3MaTUYeCKoro
PEeTUKYNyyMa M MyTaupsMM B SHOOTEHHbIX aHTaroHWcTax (pedyb 06
3TOM MOMAET HUXKE).

MpMYMHON MOHOreHHbIX GopM AB3 ABNAIOTCA reHeTUYeCKne NoioMKM —
fedexTbl, UM MyTauuu, KOTOpbIe MPOU3OLIN B reHax, KOAMPYOLLMX
nHbopMaumio O paboTe pasHbiX MOMEeKyn WUMMYHHOM CUCTEMb,
MyTaummn npu AB3, Kak npaBuMnO, MNOBPEXOAOT OOMH M3 TEHOB,
KOHTPONMUPYIOLLIMX CMIOXKHBIM MEeXaHW3M BocnaneHus. B pesynbTate
TaKkoro MoBPEXAEHUS CUHTE3UPYETCH HenpaBuibHbIM Benok  unu
CNMLLKOM Ma/oe ero KOMM4ecTBO, M HopManbHas yHKums 6Genka
HapylaeTcs. [lpu obcnegoBaHUKM MauMeHTa B HEKOTOPbIX Crydasx
MyTaLMIO MOXKHO ONpeaenuTb BbICTPO, B APYrMX — MOWUCK 3aHMMaeT
NPOAOIKMUTENbHOE BPeMs.

Ha cerogHsWHUM AeHb HayKe M3BeCcTHO Bonee 50 reHoB, YbK MOMOMKM
OTBEYaloT 33 Pa3BUTUE ayTOBOCMANMUTENbHbIX 3abonesaHmi. BoigsneHune
reHeTMyeckoro paedekta MO3BONAET creumanMcTaM MNoAaTBepamTb
NpPaBUMbHbIM OMarHo3, MOHATb, KaK Pa3BMBAKOTCA 3TM 3aboneBaHus M
nogobpaTtb HeobxogMMoe neveHue.



MEXAHM3Mbl HACNIEQOBAHMSI MYTALIMHA,
NMPEHATAJIbHASI QUATHOCTMKA M CEMEMHOE
KOHCYJ/IbTUPOBAHUE

3.1 MouyeMy Heob6xo0QMMO YCTaHOBUTb FreHEeTUUYECKYIO
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 Takxxe No3BONUT ONpenenuTb, Kak
Hacnepyetcs  3aboneBaHMe UM KOMY U3 POOCTBEHHWKOB
3aboneBlero HeobxoguMMO MPOBECTU FEeHEeTMYEeCKUM aHanu3 [o
Pa3BUTUA NPOSABNEHUN BONE3HM UM CEPbE3HbBIX OCITOXKHEHMMN.

Ewe OOHOM BaXKHOM MPUYMHOM [18 MOMCKA MyTauuu B reHax,
OTBEYaloLMX 3a pa3BUTME MOHOreHHbix ¢opM AB3, dasnsercs
BO3MOXXHOCTb NPOBEAEHMS NPeHaTanbHOU U NPEUMMIaHTaLMOHHOM
OMarHOCTUKU. DTM UCCNEefOoBaHUS NO3BONSIOT ONPeaenTb Hanuune
ayTOBOCMaNMUTENbHOrO 3ab0MeBaHNa y Mnofa ele A0 POXOEHUS
pebeHka, 4TObbl fleyeHMe MOXKHO OblNo HayaTb cpasy nocne
POXXOEHMS, UMW AaTb LWAHC POAMTENAM POAUTL 300POBOrO Masbllla.
Ob6cnepoBaHue nnoga u/mMnu aMBpPUOHA BO3MOXKHO TOJIbKO MPM
M3BECTHOM B CEMbE reHeTM4YeckoM aedexre.

MHorma reHetTMyeckoe obcnefoBaHMe COCTOUT M3 LENIOU Cepuu
aHaNM30B M MNPOBOOMUTCH PasfMYHbIMM METOJAMM B HECKOJbKMUX
nabopatopuax. Mx BbIGOp M nNocnegoBaTeNbHOCTb 3aBUCAT OT
KOHKPETHOro Cfy4yas: OCODEHHOCTEM MNPOSIBNEHUMM 6onesHu u
pe3ynbTaToB [oreHeTMYeckoro obcnegoeaHus. [ns  aHanusa
OBblYHO [OCTAaTOYHO HEBONMbLIOro KOMMYecTBa KPOBM; MHOrOa
MOXKeT NoTpeboBaTbCs COCKOB C BHYTPEHHEU MOBEPXHOCTU LLLEKM
WM HOTTU MauueHTa u/unm ero poaCcTBEHHUKOB.
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3.2 MNouyeMy HekoTopblie AB3 aMarHocTMpyloTcs y B3pOChblX,
€CJI1 ABNSAIOTCS BPOXKAEHHbIMU?

MpPU HEKOTOPbIX MOHOrEHHbIX popMax AB3 yxydlleHne NPOUCXOamT
Mef/IeHHO M BOone3Hb NPOSBAAETCS B NOHOM Mepe ToNMbko B 6onee
3penioM Bo3pacTe. MHorga MMMyHHas CUCTeMa CrMocoBHa KOMMeEH-
CMPOBaTb HEOOCTAloLLYO GYHKLMIO, B TakKMX Cry4vasix Cepbe3Hble
npobneMbl He BO3HMKAIOT foNrMe rogpl.

3.3 YTo Takoe HacnepoBaHMe ayTOBOCNANIUTENbHbIX
3aboneBaHUn?

MHore 3aboneBaHus MMEIOT FeHETUYECKoe MPOUCXOXIAEHUE W
nepenatoTca M3 MoKoNeHUs B MokoneHue. bonbluas YacTb ayToBOC-
nanuTenbHbiX 3ab0NeBaHU — BPOXKAEHHBIE: MONMyYeHHble Mo Hacnen-
CTBYy OT poguTenen WnM BO3HMKLLUME Ha CaMbIX PaHHWMX CTagmsx
BHYTPUYTPOBHOIO pa3BuTHs pebeHKka. Kak npossutcs 6onesHb M Kkak
OHa OypeT nepepaBaTbCd B CEMbe, 3aBUCUT OT KOHKPETHOIO
3aboneBaHus (MK Mx rpynnbl). YacTo ceMelnHas UCTopus 3aboneBaHms
B KOMMMIEKCe C pPas3niHbiIMKM NabopaTOpPHbIMU  UCCNENOBAHUSAMM
NO3BONAIOT YCTAHOBUTbL POJIb OMPEAENEHHbIX NTEHOB MM XPOMOCOM B
Pa3BUTMM  ayTOBOCMANMTENbHOrO 3aboneBaHMs Yy  KOHKPETHOro
naumeHTa.

MHbOpMaums O pasnMyHbIX  YHUKamNbHbIX MPM3HaKax 4denoseka
3aKOOMPOBaHa B reHax, KOTOpbIE YNakoBaHbl B OJIMHHbIE, MOXOXKME Ha
HUTU, 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. lNonydyaercd, 4to 019 POPMMPOBAHUS OLHOrO
NPM3HaKa YenoBek NonyvaeT OauH reH oT MaTepu, OOMH - OT OTLLa.

Bo BpeMs Npom3BoACTBa SMLEKNETKM UK CriepMbl 46 POAMTENbCKMUX
XPOMOCOM (23 napbl) Oenarca nononaM M B MOIOBUHHOM COCTaBe
nonagatoT B COOTBETCTBYIOLLIYIO NOMOBYIO KNeTKy. Bo BpeMs onnogo-
TBOPEHMA 23 XPOMOCOMbI, Copepykallumecs B suuekneTke, obbe-
OMHAOTCA C 23 XPOMOCOMaMM CriepMaTo3onaa, YTobbl obliee YMcio
cocTasnano 46. TakuM o0bpa3oM, PebEHOK MoMy4vaeT MoNOBUHY
reHeTM4YeCckom MHPOPMaLMKM OT MaTepH, a MOMOBUHY - OT OTLA.



Bce XpOMOCOMbI, KpOME MOMOBbIX, HAa3bIBAOTCA ayTOCOMaMWU W
NnpoHyMepoBaHbl OT 1 OO 22 B 3aBMCMMOCTM OT pa3mepa. OpHa
OOMNONHUTENbHAA Mapa XPOMOCOM - MONoBas - onpegenser non
MHOMBMAOYYMa. [MoNoBble XPOMOCOMbI ObiBalOT ABYX TMMOB: X M Y-
XPOMOCOMbI. JKEHLLMHbI MMEIOT ABE X-XPOMOCOMbI, @ MY>X4MHbI — MO
ogHon X- n Y-xpoMocoMe. TakuM 0bpa3oM, B AULEKIETKM >KEHLLMH
nonagatoT TOMbKO X-XPOMOCOMbI, a B CnepMaTto3ougax MoryT
BCTpeyaTbCs Kak X-, Tak M Y- XpOMOCOMbl. Ecnn cnepmatosoung,
ONNOAOTBOPSAIOWMIA AMLEKIETKY, HeceT X-XPOMOCOMY, TO POOMTCS
pebeHoK KeHckoro nona. Ecnn cnepMaTtosomns HeceT Y-XpOMOCOMYy,
TO Non ByAeT My>KCKOM.

MoBpeXxaeHne reHa, MM  MyTaums, MPUBOASALWAS K  PasBUTMIO
3a60n1eBaHUs, MOXET HaXOOMUTLCA KaK Ha ayTOCOMeE, TaK M Ha NONOBOM
X-xpoMocoMe. MHorga ang nposisneHus 6onesHn 4oCTaToOMHO OfHOM
MyTaLuW, MHOrOa HEOBXOOMMO [Be — MO OJHOM Ha KaXOgon M3
XPOMOCOM Mapbl. B 3aBMCUMMOCTH OT 3Toro AB3 MoryT nepenaeatbcsl
MO HacneacTBy OOHMM M3  Tpex CrocoboB:  X-CLenneHHbIM
PEeLEeCCUBHBIM, ayTOCOMHO-PELLECCUBHLIM MK ayTOCOMHO-A,0MMU-
HaHTHbIM.

3.4 YTO TaKOE€ ayTOCOMHO-peLeccCMBHOe HacneaoBaHue?

[N BO3HUKHOBEHMS HEKOTOPbLIX ayTOBOCMAa/UTENbHbIX 3aboneBaHuUm
HeobxoauMbl OBa MOBPEXOEHHbIX reHa Ha obenx xpomocomax (no
OOHOMY OT KaXkgoro pogamTens). TakMe 3abonesaHMs HacneoyoTca no
ayTOCOMHO-peLecCcHBHOMY Tuny. EcnmM  4enoBek noayuun no
HacNeacTBy TOMbKO OOMH  MYTaHTHbIM FEH, TO  KIMHUYECKMX
nposiBneHmi 6onesHun He byaer.

Mpu aToM dopMe HacneaoBaHWa NoaM oboMx MOMoB CTPamjaloT C
ooMHakoBOM 4YacToton. OBa poauTens naumeHtTa  SBnsoTCS
HOCUTENSAMU MOBPEXAEHHOMO reHa, XOTS CaMm 300POBbI.

B TakoM ceMbe MnonoBMHa OeTeMr pasHbiX MONOB MOXKET POAMTLCSH, Kak
U poouTenu, KINMHUYECKU 300POBbIMU HOCUTENSMM, HO CMOCOBHbLIMU
nepegaeaTb MyTaHTHbIM FeH MO Hacneactsy. 25% neTten 6yoyT
abCoNOTHO 30POBbLI U HE ABNATbCSA HOocuTenamu. Ho B 25% cnydyaeB
ABe MyTauuM poauTenel MoryT COBMAacTb, Toraa PebEHOK poamTcs
BOMNbHBIM.



My 3TOM OYeHb BaXKHO MOHATb, YTO B NPOLEHTaX BblpPaXkaeTcsa TOMbKO
BEPOSATHOCTb. B peanbHOM >KM3HU, NPU HEBOSbLLOM KONMYEeCTBe AeTen
B CEMbsX, C/lyYyaeTcs TakK, YTO MyTaums nepefaeTcs PebEHKy npu
Ka>kgoM rnocnegylollen 6epeMeHHOCTM, a MCxodbl npedbiayLuen
OEepeMeHHOCTU HMKaK He BAMAOT Ha nocnegytoume. [o3aToMy
€MHCTBEHHbIM CNOCOBOM MPefoTBPaTUTL HOBYIO BCTPEYY C MyTaLMeN
ABNAeTCA MNpoBepKa Mnoga MM SMBpMOHA NPM  KaXKgoM HOBOM
BepeMeHHOCTU UNK e€ NIaHNPOBaHMU (pedb 06 3TOM NOMAET HUXKE).

CaMble pPacnpoCTpaHEHHble ayTOBOCManMTENbHble 3ab0NneBaHua C
ayTOCOMHO-PELIECCMBHBIM TUMOM HacNeqoBaHUa — CUHAPOM aeduumTa
MeBanoHaTkuHasbl (MKD/HIDS), ceMelHas cpeam3eMHOMOopCKas JIMXo-
papka (FMF), cuHpgpoM aeduupta ADA2 (DADA2).

3.5 Y10 03Ha4YaeT ayToCOMHO-AOMUHAHTHOE HacnepoBaHue?

Mpu HekoTopbix dopMax ayToBOCManUTENbHbIX 3aboneBaHMi NoB-
PEXOEH TONbKO OfMH FeH, PaCMONIOXKEHHbIM Ha ayTOCOME, OflHaKO
3TO MPUBOAMT K MPOSBAEHUIO 6one3Hn. B Takux cnydasx
HOPMasbHbIM MeH B MPMUCYTCTBMM MYTMPOBABLLEro reHa He MoXeT
KOMMeHcupoBaTb obpasoBaBliMiC OedekT. DTo aBfeHMe Hasbl-
BaeTCH JOMUHUPYIOLLIMM HEraTMBHbIM BUSIHUEM.

MpuMepbl ayTOBOCMAaNUTENbHbIX 3ab0MeBaHnt C ayTOCOMHO-AOMM-
HaHTHbIM HacnegoBaHMEM — KPUOMMPMH-aCCOLMMPOBAHHBIN Nepuo-
amdeckm  cuHgpoM  (CAPS), TNFr-accoumMpoBaHHbIM  Nepuoau-
yeckui cnHapoM (TRAPS), STING - accoummpoBaHHas BacKynonatus
(SAVI).



MpY ayTOCOMHO-AOMMHAHTHOM TUMNE HacNefoBaHMA BEPOATHOCTb
POXAEHMS  30,0POBOTO pebéHka cocTaBnger 50%: nonosuHa
JeTel pasHblX MNONOB MOXeT OblTb 340pOBa, HO MPM 3STOM
NONOBUHA MOXET NONYYUTb MYyTaHTHYIO KONuio reHa. OfHako, U B
3TOM C/lly4yae He CyLeCTBYeT HUKaKUX rapaHTMM yTO MyTaHTHbIl/I
reH He [ocTaHeTca pebEHKy npu Kaxkaou nocneaytolen
BepeMeHHOCTU. MpeackasaTtb 3TO pacnpefeneHme HeEBO3MOXHO,
BO3MOXXHO /NUlIb MNPOBEPMTb MNJOA Ha Hanuuue MyTauuMm npu
HacTynuBLLen 6epeMeHHOCTU (MM SMBPUOHbLI NPU NNAHMPOBAHUM
2KO).

B cnyyae ayTtoBOCnanutenbHoro 3aboneBaHuMs C ayTOCOMHO-
OOMWHAHTHbIM HacfefoBaHMEM oO4yeHb BaXkHO obcnenosaThb
POOCTBEHHUKOB MaLMeHTa, B TOM YMC/le U B3POC/bIX, Ha npeaMeT
HOCMTENbCTBA MYTAHTHbIX TEHOB, TaK Kak MpPM 3TOM TuMe
HacnegoBaHMa ©OoONe3Hb Yy pPasHbiX 4YIEHOB CeMbM MOXKET
NPOSBNATLCA YaCTUYHO M [aNeKo He cpa3y. MHoraa KAnMHUYeckue
NMPM3HaKW ayTOBOCMNANMUTE/NbHbIX 3a60/1E€BaHUI BbISBASIOTCSA NULLb
BO B3pPOC/IOM BO3pacTe.

Y |
3.6 YTo o3HavyaeT AMreHHbIM BapUaHT HacneaoBaHUNA?

OTO BapMaHT HacNefgoBaHUS MOXOX Ha ayTOCOMHO-PELLEeCCUBHbIMN
(AP) TN HacnenoBaHUS, O KOTOPOM MMCanU Bbllle, TONbKO AedeKTbl
MOryT OblTb Ha pa3HblX reHax W3 ofgHoro cemenctsa. OOuH
MYTaHTHbIM eH, KaKk M npu AP Tune HacnegoBaHWs, KIMHUYECKMX
nposieneHuni 6onesHu gaeaTb He Byaer.

Hanbonee spkun npuvMep MOMreHHoro HacnegosaHusa AB3 3T1o
npoTeacoM-accoummnpoBaHHble cuHapoMbl (CANDLE, JMP).
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3.7 Kak ponro aytoBocnanmMrenbHoe 3abonesaHme Moxxet
nepepasaTbCcs NOTOMKaM?

MNP BCex BapuaHTax HACNeooBaHWS MOBPEXAEHHbIE reHbl MOryT
nepefaBaTbCs M3 MOKOMEHUs B nokoneHue. Ecnn rosoputb o
BEPOSTHOCTM  HACNedoBaHMsi, TO OObIMHO oOnpefenieHHbIM  reH
nepefaeTcs TOMbKO HEKOTOPbIM [OETAM, HO He BceM. Ecnu reH
3aboneeaHMs nepenaeTcs OT poauTens K pebeHKy, TO OH MOXXeT
BMOCNEACTBMM MepeaaBaTbCsl OT 3TOro pebeHka K HeKOTOPbIM ero
[OeTaM, U Tak Janee. B KaXkgoM NOKOMEHUM CyLLIeCTBYeT onpeaeneHHas
BEPOSATHOCTb [a/bHEMLLIEeN nepenadm NoBPeXXAeHHOro reHa. MIMeHHo
NO3TOMy reH 3aboneeaHus, Kak M JobOW APYyroM reH, MoxXeT
OCTaBaThCA B reHOPOHAE CEMbM Ha MPOTSKEHUM MHOTUX NMOKONEHMM.

3.8 lMnaHupoBaHUe ceMbM

Mocne poxaeHuss pebeHka C BPOXKAEHHBIM AePEeKTOM UMMYHHOM
CMUCTEMbI MHOTME CEeMbU HEeU3BEXKHO CTaNKMBalOTCH C Heobxoau-
MOCTbIO MPUHSATUS CIIOXKHOrO PELUEHUS OTHOCUTENBbHO ByayLien
bepeMeHHoCTU. CnegyeT MNOAYEPKHYTb, YTO 3TU PeLUeHMS HOCHT
NMMYHBIM  XapakTep. OpHako BaXkHO 0b6naaaTh kak MOyHO 6Gornee
ucyepnbiBalolen MHbopMaLmen O BO3MOXHOCTAX COBPEMEHHOM
MeOMLIMHBI U BEPOSATHBIX PUCKaX B KaXKIOM KOHKPETHOM Cliyyae.

Y Ka)kgon CeMbM, B KOTOPOM BCTpPeYancs BPOXKAEHHbIM OedekT
MMMYHHOW CUCTEMbI, €CTb LLIAHC POAMTL 300POBOro pebeHkKa.

OpgHMM U3 crnocoboB onpenenutb, byaet nu 6GoneH MnageHel,
ABNSETCA npeHaTanbHas, WM OopoaoBas, AMarHocTmka. OHa NpoBo-
LIMTCS MPM Y>Ke HaCTynuBLLEN BepeMeHHOCTM.

Y10Bbl NOMYYUTb FEHETUYECKMM MaTepuan nnoaa, NMOAXOoOsaLMM [)is
NPOBEPKM MyTaluK, MNPOBOAMTCA 3abOpP BOPCUH XOpPWMOHA MK
aMHMoLeHTe3. 3abop BOPCUH XOpMOHa OBbIMHO Ha3HavaeTcs Ha 10-12
Hegene 6GepeMeHHOCTM W npeactaBnser cobor  U3BnevYeHue
KpolleyHoro obpasla pasBMBalOWENCS MNaueHTbl M3 MaTKM.
AMHUOLIEHTE3 NpoBOaUTCa B Bonee nosgHue cpoku - Ha 16-17 Hepene
BepeMeHHOCTH, Korga MOSIBNSAETCA  BO3MOXHOCTb  MOyYeHus
HEBONbLLIOro KOMMYECTBa OKOSOMMOOHOM >KMAKOCTM, comaep Kallemn
KNeTKM naoga.
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Obe npouenypbl MMeOT HeBOMNbLLIOM PUCK BbiKMAbILLIA, OOHAKO, €Cu
OHM NPOBOAATCA OMbITHLIMU CMELManMCTaMm NepmuHaTaIbHbIX LLEHTPOB,
TeyeHne H6epeMeHHOCTM B BOMbLUMHCTBE Cry4YaeB He Hapyllaetcs. B
TEeX CUTyaumsax, Korga MofyuuTb BOPCHMHbI XOPMOHA WM  KNETKK
aMHMOTUYECKOW >KMIOKOCTM He YOaeTcs, reHeTMYeckun MaTepuan
BbIOENAOT U3 KPOBM nnioga. 3Ta npouleaypa Mo)eT BbiTb BbINOMHEHA
nocne 18 Hepenb 6epeMeHHOCTU M MPOU3BOOUTCS MyTEM BBEOEHUS
UMbl B MYMOBUHY MIOJa MM BEHY MeYEeHU ANa B3ATUS HeBOMbLLOro
KOSIMYeCTBa KPOBM /18 aHanM13a.

Mocne nonyyeHusl reHeTMY4eckoro Matepuana naoda BbiMOMHAETCS
MONEKYNAPHO-TeHEeTUYECKOe UCCeqoBaHne — NMomuck MyTaummu, CTas-
Len npuuMHOM 6onesHu B [aHHOWM ceMbe. lNpu npoBefeHuu npe-
HaTafIbHOM AMArHOCTMKM KpanHe BaXKHO MOJyYMTb TOUYHbIM pe3ynbTaT B
MakCUManbHO KOPOTKUM CPOK, MO3TOMY OBbIMHO WCCreaoBaHue
NPOBOAMTCS B TOW nabopaTtopuu, rae bbina obHapy>keHa «ceMenHas»
MyTaums. EcnmM 3TO MO  KakMM-TO MPUYMHAM  HEBO3MOXHO MU
npuxogutca obpallaTbca K OPYrMM chneumanuctaM, HeobxoamMo
3apaHee (B vaeane - OO HACTymnneHus 6epeMeHHOCTM) NOATBEPAUTb
HaMuMe paHee OBHapy>XeHHOM MyTaumu B TOM nabopaTopuu, roe
ByneT npoxoanTtb obcnegosaHmMe nnoaa.

PelueHne o npepbiBaHUM BEPEeMEHHOCTU MO MEOMUMHCKMM MoKasa-
HMSAM B Cllydae OBbHapy>XKeHUs MyTaumu y nnoja BCerga ocraercs 3a
ceMbeM.

CylLecTByeT elle OOMH Crocob MPOBEPKM MOTOMCTBA Ha Hanmume
«CEeMEeUHOWU» MyTaLUK - MPEUMINNAHTALMOHHAA AMArHOCTMKA SMBPUOHA
Npu 3KCTPaKOPMNopasbHOM OMIOAOTBOPEHUM, MK 3a4aTUK BHE MaTKM.
3TOT NPOLLECC MO3BOMSAET NEPEHOCUTb B MaTKY >XEHLLUHbI IMOPUOHDI,
HEe 3aTPOHYTble FEeHEeTMYEeCKMM 3aboneBaHueM, O/ MOCNenyoLLero
BblHaLLMBaHWA pebeHKka, Kak npu obblYHOM BepeMeHHOCTU. OnbIT
npoBeaeHMs NPEeUMMNIaHTaUMOHHOW AMarHOCTUKM B CEMbSX C ayTo-
BOCHMaNMTENbHbIMM 3a60NeBaHMAMU €CTb U B Poccuu.

Jiobble BOMPOCHI, KaCatowmecd ninaHMpoBaHUA CeMbU, HOCAT UCKIIIO-
YUTENbHO NINYHbIM XapakKTep.
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OpHako MpU MPUHATUKM PELLEHUMA OYeHb BaXKHO 3HaTb O [AMarHoOC-
TUYECKMX MeTodax M BO3MOXKHOCTSX MPOBEOEHWS MNpeHaTanbHOW M
NPEMMNNaHTaUMOHHOM [OMarHOCTMKM NS CeMeM, CTOMKHYBLUMXCSH C
BPOXOEHHbIMM 3a00NEBAHMAMM MMMYHHOM CUCTEMBI. DTy MUHPOpP-
MaLMIO MOXXHO MOJy4YMTb OT BalLEro neamaTpa, a Takke y MMMYHOMora,
reHeTuKa UM aKyllepa-rMHeKosora.

KpoMe TOro, cyulectByeT BO3MOXHOCTb OYHOM KOHCYMbTaLmM Yy
nMMyHonoros HMUL, OO uMm. OMutpua Poray€Ba - Ons 3TOro
HeoBbxoaMMO MPeaBapPUTENbHO 3aMMCaTbCsl Ha aMBYNaTOPHbIN NMPUEM B
KOHCY/NIbTaTUBHOM LEHTPE WK OTMNPaBMTb COOBLLEHUE AN OTAENEeHMS
MMMyHonorum no agpecy info.archive@fnkc.ru
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NMPOABTIEHAA
AYTOBOCHNAJIUTENbHbIX
3ABOJIEBAHUU

EcnM MyTauMmM reHoB WMMMYHHOM CMCTEMbl MNPMBOAAT K JIErKUM
NOBPEXAEHUAM UMMYHUTETA, TOoraa 3aboneBaHMe MOXKET HavyaTbCa B
bonee nosgHeM, Aaxke B3POCMOM Bo3pacte. A 6biBaloT AedeKThl,
KOTOpble BbI3blBAOT TsXKENyto Bone3Hb y>XXe B rnepsble Mecalbl Unu
JaXke [HM, Yacbl >KM3HM, YTO KpaMHe OnacHO AN MasieHbKoro
yenoseka.

MposBNAOTCA  MOHOreHHble OPMbl  ayTOBOCHANMUTENbHbIX 33a60-
NeBaHWM MO-pa3HOMYy, B 3aBUCMMOCTM OT MeXaHW3Ma [Pa3BUTUS
3abonesaHus.

4.1 OCHOBHble MeXaHM3Mbl MOHOIeHHbIX $OpM
ayToBocCnanuTesnbHbIX 3abonesaHui

MHpnamacomonamuu. Mpu  HapyleHun  GYHKLUMOHMPOBaHUS
BHYTPUKIETOYHOrO MyNbTUBENKOBOro KOMMIeKca - MHdIaMMacoMsl -
B pe3ynbTaTe MONeKynsapHoro ngedekra MPOUCXOOUT M3BbITOYHOE
obpasoBaHre WJI-1B, 4YTO nNPMBOAMT K Pa3BUTMIO CMUCTEMHOIO
BOCManeHusl, KOTopoe MNPOoSBNSeTCA B Buae NoabeMa Temnepatypbl
Tena (nMxopapku), NosiIBNEHWUA Cbinuv, Bonel B cycTaBax M [PYrux
CMMMTOMOB.

MHmMepgdepoHonamuu | muna. B ux ocHOBE NEXUT AUCperynsaums
MHTEPPEPOHOBOro MyTH, YTO OTPAaXKaeTca B runepnpopykumu, B
OCHOBHOM, a U 3 HTepdepoHOB. ManMTpa KIMHMYECKUX NPOSBIEHMM
B CBSI3U C MHOIOYMCNIEHHOCTbIO FPYMMbl KpalHe pasHoobpasHa U
MOYKET BK/Il0YaTb B cebs MopaXkeHme LeHTPanbHOW HEPBHOM CUCTEMBI,
ObIXaTe/IbHOM, COCYOMCTOM CUCTEMbI, KOXM, MNOOKOXHO->KMPOBOM
KNEeTYaTKM M MHOTUX OPYTMX CUMITOMOB.

Oeduyum cdepmeHma ADA2 uMeeT BbIPaXKEHHYIO KIMHUYECKO-
nabopaTopPHYO MHOTONIMKOCTb B BUAE reMaTonorMyeckux nposene-
HMM OT KOCTHOMO3IrOBOW HEAOCTAaTOMHOCTM BMIOTh A0 annasun Kpose-
TBOPEHUS, MPOABMNEHUU CUCTEMHOIO BACKY/IUTA, MOPAXKEHMS >Keny-
[JOYHO-KMLLEYHOrO TPpaKTa, MOYeK, HEeBPONOrMYECKMX HapPyLUEHUU WU
UMMYHHOM AMCPEry L.



AUATHOCTUKA AB3

[na nNOCTaHOBKM [OMarHo3a ayTOBOCMaNUTENbHOrO  3aboneBaHms
MCNONb3YIOT Pa3fMyHble cnocobbl. CHavana Bpady HeobxoguMo
yCIbILATh >anobbl NaupeHTa MM ero poamTenei, noapobHyo UCTo-
PUIO Pa3BUTMA 3aboneBaHKs, a Takke MHOPMaLMIO O 3a60NeBaHMsX
POOCTBEHHUKOB (He TONMbKO poamTeneit, Ho M Habyllek, Oepyluek,
Oa0en, TeTel, cecTep 1 bpaTbeB NaLpueHTa).

OCMOTP MNaupeHTa SBMSETCH Ba)KHOM YacTbio OMArHOCTMKM M OaeT
[AONONHUTENbHYIO MHbOPMaumio ana ¢GopMUMpoBaHMs nnaHa obcne-
[OBaHUS.

CnepnytoLmit aTan — nabopaTopHas U MHCTPYMeHTanbHas AMarHOCTUKA.

AHanusbl KPOBM MOryT MoKasaTb MOBbILEHUE OCTPOha3oBbiX HenkoB
KPOBM KaK MPU3HaK BOCMaNMUTENbHOW aKTMBHOCTM, WM3MEPUTb KOMW-
YeCTBO K/IETOK MMMYHHOM CUCTEMBI.

[edexTbl BPOXOEHHOro 3BEeHa WMMMYHUTETa MOMYT MPUBOOUTL K
MOPaXKEHUIO Pa3NMYHbIX OPraHOB, NOITOMY [/1H AMArHOCTMKM U OLLEHKM
CTENeHW  BbIPAKEHHOCTM  3TUX  MOBPEXOEHWMM  MCMOMb3YIOTCS
Pa3fyHble MHCTPYMEHTallbHble MEeTOfdpbl, TakMe Kak KOMMbioTepHas
ToMorpadusa (KT), MarHUTHO-pe3oHaHcHas Tomorpadumsa (MPT), 330-
daroracTpoayoaeHOCKoNMs, KOMoHOCKonua U T.0. MHorga Heobxo-
[OMMO MCCneaoBaTb YaCTb TKaHU MO, MUKPOCKOMNOM NOCse NPOBEaeHMS
Buoncum.

[na noucka MyTaumm (reHetmueckoro gedekra, KOTOPbIM nMpueen K
3aboneBaHuIo) TaK)ke HeobxoaMMo creuuansHoe obopyaoBaHue U
CNOXKHbIE aHaNMUTUYECKME NPOrPaMMbl A1 PacLUMPPOBKM NOMYYEHHbIX
pe3ynbTaToB. MHOrOa BbINOSHEHME TaKOro WMCCNENOBaHUS BKIOYaET
HECKOSIbKO Pa3/IMYHbIX 3TaMNOB U 3aHUMaET MHOIO BPEMEHMU.

JNEMEHME U NMPOIrHO3

MporHo3 naumeHToB ¢ AB3 KpaiiHe BapuabeneH 1 3aBUCUT OT KOHKPET-
HOro reHeTu4Yeckoro gedekra, CKOPOCTM NOCTAaHOBKM AMarHo3a, cBoe-
BPEMEHHOCTM Ha3HaYeHUs NaTOreHeTUYECKOM Tepanuu.
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Jleyenune aytoBocnanuTenbHbiXx 3aboneBaHui, Kak MpaBuio, Tapret-
HO€ M HanpaBfeHO Ha MNOAaBNeHue WM3BbITOYHOM MPOAYKUMM MPO-
BOCMaNUTENbHbIX LUMUTOKMHOB. KOHTPONb OMpefeneHHbiX 3BEHbeEB
MMMYHHOM CMCTEMbI CMOCOBCTBYET Pa3BUTUIO KOHTPONA Hap, 3abone-
BaHMEM. B 3aBMCMMOCTM OT MexaHuM3Ma pa3BWUTUA  ayTOBOC-
nanuTenpHoro 3aboneBaHus noabupaeTca Heobxoammas TapreTHas
Tepanus. Hanpumep, and uMHGNaMMacoMonaTtMu yvalle BCero
HeobxoomMbl UHrMBUMTOPLI M1, ons uHTepdepoHonatmi 1 tmna -
MHIMBUTOPDLI JAK-KMHa3.

B Tskenbix cnydyasx (MeBanoHOBasi auMaypwus, >KM3HEYrpoyKkatolime
uutToneHnn npu  cungpome DADA2, PAID w pgpyrux) cnepyet
paccMOTpeTb BOMPOC O NPOBeOEeHMM TpaHCMNaHTauumM remo-
noaTuyeckux cTeonoBbix knetok (TFCK). B gpyrux cnydasx TICK He
MoKasaHo, MOTOMY YTO XOPOLLMK MPOrHO3 AN 6ONbLUIMHCTBA NtoAeM C
AB3 06bI4HO He onpaBabiBaeT NPObieM U PUCKOB, CBSA3aHHbIX ¢ TITCK.

AB3 - 370 33boneBaHusi C OOCTaTOYHO HEMMOXMM MPOrHO30M MpPU
CBOEBPEMEHHOW AMArHOCTUKE M HAYaTOM Tepanmu.

YTO TAKOE CUHOPOM DADA2
U NOYEMY OH BO3HUKAET?

CuHaopoM pgeduumTa ageHo3mHaesamMuHasbl 2 (DADA2) npencrtasnaet
cobon penkoe 3abonesaHme, KNMHUYECKas KapTMHA KOTOPOro OYeHb
pa3Hoobpa3sHa M, Kak MpaBuMo, BKIOYAET B cebs CUCTEMHYIO BOCna-
NUTENbHYIO PeakuMio B BUAE MPUCTYMNOB NIMXOPaA0oK, BaCKy/IoNaTHio B
BMOE CEeT4YaToro NMBeno, Y3enkKoBOro nonnapTepumTa, UlleMuyeckue
/MU reMopparMyeckme MHCYMbTbl, a TaKkKe MPU3HaKM WMMMYHO-
geduumTa C rMnoraMmarnobynmMHeMmen n KOCTHOMO3roBYO HefQoCTa-
TOyHOCTb. [deduumT ageHo3nHOe3aMuHasbl 2 Tuna  ABAseTcs
ayTOCOMHO-PELIECCUBHBIM  3ab0neBaHMeM, Bbi3biBaeTCa 6uannens-
HbIMM  MyTauusamMu B reHe ADA2(CECRI1), koTopbiM koaupyeT 6enok
afgeHo3nHae3aMmnHasbl 2 (ADA2).



KAK NMPOABNAETCA CUHOPOM
DADA2?

KnunHnyeckasa kapTuHa y naumeHTos ¢ DADA2 BecbMa MHOrorpaHHa.

MopakeHne MenkMX W CPEedHUX apTepud SBNSIETCS OCHOBHOM
KITMHMYEeCKOM ocobeHHOCTblo DADA2. KoXka W LeHTpanbHas
HEepPBHas CMCTEMa NOPaXkaroTCs Yalle BCero. THXKeCTb NopakeHus
LIHC poBonbHO pa3HoOBpasHa: OT TPaH3MTOPHOMU MLLEMMYECKOM
aTaku 40 MLLIEMUYECKOTO MM FreMopparmM4eckoro MHCy bTa.

Jlnxopagka C noBbilleHWMeM ocCTPodasoBbiXx 6OenkoB  KPOBU
(ckopocTbio ocepanua apuTpouutos (COI) u/mnm C-peakTUBHbIN
6enok (C-PB).

bonb B MbILWLAXx, CyCTaBax

YBenudyenme nmuMdaTMIecKux YsnoB, CeneseHKW BCTpedaeTcs Yy
TpeTn naumeHToB ¢ DADA2.

M3MEHeHWe rnokasaTtenen B obLLeM aHanm3e KPoBU: aHeMU (HU3KUIA
reMornobuH), HeUTPODUIbHBIM NEMKOLMUTO3 (MOBbILLEHWE YPOBHS
NENKOUMTOB 33 cYeT HeuTpodunos). Pexe BcTpevaeTcs
nemKoneHns (CHUXKEHUe NEeMKOLUTOB), HeMUTPoneHms (CHUMKeHue
HEUTPODUNOB) M NMaHUMUTONEHUS (CHUXKEHME NEMKOLMTOB, TPOMBO-
LUMTOB, 3PUTPOLUTOB). MHOrOa UMTOMNEHUS SBNSETCA MEepPBbIM U
€OMHCTBEHHbIM NPOSBNEHMeM 3a60n1eBaHus.

runoraMMarnobynuHeMms (CHUXKEHUE YPOBHS UMMYHOMNOBYNMHOB
B KPOBM).

U3 YEMO COCTOUT
ANATHOCTUKA CUHOPOMA DADA2?

OuarHo3z DADA2 ycTaHaBnMBaeTCsi Ha OCHOBaHMWM COBOKYMHOCTHM
KITMHUYECKMX, NabopaTOPHbIX WM MHCTPYMEHTasbHbIX [AaHHbIX C
0693aTeNbHbIM NPOBEAEHMEM MONEKYNAPHO-TEHETMYECKOro aHanmu3a
M/ GYHKUMOHANBHOrO TecTa onpefeneHns akTMBHOCTM 6erka
ADA2 B nnasme KpoBu (CHMXKEHME) CMOCOBCTBYET MOATBEPIKAEHUIO
JuarHosa.
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KAK IEYUTCSH CUHOPOM 7 O
DADA2 U KAKOM NMPOrHO3?

TepaneBTndeckne nogxodpl nnsa nedeHms naumeHtoe ¢ DADA2 B
HaCTOALLIMIM MOMEHT OCTalOTCH 4,0 KOHLA He pa3paboTaHbl.

PelleHns O TakKTUKM Tepanuu OCHOBLIBAIOTCSH Ha [OaHHbIX KIMHMKO-
NnabopaTopHOro BapmaHTa, CTeneHM TAXKeCT 3aboneBaHms.

Y naumeHToB C npeobnagaeM cocygucToro BapuaHTa DADA2
npenapaTtamm Bblbopa ABAAIOTCA MHIMOMTOPBLI dakTopa HeKpo3a
onyxonu anbda (PHO) — nHdPNMKcMMab, sTaHepLenT, aganMMyMab,
Ha ¢$OHe KOTOpbIX Yy OOMbLIMHCTBA OOMbHbIX YAaNoCh OOOUTLCS
KOHTPONS NIMXOPaMOoK, BacKynonaTum M NpeaoTBpalleHUn UHCY b-
TOB.

y NauMeHTOB C rMnoraMMarnobynMHeMment — 3aMecTmuTenbHas Tepa-
MU UMMYHOTTIOBYTMHOM

Tepanusi NauMeHToOB C LMTOMNEHMYECKUMK nposiBneHusMu DADA2
ABNAETCS CNOXHOW 3agayer. TpaHCniaHTaums reMono3aTMYeCKMX
cTBonoBbIX KneTok (TFCK) B HacToslLee BpeMsi pacCMaTPUBaETCH B
KayecTtBe addeKkTUBHOro Metoga nedeHms DADA2 ¢ uuto-
NEeHUYECKMMU NposaBneHMaMU. B ByaylieM Mbl pacCYMTbiBaeM Ha
nosiBNeHne reHHou Tepanmm (3aMeHa gedekTHOro Ha 300POBbIN reH
MyTeM MCMoMb30oBaHWUS BMPYyCa-BeKTopa), T.K. [daHHbIM MeTof, B
HacTosILLLee BPEMS NPOXOANUT aKTUBHOE U3YyYEHME MO BO3MOXXHOCTHU
M3NeYeHUs UM TXKeNbIX reMaTonorndeckux ¢opm DADA2.

[MpoeHo3

Cungpom DADA2 Briepeble 6bin onucaH B 2014 rogy v B HacTosllee
BPEeMsi HeT [OCTaTOYHOrO MWMPOBOro onbitTa Ana GOPMMPOBaHMA
JONITOCPOYHOrO MNPOrHo3a 3aboneBaHus. FCHO, YTO pPaHHAA amar-
HOCTMKA 3aboneBaHMs M CBOEBPEMEHHOE Hayano TepanuMm Crnocob-
CTBYIOT NPeaynpeXXaeHuIo Pa3BUTUS TIXKENbIX OCTIOXHEHWUN.
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