M.M. N'puHWTENH
YTO TAKOE 6OKOBOU AMUOTPO®UYECKUI CKNEPO3 (BAC)?

AHHOTaymns. B cTtaTbe paccMOTpeHbl 3Tmonorms u natoreHes BAC ¢ no3vuymm MH-
¢dopMaUMOHHO-BO/THOBOW MeaunuMHbl. [peanoXeHbl NyTU AMArHOCTUKM U JIeYEeHUS 3TOM
«Heunsneymmom» 6one3Hun.

BBeneHue.

HecmoTpsa Ha To, uTo BAC 6b121 OTKPLIT BO BTOPOM MosioBMHeE 19-ro Beka, 40 CUX NOp
KJlaccnyeckas MeamumHa He CMorjia yCTaHOBUTb HU MPUMUYUHBLI 3TOr0 CTpawHOro 3abone-
BaHWUs, HM MeToabl ero nedeHus. o cunx nop BAC cumTaetcsa Heusnedynmom 60ne3sHbio,
npmMBoOASILLEN K NIETallbHOMY UCXOAY.

Mbl He 6yaem onucbiBaTb NOAXOAbl KAaCCUYECKOM MeanLmHbl K 3TOMYy 3aboneBaHuio,
CKaXeM /ULLb, YTO OHO 3aKJ/II0YAETCA B MOPaAXEHMM MOTOHEMPOHOB C Mnocneaylowen aT-
podmnen MbilL YenoBevyeckoro opraHmaMa. ATpodus MbllL, MOXeET HauMHaTbCa B Ntobon
yacTu OpraHm3Ma, HO ecnm OHa AO0XoAUT A0 06nacTu AblXaTeNbHOWM CUCTEMbI, TO 3TO NpuU-
BOAMUT K neTanbHOMY ucxoay. lNpasaa, B 3TOM c/iydae MOXHO NMPUMEHUTb UCKYCCTBEHHYIO
BEHTUMALUIO JIErKMX, HO M 2TO HEe CrnacaeT 4esioBeKa OT CMEepPTH.

Moaxoabl MHMOPMALUMOHHO-BOSIHOBOM MeAUUWMHbI Aann BO3MOXHOCTb OnNpeaenunTb
MPUYNHbI BO3HUKHOBeHUS BAC 1 He ToNbKo. HaMm yaanocb AMarHOCTUpPOBaTb U U3NEeUYnUTb
HECKOJIbKO YenoBekK OT 3Ton 6onesHu.

HoBbIM noaxoaam K uccnegosaHuio BAC u nocesiLeHa HacTosiWwas CTaTbs.

Kak Bo3Hukaet BAC.

Nccnepys v ycTpaHsas NpUYMHbI BOSHUKHOBEHUS reonaTtoreHHon 6one3Hn, mMbl obHa-
PYXUNU NpU ANArHOCTUKE, YTO Y HEKOTOpbIX 601bHbIX XPOMOCOMHbIM Habop B obnactu
KOpbl FOSIOBHOMO MO3ra M runrnokamna Kpome 27-n, 31-n n 33- aHOManbHbIX XPOMOCOM,
COAEPXUT TaKXe M aHoMasnbHble 29-10, 35-10, 39-10 U 45-10 XpOMOCOMY C COOTBETCTBYIO-
WUMKN UM 6one3HeTBOPHbIMKU FreHaMn. MyTupyrowen CTPyKTYpOM, Kak U B c/lyyae reona-
ToreHHom 6one3Hun, okaszanocb 60n1e3HEeTBOPHOE U3NyUYEHME reonaTOreHHON 30Hbl. TaknuM
06pa3oM, Mbl NpUWAN K BbIBOAY, YTO 3Tnonormsa M-6one3nn n BAC ogHa u Ta xe. 2T0
6one3HeTBOpPHOE N3NTyYeHMe reonaToreHHOM 30Hbl. YTo KacaeTcs 601e3HeTBOPHOro rexa,
COOTBETCTBYOLWeEro 35-M XpoMoCcoMe, TO, K YAUB/IEHUIO, 3TO OKa3asiCd HapyLlEHHbIW reH
HOpMasin3aunm CoOCTOAHUSA MOTOHENPOHOB. MIHbIMK cnoBamu, reH, Boi3biBatowmimm BAC. Kak
Mbl YCTaHOBWJ/IN, 3TOT r'eH, HAa30BEM €ro NepBuUYHbLIM, COAEPXUT eLe WecCTb NOAYNHEHHbIX
reHOB, NMpUYEeM KaXAbl YeTHbIM FeH coaepXuT 60ne3HeTBOPHbIE CTPYKTYpbl (FreHOBUpY-
Cbl), aAeKkBaTHble 60NEe3HETBOPHbLIM U3/TYYEHUSAM reonaToreHHOM 30Hbl, @ KaXAablh HeyeT-
HbIW reH coaepXXuT 60ne3HeTBOpPHbIe CTPYKTYpbl (FEHOBUPYCbl), aeKBaTHble CNeayoWwmM
PHK-cozepxalwmMm Bupycam - TakMM Kak KOPOHaBUPYC, BUPYC PETPO, BUPYC KOKCAKMN W,
KpoOMe Toro, BMpPYyC CeMeWncTBa repriec. B otinume ot 3TUX reHoB, NocneaHumn, 7-mu red
COLEPXWUT ABa BUpPyca — OHKOBMPYC U BUPYC CEMENCTBA repnec.

Ba>kHO noHUMaTb, YTO reHOBMUPYCbl, paccMaTpmMBaeMblie C No3nymn mHepop-
MaLUMOHHO-BOJIHOBON MeAMNUHNHbI, HEe SIBJIAIOTCSA <«6HOoJIorM4eckMmMmn cybbeKra-
Mu», a b HabopomM MHEOPMaLNOHHO-BOJIHOBbIX CTPYKTYP reHeTuM4yecKoro
nponcxoxxaeHnsi. UHbIMM c/s10BaMyu, reHoBUpyCbl — 3TO MHEPOPMaLYNOHHO-
BOJIHOBble 60J/1e3HETBOPHbI€ CTPYKTYypbl, KOTOPbl€ Bbi3bIiBalOT B OpraHmM3Me Tte
)Ke naroJsiorm4yeckKkme o4darm, YTo M afjeKBaTHbI€ UM MO0 MU3JTYYEHWNIO FTPYNrbl >XU-
BbIX BUPYCOB.

Kak HaMu yCTaHOBNEHO, Ha NOopa)keHne MOTOHEMPOHOB B nepefHnX porax CrMHHOIo
Mo3ra «paboTaeT» nepBUYHbIN FreH. NogYMHEHHbIe reHbl BbI3bIBAKOT MaToNI0rMyeckne ova-
MM BO MHOMMX CTPYKTypax LeHTpasibHOM HEepBHOM CUCTEMbl, KaK Hanpumep, nepeaHui
MO3r, MPOMEXYTOUYHbIA MO3I, MPOAO/rOBATbIN MO3I, WWENHbIA OTAE/ NO3BOHOYHMKA U ApY-
rvue. MNMpoeepka PyHKLUMOHANBHOIO COCTOSAHMS MOTOHEMPOHOB MNokKasana, YTo BCe OHW Mo-



paXXeHbl, HO He «CMepTeNlbHO». XPOMOCOMHbIN HAabop Ka)Xaoro n3 HMX Ha 9-n XxpoMocome
COAEPXNUT OHKONOMMYEeCKYy0 KOMMOHEHTY, @ Ha 41-46-n aHOMaNbHbIX XpoMocomax — 60-
Ne3HeTBOpHble TeHOBUPYCbl, HaXoAsdWMecs Ha BbIWEYNOMAHYTbIX MOAYMHEHHbIX reHax.
Bce 3T CTpyKTypbl BO3MOXHO HEWTPANN30BaTb, YTO NpuBedeT K MOSIHOMY BOCCTaHOB/e-
HUIO MOTOHEMNPOHOB.

Kak nokasanu wuccnenoBaHus, nNpu HoOpManusauum 27- XpOMOCOMbl MNpUXOASAT B
HOPMY TaKXe M BCe OCTasibHble aHOMaJIbHble XPOMOCOMbI. TaKyr HOpManmM3auu cnepyetr
NnpoBOANTb B XPOMOCOMHbIX HabopaxX Kopbl rOJIOBHOMO MO3ra M runnokammna, cogepkawimx
YNOMSAHYTblE aHOMaJibHble XPOMOCOMbI. B pe3ysibTate NpoMcxoauT BOCCTAHOBJIEHWE MO-
pa)>XeHHbIX MOTOHEMPOHOB B NepeaHUX porax CAMHHOIO MO3ra, YTo B NpuHUMNE COOTBET-
CTBYET HOpManm3aunmm HapyLeHHOro pyHKLUMOHANbHOMO COCTOSAHUS, Bbi3BaHHOro BAC.

YrnoMsiHyTas Bbiwe 29-9 XpOMOCOMa OTBeYaeT 3a COCTOSsHMEe MOTOHEWPOHOB, CBSI3aH-
HbIX C MblWLUAMKU nmMueBon 4Yactu. MNMpun 3TOM cneayeT 3aMeTuTb, YTO 60Ne3Hb MOXEeT Ha-
YMHaTbCA NMB0 C MOpaxeHMss MOTOHEWNPOHOB HUMXXHUX KOHEYHOCTer, NMbo C nopaxeHus
MOTOHEMNPOHOB, YNpaBASOWNX MbllWLAMW KLa.

B [3] Mbl nucanu, 4to obpaszoBaHue 27-1n, 31-1 n 33-1 aHOMaNbHbIX XpPOMOCOM W CO-
OTBETCTBYHOLUMX UM reHOB MOXeET 6bITb 06yC/10BAEHO TONbKO ANUTENbHBIMU ABYKPATHbIMU
BO34ENCTBUSAMM Ha nnog 60ne3HeTBOPHOro M3/y4YeHUst reonaTtoreHHoOM 30Hbl. MHbIMK
CNoBaMM, 3TO MOXET NMPOU30OMNTM, €CNIN OT 3a4aTmsa A0 poxaeHus pebeHka nocTenb MaTe-
pu ABaXKAabl Haxoaunacb B 06/1aCTU AEeNCTBUSA reonaToreHHOM 30Hbl.

Tak no4yemy xe npu yKasaHHbIX YCNIOBUSAX NPOUCXOAUT MyTaumsa Takxe u 35-i aHo-
MaJsIbHOM XPOMOCOMbI, COOTBETCTBYHOLEN BO3HMKHOBEHUIO BAC? Kak Mbl YCTaHOBWN, 3TO
MOXET MPOU30MTM B TOM Clly4yae, eCnm B reHoMe MaTepu U, COOTBETCTBEHHO, B NeHoMe
ewe He poauBlierocs pebeHka 27-4, 31-9 1 33-9 XpPOMOCOMbI YXXe& OKa3blBAKOTCH MyTU-
poBaHHMM [TI3. B 3TOM cny4dae m npoucxoauTt MyTtaumsa 35-M XpOMOCOMbI M MOsIBNEHUE
cooTBeTCcTBYOLWeEro 6onesHeTrsopHoro reHa bAC.

CnepyeT elWwé pa3 obpaTuTb BHMMaHME uyuTaTesnsd Ha TO, YTOo Nobble 601e3HeTBOPHbIE
reHbl MOryT HaxoAUTbCHA B HEAKTUBHOM COCTOSAHUWM AOBOJIbHO ANUTENIbHOE BpPeMs, U TOJb-
KO NoA BO34ENCTBMEM BHELWHMX W BHYTPEHHUX (DaKTOPOB MPOMUCXOAUT akTMBaAUMSA STUX
reHoB U MosAB/IEHME COOTBETCTBYHOLWMX NATOMOMrMYECKNX oyaros. [lnsg onucbiBaeMbiX Bbl-
e naTosnorMm TakuM «MyCKOBbIM MEXaHU3MOM>», aKTUBUPYOLWMM 60Ne3HEeTBOPHbIE MeHbl,
ABNSAOTCA U3TYYEHUS reonaToreHHbIX 30H. OTO NOATBEPXAEHO TeM 06CTOATENLCTBOM, YTO
akTuBHoe TeyeHue [M-6one3Hn n BAC HabnoganoCb HaMM TONbKO B TOM Cliydae, ecnm
nauMeHTbl ASINTENbHOE BpeMs HaxXoauUCb Nog BAMSHUEM 60Ne3HETBOPHbIX U3Ny4YeHui
ms3.

3aksiloueHume.

3aBepllas HacCTosLWY CTaTblo, S MOHMMAao, YTO FOBOPUTb O MOJIHOM M3JIEYEHUUN OT
BAC MOXHO NuWb B TOM C/flyyae, ecnm oHo byzeT nosiydyeHo OoT Bpayden, Habnwoparowmx
3TUX 60NbHbLIX. MHe OoCTaeTca HafedATbCHA, UTO BOMPEKM CBOEMY BUAEHUIO 3TON HGONe3Hu.
HanayTCcs cneumanucTbl, KOTOpble cornacHbl 6yayT CO MHOWM COTpyAHM4YaTb B Aefie pas-
pelleHnsa 3TOW C/I0XXHOM rnpobriembl.

S NoHMMatlo, YTo AMCTaHUMOHHOEe mn3nedyeHmne ot BAC byaet BOoCNpUHMMaTbLCA Bpada-
MU-HEBPOJSIOraMn Kak gaHTacTmka. lMo3ToMy s Xo4uy NogvYepKHyTb, YTO MHPOPMALMOHHO-
BO/IHOBasa MeauuMHa ABNSEeTCA HAayKOW M He CBsA3aHa C MOMMMU KakKMMu-nnbo ocobbiMu
CNOCOBHOCTAMKM onepaTopa. Y MeHs uMMeeTcd onbliT 0byyeHus OoAHOro Bpada W OLHOro
hapmakosiora co3gaHHOM MHOK KOHLUeNumu.
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