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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 0OCTaTOMHO TOMbKO BPOXAEHHOW YaCTU MMMYHHOIO OTBET3,
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
aKTUMBM3aLMA MOXKET 3aHMMaTb HEeCKONbKO AHeW. Ha aToM 3Tane
MMMYHHbIM OTBET CTaHOBMTCH CreuMPUYHbIM [OJ1 KOHKPETHOro
MUKPObBa. A B pesynbTaTe TaKkoro KOHTakTa MMMYHHOW CUCTEMbI U
Yy>KEPOOHOro areHTa CoxpaHsaeTcs oJiMTeNbHasg MMMYHOOrMYecKkas
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
OCNIOXHEHMA W TPYAHOCTM B OyayuwieM. DTO OCOBEHHO 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 MPOBEOEHUS NpeHaTasibHOM M MPeuMnaHTaLUOHHOM
OMarHOCTUKK. DT UCCNeaoBaHUs NO3BOMAIOT onpenennTb Hanuvme
ayTOBOCMaNMTENbHOrO 3aboneBaHWa y nnoda ele A0 POoXKAeHus
pebeHKa, 4TODObI nevyeHMe MOXKHO 6biNo HayaTb cpa3y nocne
POXXOEHUS, UK AaTb LLIAHC POAMTENAM POAMUTL 300POBOrO Masbllla.
Ob6cneposBaHue nnoga U/mMnu 3MOPUOHA BO3MOXKHO TOJIbKO MPMU
M3BECTHOM B CEMbe reHeTM4YeckoM aedexre.

MHorpga reHetnyeckoe obcnefoBaHWe COCTOMT M3 LENon cepuu
aHanNu30B M MPOBOAUTCH Pa3UYHbIMKM METOJaMM B HECKONbKMUX
nabopatopuax. Mx BbIbOp M MNocnenoBaTeNbHOCTb 3aBUCAT OT
KOHKPETHOro cfny4vyas: OCODEHHOCTEM MNPOSBNEHUM OonesHn u
pe3ynbTaTOB [oreHeTuyeckoro obcnegoeaHua. [Ons  aHanusa
Ob6blYHO [OCTATOYHO HEeBOMbLIOro KOMMYecTBa KPOBM; MHOrga
MOXXEeT NoTpeboBaTbCa COCKOD C BHYTPEHHEeM MOBEPXHOCTU LeKu
WM HOTTU NauueHTa u/unm ero poacTBEHHUKOB.



3.2 MouyeMy HekoTopble AB3 guarHoCTMpyloTCS y B3pOCHbIX,
eCnu ABNAITCS BPOXKAEHHbIMU?

MpPU HEKOTOPbIX MOHOreHHbIX popMax AB3 yxydlleHue NPOUCXoamT
Mef/IeHHO M BOone3Hb NPOSBAAETCS B NOHOM Mepe ToNMbko B 6onee
3penioM  Bo3pacTte. MHorga MMMyHHas  cucCTeMa  CrnocobHa
KOMMEHCUPOBaTb HEAOCTalOLLYIO QYHKLMIO, B TakUX Clydasx cepbes-
Hble NPO6NeMbl He BO3HUKAIOT ONTUe rofpl.

3.3 Yto Takoe HacnepgoBaHMe NEePBUYHbBIX
MMMyHoped1unTOB?

MHorue 3ab6oneBaHMs MMEIOT reHeTMYEeCKoe NMPOUCXOXOEHUE U Nepe-
[aloTCA U3 MOKOMIEHUs B TMNOKoneHue. bonbluas 4YacTb ayToBOC-
nanuTenbHbiX 3aboneBaHnM — BPOXKOEHHBIE: MOMyYeHHble MO Hac-
NeacTBy OT pogmTeNner MM BO3HUKLLME Ha CaMblX PaHHMX CTagmsx
BHYTPUYTPOBHOIO pa3BuTMs pebeHKka. Kak npossutcs 6onesHb M Kak
OHa OygeT nepedaBaThCad B CEMbe, 3aBUMCUT OT  KOHKPETHOrO
3abonesaHuna (Mnu ux rpynnbl). YacTo ceMenHas UCTopums 3abonesaHus
B KOMMMIEKCe C pPas3niHbiIMKM NabopaToOpPHbIMU  UCCNENOBaAHUSAMM
NO3BONSAOT YCTAaHOBWUTb POJb OMPEOENEHHbIX MEHOB MM XPOMOCOM B
Pa3BUTUM ayTOBOCMANUTENBHOIO 3ab0NeBaHMsl Y KOHKPETHOrO naum-
eHTa.

MHbOpMaums O pasnMyHbIX  YHUKamNbHbIX MPM3HaKax 4denoseka
3aKOOMPOBaHa B reHax, KOTOpbIE YNakoBaHbl B OJIMHHbIE, MOXOXKME Ha
HUTKW, CTPYKTYpPbl, Ha3blBaeMble XpoMocoMaMu. Kaxpas knieTka
yenoBeka coaep KuT 23 napbl, UK 46 XPOMOCOM — Bcero 23 Habopa
reHoB. B Ka)kgou mape ogHa M3 XPOMOCOM yHac/nefoBaHa OT MaTepu,
gpyrasg - oT otua. lNonyyaetcsd, 4yto Ana GOPMUPOBAHUS OOHOrO
NPW3HaKa YenoBeK NonyYaeT OguH reH OT MaTepu, OOMH - OT OTLa.

Bo BpeMs Npou3BOACTBa AMLEKNIETKM MM CNepMbl 46 poOUTENbCKUX
XPOMOCOM (23 napbl) Oenstca nornonaM M B MOIOBUHHOM COCTaBe
NonajatloT B COOTBETCTBYIOLLLYIO NOMOBYIO KNeTKy. Bo BpeMs onnopo-
TBOPEHUA 23 XPOMOCOMbI, cofepykalmeca B auuekneTke, obbe-
OMHSIOTCS C 23 XPOMOCOMaMK CrepMaTo3omnaa, YTobbl oblyee ymcno
COCTaBnano 46. TakMM 0b6pasoM, PebEHOK nofydYaeT MOMOBUHY
reHeTr4eckon uHbopMaLmm OT MaTePM, a MOMOBKHY - OT OTLA.



Bce XpOMOCOMbI, KpOMe MOMOBbIX, HA3blBAIOTCS ayTOCOMaMu U
NnpoHyMepoBaHbl OT 1 OO 22 B 3aBMCMMOCTM OT pa3mepa. OpHa
JOMoNHUTENbHas rnapa XPOMOCOM - MofoBas - onpegenser non
MHOMBMAOYYMa. [MoNoBble XPOMOCOMbI ObiBalOT ABYX TMMOB: X M Y-
XPOMOCOMbI. JKEHLUMHbI UMEIOT ABe X-XPOMOCOMbI, @ MY>XYMHbI — MO
ogHon X- n Y-xpoMocoMe. TakuM 0bpa3oM, B AULEKIETKM >KEHLLMH
nonagatoT TONbKO X-XPOMOCOMbI, a B CrepMaTo3omaax MoryT
BCTpeyaTbCca Kak X-, Tak U Y- xpoMocombl. Ecnn cnepmatosoug,
ONNOAOTBOPSIIOLWMM AMLEKNETKY, HECeT X-XPOMOCOMY, TO POAUTCH
pebeHok >eHckoro nona. Ecnu cnepmatosons HeceT Y-XpPOMOCOMY,
TO Non ByAeT My>KCKOM.

MoBpeXxaeHne reHa, WM  MyTauus, MPUBOASLIAS K Pa3BUTMIO
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-peLeccMBHOe HacnepoBaHue?

[N BO3HMKHOBEHMS HEKOTOPbIX ayTOBOCMAaNMUTENbHbIX 3aboneBaHuit
HeobxooMMbl [Ba NOBPEXOEHHbIX reHa Ha obeux xpomocomax (no
O[HOMY OT Kaykgoro poautens). Takue 3aboneesaHus HacneaytoTcs no
ayTOCOMHO-PELIECCUBHOMY Tuny. Ecnm 4Yenosek nonydmn Mo Hac-
NEACTBY TOMbKO OAMH MYTaHTHbIM FeH, TO KIMHUYECKMX MPOABIEHUN
BonesHu He Byper.

Mpu aToM dopMe HacneaoBaHWa NoaM oboMx MOMoB CTPamjaloT C
oOMHaKkoBOM 4actoToM. Oba poauTens naumeHTa SBNATCS HOCU-
TENSAMU NOBPEXKAEHHOMO reHa, XOTS CaMu 300POBbI.

B TakoM ceMbe MnonoBMHa OeTeMr pasHbiX MONOB MOXKET POAMTLCSH, Kak
M poomMTeNu, KIMHUYECKM 300POBbIMU HOCUTENSMM, HO CMOCOBHbLIMU
nepegaeaTb MyTaHTHbIM FeH MO Hacneactsy. 25% pneTten 6yoyT
abCoNIOTHO 30POBbI U He ABNATbCS HOocUTensMu. Ho B 25% cnydaeB
ABe MyTauuM poauTenel MoryT COBMAacTb, Toraa PebEHOK poamTcs
BONbHbIM.



My 3TOM OYeHb BaXKHO MOHATb, YTO B NPOLEHTaX BblpPaXkaeTcsa TOMbKO
BEPOATHOCTb. B peanbHoM XM3HM, NpU HEGOMBLLOM KOMYecTBe aeTen
B CeMbsX, CMy4yaeTca TaK, YTo MyTauus nepepaeTcd pPebeHky npwm
Ka>kgoM rnocnegylollen 6epeMeHHOCTM, a MCxodbl npedbiayLuen
OEepPEeMEHHOCTM HMKaK He BAMAIOT Ha nocnedyoume. [losToMy
€[MHCTBEHHbIM CNOCOBOM MPeaoTBPaTMTb 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).

3.5 Y10 03Ha4YaeT ayToCOMHO-AOMUHAHTHOE HacnepoBaHue?

Mpu HekoTopbix dopMax ayToBOCManUTENbHbIX 3aboneBaHMi NoB-
PEXOEH TONbKO OfMH FeH, PaCMONIOXKEHHbIM Ha ayTOCOME, OflHaKO
3TO NPUMBOOMUT K MPOSIBNEHUO 6bonesHn. B Takmx  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 I‘apaHTMM 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-
OOMMHAHTHbIM HacfefoBaHMEM O4YeHb BaXHO obcnenosatb
POACTBEHHWKOB MalMeHTa, B TOM YMClie M B3POC/bIX, Ha npeaMeT
HOCUTENbCTBA MYTaHTHbIX [EHOB, TakK Kak nNpuW 3TOM Tune
HacneooBaHMs 6One3Hb Yy pPas3HbiX YNEHOB CeMbM MOXeT
NPOABNATLCA YaCTMYHO M Janeko He cpasy. MHorga KAnHudYeckme
NPM3HaKM ayToOBOCMaNMTENbHbIX 3a60M1€eBaHUI BbIABNSIOTCS NULLb
BO B3pPOC/IOM BO3pacTe.

e

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
nposBneHni bonesHu gaesatb He ByaerT.

Hanbonee spkun npuvMep MOMreHHoro HacnegosaHusa AB3 3T1o
npoTeacoM-accoummnpoBaHHble cuHapoMbl (CANDLE, JMP).



3.7 Kak posro ayToBocnajiuTenbHoe 3aboneBaHne MoXKeT
nepepaBaTtbcs notoMKam?

Mpu BCex BapuaHTax HacNeOoBaHWA MOBPEXAEHHblIE FeHbl MOryT
nepenaBaTbCad W3 MOKONEHMA B MNOKONeHue. Ecnu roBopuTb O
BEPOSTHOCTM  HACNedoBaHMsi, TO OObIMHO oOnpefenieHHbIM  reH
nepenaeTcs TONMbKO HEKOTOPbIM [OeTdM, HO He BceM. Ecnu reH
3aboneBaHus nepepaetca OT poauTens K pebeHKy, TO OH MOXXeT
BMNOCNEACTBMM MNepedaBaTbca OT 3TOro pebeHka K HEeKOTOPbIM ero
[OeTaM, 1 Tak Janee. B KaXkaoM NoKONeHMU CyLLLeCTBYET onpeaeneHHas
BEPOSATHOCTb [a/bHEMLLIeN nepeaadm NoBPeXaeHHOro reHa. MIMeHHo
NO3TOMY reH 3aboneBaHusi, Kak M NOOOW [OPYron reH, MOXKeT
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, MNPOBOAMUTCA 33a00OP BOPCUMH XOPMOHA WK
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
KNeTKU Nnopa.



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
aMHMOTMYECKOM >KMOKOCTM He YyOaeTcsl, reHeTUYeckuMi MaTepwuan
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
MOJEKYNSAPHO-TEHETMYECKOe UCCefoBaHMe — MOUCK MyTalmM, CTaB-
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. EcnM 3TO0 MO  KakMM-TO MPUYMHAM  HEBO3MOXHO WU
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
NPOoBeOEHMS MPEMUMITIAHTALMOHHOU OMArHOCTUKM B CEMbSAX C ayTo-
BOCHMaNMTENbHbIMM 3a60NeBaHMAMU €CTb U B Poccuu.

Jiobble BOMPOCHI, KaCatowmecd ninaHMpoBaHUA CeMbU, HOCAT UCKIIIO-
YUTENbHO NINYHbIM XapakKTep.
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OpOHaKo MPU MPUHATUM PELUEHUA OYEHb BaXKHO 3HaTb O JAMarHoc-
TUYECKUX MeTOfax M BO3MOXHOCTSAX MPOBEOEHWUS MpeHaTanbHOM M
NPEUMMNaHTALUMOHHON [OMArHOCTUKM O CEeMeM, CTONKHYBLUMXCS C
BPOXOEHHbIMM 3a00NEBAHMAMM MMMYHHOM CUCTEMBI. DTy MUHPOpP-
MaLMIO MOXKHO MOMYYMTb OT BalLero neamaTtpa, a Takxke y UMMyHosora,
reHeTMKa UM akyLlepa-rMHeKonora.

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@fnke.ru



NMPOABTIEHAA
AYTOBOCHNAJIUTENbHbIX
3ABOJIEBAHUU

Ecnv MyTaummM reHoB WMMMYHHOM CUCTEMbl MPUBOASAT K NEerkum
NOBPEXAEHUAM MMMYHUTETA, Toraa 3abonesaHMe MOXKET Ha4yaTbCa B
bonee nosgHeM, Aaxke B3POCMOM Bo3pacte. A 6biBaloT AedeKThl,
KOTOpble BbI3blBAOT TsXKENyto Bone3Hb y>XXe B rnepsble Mecalbl Unu
JaXke [HM, Yacbl >KM3HM, 4YTO KpamHe OnacHO [/ MaeHbKoro
yenoseka.

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

4.1 OCHOBHble MeXaHM3Mbl MOHOIeHHbIX $OpM
ayToBocCnanuTesnbHbIX 3abonesaHui

Mpu  HapyweHun  OYHKUMOHMPOBAHMS
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.

B MX OCHOBe NeXWT amcperynsaums
MHTEPdEPOHOBOrO MyTU, YTO OTPaXkaeTcs B rMNepnpoayKkumm, B
OCHOBHOM, a 1 B MHTepdepoHOB. ManmTpa KIMHMYECKMX NPOSBIEHN
B CBA3M C MHOMOYMCNIEHHOCTbIO FPYyMMbl KpalHe pa3HoobpasHa W
MOXKET BK/IIoYaTh B Cebsi MopakeHme LLeHTPasIbHOM HEePBHOM CUCTEMBI,
ObIXaTeNlbHOM, COCYAMCTOM CMCTEMbI, KOXM, MOAKOXKHO->KMPOBOM
KNeTYaTKM U MHOMUX APYTrMX CUMMNTOMOB.

MMEET BbIPAXKEHHYIO KIIMHUYECKO-
NabopaToOPHYIO MHOMONIMKOCTb B BUAE reMaToNIorMyeckmx npossre-
HUIA OT KOCTHOMO3rOBOM HEAOCTAaTOMHOCTM BN/OTh [0 aniasun KpoBe-
TBOPEHUS, MPOSIBNEHMIN CUCTEMHOrO BaCKyNUTa, MOPaXKEHUs >Keny-
[OOYHO-KMLLEYHOrO TpaKTa, MoYeK, HEBPOSIOrMYECKMX HapPyLUEHWMM U
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.

Cnepytowmit aTan - NabopaTtopHas U MHCTPYMeEHTaNbHas AMarHOCTMKA.

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

[edekTbl BPOXXOEHHOro 3BEeHa WMMMyHMTETa MOryT MPUBOAMTL K
NOPaXKeHMIO Pa3MYHbIX OPraHOB, MO3TOMY A1 AMArHOCTUKM U OLEHKM
CTEMEHM  BbIPAXKEHHOCTM  3TUX  MOBPEXOEHWM  UCTONb3YOTCA
Pa3Nn4YHble MHCTPYMEHTaNlbHble MEeTOAbl, TakMe Kak KOMIMbIOTEepHas
ToMorpadusa (KT), MarHUTHO-pe3oHaHcHas Tomorpadumsa (MPT), 330-
daroracTpoayoaeHOCKoNMs, KOMoHOCKonua U T.0. MHorga Heobxo-
OUMO UCCNeaoBaTb YacTb TKaHW NOA MUKPOCKOMOM NOCne NpoBeneHus
Buoncuu.

[na noucka MyTaumm (reHetmueckoro gedekra, KOTOPbIM nMpueen K
3aboneBaHuIo) TaKke HeobxogMMo creuuanbHoe obopyaoBaHMe U
CNOXKHbIE aHaNMUTUYECKME NPOrPaMMbl A1 PacLUMPPOBKM NOMYYEHHbIX
pe3ynbTaToB. MHOrOa BbINOMHEHWE TAaKOro MCCNENOBaHUS 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.



Jleyenune aytoBocnanuTenbHbiXx 3aboneBaHui, Kak MpaBuio, Tapret-
HO€ W HampaBNeHO Ha MOJaBeHUe M3ObITOYHOM MPOAYKLUMM MNPO-
BOCMaNUTENbHbIX LMTOKMHOB. KOHTPOMb OnpefeneHHbiX 3BeHbeB
MMMYHHOM CMCTEMbI CMOCOBCTBYET Pa3BMTMIO KOHTPONA Hag, 3abone-
BaHMeM. B 3aBMCMMOCTM OT MexaHM3Ma pPa3BUTUS ayTOBOC-
nanuTenpHoro 3aboneBaHus noabupaeTca Heobxoammas TapreTHas
Tepanua. Hanpumep, ana wuHdnaMMacoMonaTMu valle BCEro
HeobxoomMbl UHrMBUMTOPLI M1, ons uHTepdepoHonatmi 1 tmna -
MHIMBUTOPDLI JAK-KMHa3.

B Tsenbix cnyyasx (MeBanoHOBas aumaypus, >KM3Heyrpoykatoliue
uutToneHnn npu  cungpome DADA2, PAID w pgpyrux) cnepyet
paccMOTpeTb BOMPOC O NPOBeOEeHMM TpaHCMNaHTauumM remo-
noaTMyeckux ctBonoBbix knetok (TICK). B gpyrmnx cnydasx TICK He
MoKa3aHo, MOTOMY YTO XOPOLLMK MPOrHO3 A 6ONbLUMHCTBA 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 CHUHOPOM PAID
U NOYEMY OH BO3HUKAET?

PSTPIPT-accoummnpoBaHHbiM BocnanuTenbHbii cuHgpoM (PAID) npepq-
cTaBnser CcoboM pas3uyHble KIMHMYECKME BapuaHTbl TeyeHus
ayToBOCMaNMUTENbHOIO 3aboNeBaHMs, BO3HMKAIOLIEro B pe3yrnbTaTte
MyTaumi B reHe PSTPIP1 ¢ ayTOCOMHO-AOMMHAHTHbIM TMUMOM Hacne-
JOBaHUS, MPUBOLOSALLMX K HapyLleHuio 6enka PSTPIP1. 3To npuBogmT K
rMMNEPNPOAYKUMM NPOBOCMANUTENbHbLIX UUTOKMHOB, Kak W11, W8,
®HOQq, uHTepdepoH v, U8, NN17.



KAK NMPOABNAETCA CUHOPOM PAID?

Bapuaums nposiBneHu KIMHM4eckmnx cuHapoMa PAID B paMKkax OfHOro
reHeTUYecKkoro 3aboneBaHUs o4YeHb pasHoObpasHa — OT JOKasbHbIX
KOXXHO-CYCTaBHbIX MPOSBNEHWUM A0 BblPa>XEHHbIX TIXENbIX CUCTEMHbIX
NPOSIBNEHMM C MaHLUMTOMNEHUEN.

KnuHuyeckue ¢popmbl cuHdpoma PAID:

* PAPA-cuHOpPOM sBnsieTcs Hanbornee pacrnpocTpaHeHHOU GopMOoN
13 rpynnbl PAID 1 BKItoYaeT B cebsi CUMNTOMOKOMIIEKC: MUOrEHHbIM
ApPTPUT, FAHIPEHO3Haa nuogepMua U akHe. [Ong cuHgpoma PAPA
XapakTepHa MaHubecTaums KIMHUYECKUX MPOSIBNEHUA B PaHHEM
[IETCKOM BO3pacTe C peLmamMBMPYIOLLEro CTEPUIbHOIO 3PO3UBHOIO
apTpMTa M MOBTOPSIOLUMMUCS  BOCMANMUTENbHBIMU  3MM304aMM,
KOTOPbIE HAaNOMMHAIOT CENTUYECKMIM apPTPUT. [PKU BHYTPUCYCTaBHOM
MYHKUMM MOXKET ObITb MOMydeHa MyTHas THOMHas >KMOKOCTb C
BONbLLUMM KOMMYECTBOM HenTpodunos. B nybeprtaTHOM nepuope
CMMMTOMbI aPTPMUTa YTUXAIOT, & KOXHbIE CUMMMTOMbI OBOCTPSAIOTCS -
y3€mKM, Mmanysbl, NyCcTynbl B TE@YEHME HECKOSIbKMX Hedesb BbiCTpo
NPEBPAaLLaOTCS B raHrPEHO3HYO MMOOEPMUIO.

* PAMI-cuHOpOM BK/IOYaET B cebd valle THKeNoe XPOoHUYeckoe
CUCTEMHOE  BOCMa/ieHWe, YBENMYEHME  PasMEpPOB  MEYEHM,
ceneseHkM, CHWXKEeHME KNeToK nepudepryeckon KpoBM: Yalle
HEUTPOMEHUIO, HO BO3MOXXHO Pa3BUTUE M MaHLMTONEHMU (CHUXKEHUE
BCEX POCTKOB KPOBETBOPEHMS).

* PAPASH-cuHOPOM BKNtOYaeT B CeBS raHMPEHO3HYIO MUMOOEPMUIO,
aKHe, THOMHbIM MTMAPAOEHUT M aKCUaNbHbIM CMIOHAMMNOAPTPMT.

* PAC-cUuHOPOM BK/OYaET B CeBs raHrPEeHO3HYI0 MMOOEPMUIO, akHE,
A3BEHHbIN KOMMT.



U3 YEro COCTOMUT
ANATHOCTUKA CUHOAPOMA PAID?

3anogos3putb cMHOPOoM PAID MOXXHO Ha OCHOBaHMKU KITMHUYECKMX
MPOSIBNIEHMM OMMUCaHHbIX Bbile. [Mpn nabopaTopHOM obcrnenoBaHMM
MO>XHO BbISIBUTb Hecrneuudmieckne npm3Haku BocrnaneHms ¢ aHeMmen
n nosbilleHeM CO3 (ckopocTbio ocepaHma spuTpoumtos (CODI)
n/vnm C-peaktmBHbIM 6enkom (C-PB).

YHWUKaNbHOM OCOBEHHOCTbBIO, OTMYatoLLLEN CUHOPOM PAMI OoT apyrmx
BapuaHToB PAID, 9BngeTcd 3HauYMTEeNbHOE TMOBbILIEHWME B KPOBM
KanbnpotekTnHa (MRP8/14) u umHKa.

MoateepykaaeT AMarHo3 TOMbKO MOMEKYNAPHO-TeHETUYECKMI MeTof,
npEM MNOMOLLM KOTOPOro OMNpefensaeTcs KOHKPETHbIM reHeTUYeCKUM
nedexT (MyTauus) B reHe PSTPIPT.

KAK JIEHUTCH CUHOPOM PAID?
N KAKOU NMPOITHO3?

HecMOTps Ha MOHWMaHME MOMEKYNAPHO-TEHETUYECKMX WU MaToreHe-
TMYeckux ocHoB PAID, Bonpoc a¢deKkTUBHOM Tepanmu 3abonesaHus
OCTaeTCH OTKPbITbIM.

B Tepanun PAID npuMeHAIOTCS pasnnyHble MMMYHOCYNPeCCUBHbIE
npenapaTtbl, Hanbonee pPacnPOCTPaHEHHbIMU M3 KOTOPLIX ABMAIOTCA
FNIOKOPTUKOCTEPOUIbI, MHIMBUTOPLI DHO, nHrMbmTopbI /1.

B 2021 r. 661N NpeacTaBneHbl pe3ynbTaThl PaauKanbHOW Tepanmu K-
HMdyeckon ¢opMbl PAMI B BMOe anoreHHoM HepOACTBEHHOM
TPaHCNNaHTALUMW FEMOMO3TUYECKMX CTBOSIOBbIX KNETOK, KOTopas
npueena K NoHOMY BbI3AOPOBNEHMIO ¥ 5 naumeHToB. TaknMM obpasoM,
annoreHHas TICK gaBngeTca KypaTMBHOM OMUMEN MPU Pa3BUTUM
TSOKENbIX YKM3HEYTPOXKAOLMX, PE3UCTEHTHBIX K NMPOBOAMMOM Tepanmm
COCTOSIHUM NPK CMHOPOME PAMI,

B HacTosLee BpeMs HET JOCTaTOYHOrO MMPOBOrO Ofbita AJis dop-
MUPOBaHMSA [OONTOCPOYHOrO MPOrHo3a 3aboneBaHus. SCHO, 4TO
paHHAS OMarHOCTUKa 3aboneBaHMsi U CBOEBPEMEHHOE Havano Tepa-
MMM CNOCOBCTBYIOT MPEAYNPEXAEHUIO Pa3BUTUS TSHXKENbIX OCMOX-
HEHUM.
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narawnEod KU/Q 8NQO20U 0X29hNQOWS
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