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nPO MMMYHMUTET

MMMyHHaa cucCTeMa Hy>KHa 4YenoBeky afis 60pbbbl C PasnMyYHbIMU
MHPEKUMAMM U KOHTPONSA 3a PaboToM COBCTBEHHbLIX OPraHoB W
TKaHeM. Y 300POBbIX /OOEN MMMYHHbIM OTBET Ha BHELUHME
«BTOPXKEHMSA» BK/IIOYAET [BE YaCTM.

MNepBoM nMHMEN OBOPOHLI SBMSETCH BPOXAEHHAds cucTeMa
MMMYHUTETa, cCocTodAlaa M3 Ocobbix KneTok (HeuTpodunos,
Makpodaros), CUHTE3UPYEMbIX UMW BELLECTB - LUUMTOKMHOB, a Tak>Ke
KOMMOHEHTOB CMUCTEMbl KOMIMIEMEHTa, KOTOpble B COBOKYMHOCTU
obecneunsaloT Hecrneuudmuyeckyto, ToO eCTb He afanTUPOBaHHYIO K
KOHKPETHOMY MUKPOBY peakumio. BaXkHOM 4acTblo BPOXOEHHOro
MMMYHHOTO OTBEeTa fBMSETCS BOCManeHue - obuwas peakuus
OopraHu3aMa, COMPOBOXKAAOLIAACSA MOBbILIEHMEM TeMnepaTtypsl,
paboToM BCEX CUCTEM B pPEXXMME «OMacHOCTb», W MNpodyKuuen
crneuuanbHbiX MNPOTMBOMUKPOBHbLIX BelwlecTs. Korga WHdekums
nobexxaeHa, BOCMajeHUEe 3aKaHYMBAETCHA M YeNOBEK YyBCTBYET
cebs «BbI30OPOBEBLLMMY,

MHoraa AOCTaTOYHO TOMbKO BPOXAEHHOW YaCTU MMMYHHOIO OTBETa,
4TOBbI CNpPaBUTbCH C MHPeKUMen. Ho 0BblMHO BPOXKAEHHasd cucTeMa
«OEePXXUT OBOPOHY» OO Tex Mnop, MokKa aKTUBM3UPYyeTCH, Tak
Ha3biBaeMasa afanTUBHAsA UM NPUOBPETEHHAA YaCTb UMMYHUTETA.

ApanTuBHas peakuus 9BNSeTCS BTOPOM NMHMEM OBOPOHbI, U eé
aKTMBM3aLUMA MOXKET 3aHMMaTb HEeCKOJIbKO AHeW. Ha 3ToM aTane
UMMYHHbIM OTBET CTaHOBMTCA CrneuMPuUHbIM O/18 KOHKPETHOro
MUKpPOBa. A B pesynbTaTe TaKoro KOHTakTa MMMYHHOM CUCTEMbI U
Yy>K€POOHOro areHTa coxpaHseTcsa omMTeNbHas MMMYHONOrMYecKkas
namMaTb, 4YTO MO3BOMSET OTBeYaTb Ha MNOBTOPHbIE «BTOPXKEHUS»
bonee adpdeKkTMBHO.



NMPO AYTOBOCIAJIEHHE

AyToBOCNaneH1e NPeAcTaBnseT COOOM HapyLUEHHbIM BPOXOEHHbIM
MMMYHHbIM  OTBET, KOTOPbIM MNPMBOAMT K XaoTMYecKon u/mnu
CMOHTaHHOM aKTMBALIMK BOCMaNeHuMs], C M3BbITOYHOWU NMpomdyKLUMen npo-
BOCMaUTENbHbIX LIUTOKMHOB.

AyToBocnanutenbHble 3abonesBaHusa (ganee AB3) — 6onbluad rpynna
3aboneBaHMK, BbI3BaHHbIX OePEKTOM BPOXKAEHHOMO 3BEHa MMMYHU-
TeTa, KOTOPbIN MPMBOAUT K MOBTOPHOMY,/MOCTOSAHHOMY BOCHMaNneHMio,
33 CYeT HapylleHMs pPaboTbl Pa3sHbiX MEXaHU3MOB BPOXOEHHOro
UMMYHUTETA.

AB3 pasgeneHbl Ha OBe GonblumMe rpynnbl: MOHOTE€HHble, B OCHOBE
KOTOPbIX NEXUT MONEKYNAPHO-TEHETUYECKMM OedeKT, U MyNbTU-
dakTopmanbHble GOPMbl, B OCHOBE KOTOPbIX NIEXWUT COYEeTaHUa paaa
BHELUHUX WM BHYTPEHHWUX aKkTopoB. B HacTosliee Bpems BbloensioT
CeMb  OCHOBHbIX MEXaHWM3MOB  Pa3BMTMS  MOHOMEHHbIX  ayTo-
BOCManUTENbHbIX  3aboneBaHui, M AB3  knaccuduumpyrotca B
COOTBETCTBME C ITUMWM MexaHu3MaMu. ITO MHdNaMMacoMonaTuu,
nHTepdepPOHONaTUM, aKTUHOMNATUK, PENOMNaTUKU, COCTOAHUS CBA3aHHbIE
c peduuptoM depMeHTa ADA2, CTPECCOM 3HOOMIa3MaTUYeCKoro
PETUKYNYYMa 1 MyTaUpMsMU B SHOOMEHHbIX aHTaroHMcTax (pedb 06 3ToM
nouaeT HUXKe).

MPUYMHOM MOHOTEHHbIX PopPM AB3 aBNAIOTCA reHETUYECKME MONOMKM —
gedexTbl, UM MyTauuu, KOTOPbIe MPOU3OLIN B MeHax, KOAMPYOLLMX
nHpopMaumMio O paboTe pasHbiX MOMEeKyl MMMYHHOM CUCTEMBbI.
MyTaummn npu AB3, Kak npaBuMnO, MNOBPEXOAOT OOMH M3 TEHOB,
KOHTPOMMPYIOLMX CMOXKHbIM MexaHM3M BocnaneHus. B pesynbTate
TaKkoro MOBPEXAEHUS CUHTE3UPYETCA HenpaBuibHbIM Benok  unu
C/MLLKOM Majioe ero KOMM4ecTBO, M HopManbHas yHKums 6Genka
Hapyliaetcs. [pu obcnenoBaHMM MauMeHTa B HEKOTOPbIX Cry4asx
MyTaLMIO MOXKHO OMpeaenuTb BbICTPO, B APYrMX — MOWUCK 3aHMMaeT
NPOAOKMTENbHOE BPEMS.

Ha cerogHswwHUM aeHb HayKe M3BecTHO Bonee 50 reHoB, YbK MOMOMKM
OTBEYalOT 33 Pa3BUTUE ayTOBOCMANMTENbHbIX 3a6oneBaHmi. BoigeneHue
reHeTMyeckoro paedekta MO3BONAET cCreumanMcTaM MNoATBepamTb
NPaBU/bHbIM OMarHO3, MOHATb, KaK Pa3BMBAIOTCH 3TU 3aboneBaHMs U
nogobpaTtb HeobxogMMoe neveHue.



MEXAHM3Mbl HACJIEQOBAHMUA
MYTALMM, NPEHATANIbHASI AMATHOCTUKA
U CEMEMHOE KOHCY/IbTUPOBAHME

3.1 NMoyeMy He06Xx0AMMO YCTaHOBUTb FEHETMUYECKYIO MPUYMHY
ayToBocnanutenbHoro sabonesaHus?

FeHeTMyeckoe obcnegoBaHMe MOXET NOATBEPAMTb  AMarHos3
ayToOBOCMNaNnMTeNbHOro 3aboneBaHus, 4YTO MNO3BOMWUT  BpayaM
BbiIOpaTb adeKkBaTHOE JleyeHMe W NpeaBuaeTb BO3MOXKHbE
OCNTOXKHEHMA M TPYOHOCTM B byayuwieM. OTO OCOBEeHHO BaXkHO,
Korga y nauMeHtTa HeT TUMUYHbIX MNPU3HAKOB M CUMMNTOMOB
3aboneBaHus. Mockonbky MHorne AB3 noOxoxu gpyr Ha gpyra,
reHeTUYeckoe obcnefoBaHMe MOXET BbIABUTb UCTUHHYIO MPUYKHY
BonesHu naumeHTa.

3HaHWe reHeTuyeckoro gedekrta TakxKe no3BONMT OnpenenmTb, Kak
Hacnepgyetcs  3aboneBaHMe M KOMy U3  POACTBEHHMKOB
3abonesliero HeobxogMMO MNPOBECTM FeHeTMYECKUM aHanu3 [o
Pa3BUTUA NPOABNEHNA BONE3HU UM CEPbE3HbIX OCOXHEHMN.

Ewe OOHOM BaXKHOM MPUYMHOM [18 MOMCKA MyTauuu B reHax,
OTBEYaloLWMX 3a pa3BUTME MOHOreHHbix ¢opM AB3, daBnsercs
BO3MOXXHOCTb NPOBEAEHMSA NPeHaTanbHOW M NPEeMMIIaHTaLMOHHOM
OMarHOCTUKU. DTU UCCNEefOBaHUS NO3BONSIOT ONPEeAenTb Hannyue
ayTOBOCMaNMTENbHOrO 3aboneBaHuWs y nnoga elwe OO0 POoXXAeHus
pebeHka, 4TODObI nevyeHMe MOXKHO 6biNo HayaTb cpa3y nocrne
POXAEHMS, UK AaTb LWAHC POAMTENAM POOMUTL 300POBOrO Marbilla.
ObcnepnosaHue nnoga wu/vnu 3MBpPUOHA BO3MOXXHO TOMBbKO MPW
M3BECTHOM B CEMbE reHeTM4YeckoM aedekxTe.

MHorga reHeTuyeckoe obcCnefoBaHME COCTOMT M3 LENOM Cepuu
aHanM3oB M MPOBOAMTCS PAa3/IMYHbIMU METOAAMU B HECKOMbKMX
nabopatopusx. Mx BbIGOP M MNOCNEnOBaTENbHOCTb 3aBMCAT OT
KOHKPETHOro cny4yas: OCODBEeHHOCTEM MNPOSBNEHUM 6onesHu u
pe3ynbTaToOB [oreHeTuyeckoro obcnefoBaHus. [Ona  aHanusa
OBbIYHO [JOCTATOYHO HEeBOMbLWOro KoMM4yecTBa KPOBM; MHOMOA
MO>XeT noTpeboBaTbCsi COCKOB C BHYTPEHHEM MOBEPXHOCTU LLEKM
WKW HOTTW NaumeHTa M/ unm ero poacTBEHHUKOB.



3.2 Mo4yeMy HeKkoTOopble AB3 AMAarHOCTHMPYIOTCH Yy B3POC/bIX, €CINU
ABNAIOTCA BPOXKAEHHbIMU?

MpPU HEKOTOPbIX MOHOrEHHbIX dopMax AB3 yxydLleHne NpPOoUCXoamT
MeL/IeHHO M 60ne3Hb NPOABNSETCA B MOMHOM Mepe ToMbko B Hornee
3penoM Bo3pacTe. MHorga MMMyHHas cCUCTeMa CMOCOBHa KOMMEH-
CUpOBaTb HepoCTatolWyo GYHKUMIO, B TakuMx Cly4dasx CepbesHble
npobneMbl He BO3HMKAIOT JONrMe rofpl.

3.3 Yto Takoe HacnepoBaHUe ayTOBOCHANIUTENbHbIX
3aboneBaHuMn?

MHore 3aboneBaHus MMEIOT FeHETUYECKoe MPOUCXOXIAEHUE W
nepenatoTca M3 MoKoNeHUs B MokoneHune. bonbluas YacTb ayToBOC-
nanuTenbHbIX 3ab0NeBaHU — BPOXKAEHHDBIE: MOMyYeHHble Mo Hacnen-
CTBy OT poguTenen WnM BO3HMKLLUME Ha CaMbIX PaHHWMX CTagmsx
BHYTPUYTPOBHOrO pa3BuTMs pebeHKka. Kak npossutcs 6onesHb M kak
OHa OypeT nepepaBaTbCd B CEMbe, 3aBUCUT OT KOHKPETHOIO
3aboneBaHus (MK Mx rpynnbl). YacTo ceMelnHas UCTopus 3aboneBaHms
B KOMMMIEKCe C pPas3niHbiIMKM NabopaTOpPHbIMU  UCCNENOBaAHUSAMM
NO3BOSMAIOT YCTAHOBUTbL POJIb OMPEAENEHHbIX NTEHOB MM XPOMOCOM B
Pa3BUTMM  ayTOBOCMANMTENbHOrO 3aboneBaHMs Yy  KOHKPETHOro
naumeHTa.

MHbopMaLmMsa O pPa3fMYHbIX  YHUKAmNbHbIX MPM3HAKax 4denoseka
3aKOAMPOBaHa B MEHax, KOTOPble YNaKoBaHbl B OJIMHHbIE, NOXOXME Ha
HUTW, CTPYKTYpPbl, Ha3blBaeMble XpOMoOCOMaMu. Kaxgas KieTka
yenoBeka coaep KuT 23 napbl, UK 46 XPOMOCOM — Bcero 23 Habopa
reHoB. B Ka)kgoM mape ogHa M3 XPOMOCOM yHac/nefoBaHa OT MaTepM,
apyras - oT otua. lNonydyaercd, 4to And GOPMMPOBAHMSA OOHOrO
NPW3HaKa YenoBeK NonyvaeT OguH reH OT MaTepu, OOMH - OT OTLa.

Bo BpeMs Npou3BOACTBa SMLEKNETKM MU CNepMbl 46 POAUTENbCKMUX
XPOMOCOM (23 napbl) Oenstca nornonaM M B MOIOBUHHOM COCTaBe
nonagatoT B COOTBETCTBYIOLLIYIO NOMOBYIO KNeTKy. Bo BpeMs onnogo-
TBOPEHUA 23 XPOMOCOMbI, cofepykalumeca B auuekneTke, obbe-
OMHAIOTCA C 23 XPOMOCOMaMK CrepMaTo3omnaa, YTobbl obliee ymcno
coctaBnano 46. TakuM o06pa3oM, pPebEHOK MnonyyaeT MNONOBUHY
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, a8 B CNEPMaToO30Mnaax MOryT BCTpe-
YaTbCcs Kak X-, Tak M Y- XpoMocombl. Ecnu cnepmatosoung,
ONNOAOTBOPSIIOLWMM AMLEKNETKY, HECeT X-XPOMOCOMY, TO POAUTCH
pebeHok >eHckoro nona. Ecnu cnepmatosons HeceT Y-XpPOMOCOMY,
TO Non ByAeT My>KCKOM.

roBperkaeHue reHa, MM MyTaums, NPMBOLOSALLEAS K Pa3BUTMIO 3abone-
BaHMS, MOXET HaxoOMTbCA Kak Ha ayTOCOMe, TaK M Ha MOMoBOM X-
XpoMocoMe. MHorpa ans npossieHns 6onesHn AOCTaTOMHO OfHOM
MyTauuW, MHOrga HeOoBbXOoAMMO [Be — MO OJHOM Ha KaXkgon u3
XPOMOCOM napbl. B 3aBMcMMOCTM OT 3TOro AB3 MoryT nepenaBaThcs
Nno HacneacTBy OOHMM M3 TpPex CnocoboB: X-CLEMNMeHHbIM pelec-
CMBHbIM, 8y TOCOMHO-PELEeCCUBHbIM UM 8y TOCOMHO-AOMUHAHTHbIM.

3.4 YTO TaKOE ayTOCOMHO-peLecCCUMBHOE HacneaoBaHue?

[ns BO3HMKHOBEHMSI HEKOTOPbIX ayTOBOCMANUTE/bHbIX 3aboneBaHuM
HeobxoauMbl OBa MOBPEXOEHHbIX reHa Ha obenx xpomocomax (no
OOHOMY OT KaXkgoro poauTens). Takve 3aboneBaHMs HacnemdyoTcs no
ayTOCOMHO-peLecCcHBHOMY  Tuny. EcnmM  yenoeek noayuun no
HaCNeACcTBy TONbKO OOMH MYyTaHTHbIM FeH, TO KIMHUYECKMX MPOAB-
neHu bonesHu He ByaerT.

Mpu aTOM dopMe HacnegoBaHUs Ntoay OBOMX MOMOB CTPAAAlOT C
ooMHaKkoBoM 4YactoTon. Oba poguTens naumeHTa  SBNSIOTCS
HOCUTENSAMU MOBPEXAEHHOMO reHa, XOTS CaMm 300POBbI.

B TakoM ceMbe NonoBUHa AETEN Pa3HbIX NMOOB MOXXET POAMTLCS, 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.



MK 3TOM OYeHb BaXKHO MOHATb, YTO B NPOLEHTaX BblpPaXkaeTcsa TONbKO
BEPOATHOCTb. B peanbHoM XM3HUW, NpU HEGOMLLLOM KOIMYeCcTBe AeTen
B CEeMbsX, CMy4YaeTca Tak, YTO MyTauma nepenaeTcs pPebEHKy npu
KaXkOoM nocnemytollen 6epeMeHHOCTH, a MCxomdbl npedbiayLien
OEepPeMEeHHOCTM HMKaK He BAMAIOT Ha nocnegyowme. [loatoMy
€MHCTBEHHbIM CMNOCOBOM NPEfOTBPAaTUTb HOBYIO BCTPEYY C MyTaluen
ABNgeTCA MNpoBepKa Mnoga MM SMBpMOHA NPM  KaXKgoM HOBOM
BepeMeHHOCTU UNK e€ NIaHNPOBaHMU (Pedb 06 3TOM NOMAET HUXKE).

CaMble pPacnpOCTpaHEHHbIE ayTOBOCMaNUTENbHbIE 3aboneBaHus C
ayTOCOMHO-PELIECCMBHBIM TUMOM HacNeqoBaHWUa — CUHAPOM aeduumTa
MeBanoHatkuHasbl (MKD/HIDS), ceMelHasi cpenu3eMHOMopcKas
nuxopaaka (FMF), cuHpgpoM geduupmta ADA2 (DADA2).

PY q‘ 'P
3.5 YT1o Oo3HavYaeT ayTOCOMHO-AOMMHAHTHOE HacneaoBaHue?

Mpu HekoTopbix ¢opMax ayToBOCMNaNMTENbHbIX 3aboneBaHMM
MOBPEXOEH TOMbKO OOMH FeH, PaCrONIOXKEHHbIM Ha ayToOCoMe,
OfHAKO 3TO MPUBOAMT K MPOSBNEHUIO BonesHn. B Takmx cny4dasx
HOPMaslbHbIM MeH B MPMUCYTCTBMM MYTMPOBABLLErO reHa He MOXXeT
KOMMeHcUpoBaTb obpasoBaBlwMiCa AedekT. DTO aBfeHMe Hasbl-
BaeTCA OOMUHUPYIOWUM HE2AMUBHLIM 8/IUSIHUEM.

MpuMepbl ayTOBOCMAaNUTENbHbIX 3abofeBaHni C ayTOCOMHO-AOMM-
HaHTHbIM HacnegoBaHMEM — KPUOMMPUH-aCCOLMMPOBAHHbIM Nepuo-
amyeckmi  cuHgpoM  (CAPS), TNFr-accoumupoBaHHbIM  NMepuoan-
yeckuh cuHapoM (TRAPS), STING - accoummnpoBaHHas BacKynonaTms
(SAVI).



MNpn ayTOCOMHO-OOMMHAHTHOM TUMNE HaCNefoBaHUs BEPOSTHOCTb
pOXXOeHUs 300poBOro pebéHka cocTaenseT 50%: MonoBuHa aeTen
pa3HbIX MOMIOB MOXKET BbiTb 30OPOBa, HO MPM 3TOM MONIOBMHA MOXKET
NONMyYMTb MYTaHTHYIO KOMMIO reHa. OgHako, M B 3TOM Cllyyae He
CYLLLECTBYET HMKAKMX rapaHTUi, YTO MyTaHTHbIM FeH He OOCTaHeTCs
pebEHKyY NpM Kaxkaou nocneqytoLen bepemMeHHocTH. MNpeackasaTb 3TO
pacnpefeneHme HeBO3MOXKHO, BO3MOXHO /MLb MPOBEPUTb MNNOA Ha
Ha/M4yMe MyTaumm MPU HacTynuBLUEN BepeMeHHOCTU (MM SMBPUOHDI
npu nnaHmpoBaHumn 3KO).

B cnyyae ayToBOCnanutenbHoro 3aboneBaHWss C ayTOCOMHO-AOMM-
HaHTHbIM HaCNeAOBaHWEM OYeHb BaXKHO OBCnenoBaTb POACTBEHHUKOB
naumMeHTa, B TOM 4MClie M B3POCHbIX, Ha NpPeaMeT HOCUTENbCTBA
MYTaHTHbIX FEHOB, Tak Kak MpW 3TOM TuMe HacnegoBaHWa 6onesHb y
Pa3HbIX YIEHOB CEMbM MOXKET MPOSBMAATLCA YaCTUYHO M Oaneko He
cpa3y. MHorga KIMHUMYeCKME MNPUM3HaKM ayTOBOCMANMUTENbHbIX 3a60-
NeBaHWM BbIABAAIOTCS /IULLIb BO B3POC/IOM BO3pacTe.

3.6 UYTo 03HavaeT AMUreHHbIM BapuaHT HacnepoBaHua?

DTO BapMaHT HacnefoBaHWSA MOXOX Ha ayTOCOMHO-PeLeCCUBHbIN
(AP) TMn HacnepoBaHMS, O KOTOPOM TMMUCanM Bbille, TONbKO
nedekTbl MOryT 6biTb Ha pPasHbIX reHax M3 OOHOro cCeMencTBa.
OOMH MyTaHTHbIM TeH, kKak M npu AP Tune HacnegoBaHus,
KNMHUYECKMX NpoaBneHni bonesHu gasatb He byper.

Haubonee {dpkun npuMep AMreHHoro HacnegosaHus AB3 370
npoTeacoM-accoumnmpoBaHHblie cnuHapoMbl (CANDLE, JMP).
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3.7 Kak ponro ayrtoBocnanutrenbHoe 3aboneBaHMe MoOXKeT
nepepaBaTbCcs NMOTOMKaM?

MNP BCex BapuaHTax HACNeooBaHWS MOBPEXAEHHbIE reHbl MOryT
nepefaBaTbCs M3 MOKOMEHUss B MokoneHue. Ecnn rosoputb o
BEPOSTHOCTM  HAcCNeooBaHWsi, TO OBbIMHO oOnpefenieHHbi  reH
nepefaeTcs TOMbKO HEKOTOPbIM [OETAM, HO He BceM. Ecnu re
3aboneBaHMa nepenaeTtca OT poauTens K pebeHKy, TO OH MOXXeT
BMOCNEACTBMM MepefaBaTbCsi OT 3TOro pebeHka K HEeKOTOPbIM ero
[OeTaM, U Tak Janee. B KaXkgoM NOKOMEHUM CyLLIeCTBYeT onpeaeneHHas
BEPOSATHOCTb AanbHeMLLIeN nepenadm noBpPeXAeHHOro reHa. MIMeHHo
NO3TOMy reH 3aboneeaHus, Kak M JObOW APYyroM reH, MoxXeT
OCTaBaThCA B reHOPOHAE CEMbU Ha MPOTSXKEHUM MHOTUX NMOKONEHMM.

3.8 MnaHnpoBaHUe ceMbM

Mocne poxaeHuss pebeHka C BPOXKAEHHBIM AePEeKTOM WMMYHHOM
CMUCTEMbI  MHOTME  CeMbM  Heu3beXHO  CTankuBaloTcd  C
HEOBXOOMMOCTbIO MPUHATUS  CMOXKHOMO  PeLLeHUs  OTHOCUTENbHO
BynyLien bepemMeHHocTM. Cneayer noavyepkHyTb, YTO 3TU PeLIEeHMS
HOCSIT NIMYHBIM XapakTep. OaHaKo BaXkKHO obragaTh Kak MOXXHO bonee
ucyepnbiBalolen MHbopMaLmen O BO3MOXHOCTAX COBPEMEHHOM
MeOMLIMHBI U BEPOSATHBIX PUCKaX B KaXk[OM KOHKPETHOM Clyyae.

Y KaXkgoM CeMbM, B KOTOPOM BCTPEYancs BPOXKAEHHbIM OedekT
MMMYHHOW CUCTEMbI, €CTb LLIAHC POAMUTDH 3[0POBOro pebeHka.

OgHMM 13 cnocoboB onpeaenutb, ByaeT nu 6oneH MnaaeHel,
ABNAeTCs npeHaTanbHas, UM gopoaosas, avMarHoctuka. OHa nNpoBoO-
LMTCS NPU Y>Ke HACTyNuBLLEN BepeMeHHOCTH.

Y10Bbl NOMYYUTb FEHETUYECKMM MaTepuan nnoaa, NMOAXOOALIMM [)1s
NPOBEPKM MyTaLMKu, MNPOBOAUTCH 3abOP BOPCWMH XOPWMOHa WU
aMHMoLeHTe3. 3ab60p BOPCUH XOpMoHa ObbIMHO HasHavaeTca Ha 10-12
Hepgene 6GepeMeHHOCTM W npeactaBnser cobor  U3BneveHue
KpolleyHoro obpasla pasBMBalOWEUCS MNaueHTbl M3 MaTKM.
AMHUOLIEHTE3 npoBoauTCa B Bbonee nosgHue cpoku - Ha 16-17 Hepene
BepeMeHHOCTH, KOorga MOSBASETCS  BO3MOXHOCTb nony4eHms
HeBONbLLIOro KOMMYECTBA OKOJOMMOAHOM >KMAKOCTH, CoaepKallen
knetku nnoga. Obe npouenypbl UMEOT HEBOMbLLIOM PUCK BbIKMAbILLA,
OHaKO, €CnMM OHW NPOBOOATCA  OMbITHbIMM  CneumannucTamm
nepuHaTaNbHbIX LIEHTPOB, TeyeHue OepeMeHHOCTM B OOSbLUMHCTBE
Clly4YaeB He HapyLlaeTcs.
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B Tex cuTyaumsix, korga nonyunTb BOPCUHbI XOPUOHA WU KNETKU
aMHUOTUYECKOM XKMOKOCTM He YyOaeTc4d, reHeTUYeCKMM MaTepuan
BblAENAKOT N3 KPOBK N1oga.

OTa npouedypa MoXeT 6biTb BbiNoNHeHa nocne 18 Hegenb Hepe-
MEHHOCTU M NPOM3BOOMUTCA NyTEM BBEOEHMSA UITIbl B MYNOBUHY MNyoda
WM BEHY MNeYeHu ONna B3aTM8 HebONbLLIOro KonmMdecTBa KPOoBWM Od
aHanusa.

MNMocne nonyyYeHus reHeTMYecKoro MaTtepuana Mioaa BbINOHAETCA
MONEKYNAPHO-TEHETUYECKOEe WCCMedoBaHne — TMOWCK  MyTalmM,
CTaBLUEM NPMYMHOM Bone3HW B [JaHHOW cembe. pu nposefeHum
npeHaTafibHOM [OMAarHOCTUKM KpParHEe BaXKHO MOMyYMTb TOYHbIM
pe3ynbTaT B MaKCUManbHO KOPOTKMW CPOK, MO3TOMY OBObIYHO
uccnegoBaHMe MpPoBOAMTCS B TOM  nabopatopuu, roe  6bina
OBHapy>keHa «ceMenHas» MyTauus. ECim 3To No KakMM-TO MPUYMHAM
HEBO3MOXXHO W MPUXOOMTCH OBpaLLaThCa K OPYrMM CreumanuctaM,
HeobxoamMMo 3apaHee (B uaoeane - OO HaACTynneHus 6epeMeHHOCTH)
NOATBEPAMUTL HaNnMuMe paHee OBHaPY>XKEHHOW MyTaumu B TOW nabo-
paTopuu, rae byaeT npoxoamTb obcnenoBaHue nnoaa.

PelueHne o npepbiBaHUM HBEPEMEHHOCTM MO MEeOMLMHCKMM MoKasa-
HUAM B Cllydae OBHapy>XeHWsl MyTaLmMK y Mioda BCerja ocTaeTcs 3a
ceMben.

CylLecTByeT elle OOMH Crocob MPOBEPKM MOTOMCTBA Ha Hanmume
«CeMEeNHOWU» MyTaLUK - MPEUMINNAHTALMOHHAA AMArHOCTMKA SMBPUOHA
NP 3KCTPaKOPMNOPanbHOM OMOAOTBOPEHMM, UM 3a4aTUM BHE MaTKM.
STOT NPOLLECC MO3BOMSAET NEPEHOCUTb B MaTKY >KEHLLUHbI SMOPUOHDI,
HEe 3aTPOHYTble FEeHEeTMYEeCKMM 3aboneBaHueM, O MOCNenyoLLero
BblHALLMBaHWUA pebeHka, Kak npu obblyHOM BepeMeHHOCTU. OnbIT
npoBefeHMs MPEMMMIAHTALMOHHOW OMArHOCTUKM B CEMbSAX C ayTo-
BOCManuUTeNbHbIMM 3ab01eBaHUAMM eCTb U B Poccum.

JTiobble BOMPOCHI, KacaloLmMecs nnaHMpPOBaHUA CEMbM, HOCAT UCKO-
YUTENbHO NIMYHBIM XapakTep. OAHaKo NPU NPUHATAM PeLLEeHUn OYEHb
BaXHO 3HaTb O [AMArHOCTMYECKMX MeTodaX W  BO3MOXKHOCTAX
npoBefeHMs npeHaTanbHOM M MPEUMMNAHTALUMOHHOW AMarHOCTUKKU ANns
ceMeM, CTONKHYBLUMXCS C BPOXAEHHBbIMU 3a00NeBaHUAMU MMMYHHOM
cmcTeMbl. ATy MHOPMALMIO MOXKHO MOMYYMTb OT BaLLero neamaTtpa, a
Tak>Ke Yy MMMYHOSOra, reHeTHKa MM akyllepa-rmHeKonora.



KpoMe TOro, cyuiectByeT BO3MOXHOCTb OYHOM KOHCYMbTaLmM Yy
nMMyHonoros HMUL, OFrOU wuMm. Omutpua PorayéBa - pfis 3TOro
HeobXoAMMO NpenBapUTENIbHO 3anMcaTbCs Ha aMByNaTOPHbIU NMPUEM B
KOHCY/b-TaTMBHOM LIEHTPE MM OTMPaBUTb COOBLLEHWE 18 OTAeNeHMs

MMMyHonorum no agpecy info.archive@fnkc.ru

NMPOABJIEHUSA
AYTOBOCIMAJIUTEJIbHbIX
3ABOJIEBAHUU

EcnM MyTauumM reHoB WMMMYHHOW CUCTEMbl MNPMBOOAT K JIerkKuM
NOBPEXAEHUAM UMMYHMTETa, Toraa 3aboneBaHMe MOXKET HayaTbCs B
bonee nosmHeM, OaXke B3POC/IOM Bo3pacTe. A 6biBaloT AedeKTbl,
KOTOpPbIE BbI3bIBAKOT TXKENYO BoMnesHb y>kKe B nepsble Mecsubl Wnm
JaXke [HW, WKW Yacbl >KM3HKM, YTO KpaMHe OMacHO A/ ManeHbKoro
yenoseka. [posABNATCA MOHOreHHble GOPMbI ayTOBOCMANMUTENbHbIX
3aboneBa-HMM MO-Pa3HOMY, B 3aBMCMMOCTM OT MexaHM3Ma Pa3BUTUSA
3ab60-neBaHus.

OCHOBHbIE MEXQHU3MbI MOHO2EHHbIX (bOpM
aymosocnasiumersibHbiX 3abonesaHul

MHPnamacomonamuu. Tpu  HapylweHun  GYHKLMOHUPOBaHMS
BHYTPUKIIETOMHOIO MYNIbTUOENKOBOro KOMIeKca - MHIaMMacoMbl - B
pe3synbTaTe MonekynspHoro pedekra MNPOUCXOOUT  M3BbITOYHOE
obpasoBaHuMe WJ1-1B, 4YTO NPMBOAMT K pPa3sBUTUMIO CUCTEMHOIO
BOCMalieHMs, KOTOpoe MNPOSBASETCAS B BMAE NoabeMa TemnepaTypbl
Tena (nMxopagku), noserieHus cbinu, BoneM B cCycTtaBax M OPYrux
CMMITOMOB.

MHmepdepoHonamuu [-20 muna. B UX OCHOBE NeXMT aucpe-
rynaums MHTEPdEPOHOBOro MyTW, YTO OTPaXKaeTcs B IMIepnpo-
AyKUMKW, B OCHOBHOM, A U B uHTepdepoHoB. Manmtpa KIMHUYECKMX
NPOSBNEHMM B CBA3WM C MHOTMOYMCIIEHHOCTbIO FPyMnbl  KpalHe
pa3HoobpasHa M MOXXET BK/IOYaTb B cebsl MopaXKeHue LeHTPanbHOM
HEPBHOM CMUCTEMbI, [bIXaTeNbHOM, COCYOMCTOM CUCTEMbI, KOXXM,
NOAKOXHO->KMPOBOW KNETYaTKM M MHOMMX APYrMX CUMITOMOB.



Jeduyum depmeHma ADA2 uMeeT BbIPaXXEHHYIO KJIMHUYECKO-
nabopaTopHYO  MHOMOMMKOCTb B BWMAE  reMaToNorMyeckmx
NPOSIBNIEHUM OT KOCTHOMO3rOBOW HEAOCTAaTOYHOCTM BMIOTb A0
annasmMnm  KPOBETBOPEHMS, MPOSIBIEHUM CUCTEMHOIO BaCKY/UTa,
NOPaXkeHMs >KenygovyHO-KMLIEYHOro TpaKkTa, MNo4vek, HEeBPOoru-
YEeCKMX HapyLLUEHUA U UMMYHHOW OUCPErynsaumm.

AUNATHOCTUKA AB3

[na nocTaHOBKM [OMarHo3a ayToBOCMaNMTENbHOrO 3abonesaHus
MCMNONb3YIOT pPa3M4yHble cnocobbl. CHavana Bpady HeobxoamMo
YCrbIlWaTh >Kanobbl MaumMeHTa WM ero poautenen, noapobHyto
UCTOPUIO Pa3BUTUA 3aboneBaHus, a Takxke MHbopMaumio o 3abone-
BaHUAX POACTBEHHMKOB (He ToNMbko poauTenen, Ho u 6Habyluek,
Jepylwiek, asaaen, Teten, cectep n bpatbes nauueHTa).

OCMOTp MNaumeHTa ABNAETCA BaXXKHOW YacCTblO AMArHOCTMKM M OaeT
LOMONHUTENBHYIO MHbOPMauMo ana GopMMpoBaHMea NnaHa obcne-
[OBaHUS.

Cnedyrowut aman - nabopamopHas u
UHCMpPYMEHMAnbHAs AUQ2HOCMUKA

AHanmsbl KPOBM MOTyT NOKa3aTb NOBblLeHME OCTPOda3oBbix Henkos
KPOBM KaK MpPW3HaK BOCMaNUTENIbHOM aKTUBHOCTH, W3MEepUTb
KOSIMYECTBO KIE€TOK MMMYHHOM CUCTEMDI.

[edekTbl BPOXOAEHHOrO 3BEeHa MMMYHMTETa MOryT MNPMBOOUTbL K
MOPa)KEHUIO Pa3fIMYHbIX OPraHoOB, MO3TOMY [N AMArHOCTUKM M
OLIEHKM CTEMNEeHM BbIPaXKEHHOCTU 3TUX MOBPEXAEHWUM MUCNOMb3YIOTCS
PasfinMyHble MHCTPYMEHTaNbHbleE METO[bl, TakMe Kak KOMMbloTepHas
ToMorpadus (KT), MarHMtHO-pe3oHaHcHaa Tomorpadua (MPT),
330¢aroractTpoayoaeHOCKONMs, KOIOHOCKONUS 1 T.4. MiHoraa Heob-
XOOMMO MCCNepgoBaTb 4YacTb TKaHM MOfJ MMKPOCKOMOM  Mocne
npoBeneHMs BUOMNCUM.
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[ns noucka MyTaumm (reHeTuyeckoro gedekrta, KOTOpbI npusen K
3ab0neBaHUIo) TaKXKe HeobxoOMMOo chneumanbHoe obopyaoBaHue U
CNOXXHble  aHanuTMYeckMe  nporpamMmbl A8  pacluMbpPOBKM
NOMyYeHHbIX Pe3ynbTaToB. MHOrga BbINOMHEHWE TakoOro MCCnemo-
BaHMS BK/TIOYAET HECKONIbKO Pa3fIMYHbIX 3TanoB M 3aHUMAET MHOMO
BPEMEHM.

NEYEHUE U NMPOIrHO3

MporHo3 naumeHToB ¢ AB3 KkpaliHe BapuabeneH M 3aBUCUT OT
KOHKPETHOro reHeTMyeckoro aedekra, CKOPOCTM MOCTaHOBKW AMar-
HO3a, CBOEBPEMEHHOCTM Ha3HaYEeHUS NaTOreHeTUYECKOU Tepanmm.

JleyeHne ayToBOCNanNuUTENbHbIX 3aboneBaHMM, Kak MNPaBWIO,
TapreTHOe W HanpaBfeHO Ha NodaBfeHue M3BbITOYHOM MPOAYKLMM
NPO-BOCMaNUTENbHbIX  LUMTOKMHOB. KOHTPONIb  onpeaeneHHbiX
3BEHbEB WMMYHHOM CUCTEMbl CMOCOBCTBYET Pa3sBUTUIO KOHTPONA
Hag 3aboneBaHMeM. B 3aBMCUMOCTM OT MexaHM3Ma pPa3BMTUA ayTo-
BOCNanuTeNnbHOro 3aboneeaHua  nogbupaetcs  Heobxogumas
TapretHas Tepanusa. Hanpumep, Ona uHbnaMmacoMonatmMm valle
BCEro HeobxoauMbl WHrMbMTOPLI MJ/11, ana uHTepdepoHonaTuin 1
T™MNa — UHMK-6uTopbl JAK-KMHA3.

B Takenbix cnydyasx (MeBanoHoBas auMOypusi, >KM3HeYyrpoXkatolime
uuToneHun npu cuHgpome DADA2, PAID u ppyrmx) cnepyet
paccMoTpeTb BOMpOC o npoBeneHumn TpaHCNNaHTaumu
reMonoaTUYecknx cTBosnoBbix knetok (TFCK). B ppyrux cnydasx
TFTCK He noKa3aHO, MOTOMYy YTO XOPOLIMM MPOrHo3 pAfs
B6onblUMHCTBA Ntoaen ¢ AB3 obblMHO He onpaBabiBaeT npobnem m
pPUCKOB, cBA3aHHbIX ¢ TICK.

AB3 - 31O 33b6oneBaHMa C JOCTAaTOYHO HEMMOXMM MPOrHO30M MpPwU
CBOEBPEMEHHOM AMArHOCTMKE M HavyaToM Tepanmu.
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