M.M. NpuHWTENH
O NOJNIM®AKTOPUATIbBHOWU CTPYKTYPE TEONATONEHHOM BEONE3HM.

AHHOTaymns. B cTtatbe npuBoAsTCS BblBOAbI, cAe/laHHbIe aBTOPOM rpu COBMECTHOM
paccmoTpeHnn 3abosieBaHuN, BbI3BAHHbIX MyTaunen XpOMOCOM HE poAnBLIErocsi pebeH-
Ka, HaxoAuBLLErocs rnoa A/IMTeIbHbIM BO34ENCTBUEM MN3JTyHEHUM reornaTtoreHHoN 30HbI.

BBepneHue.

YBaxaeMbln yntatens! lNpounTaB 3arnaBue HaACTOSAWEW CTaTbW, Tbl HE cCpa3y Nown-
MeLUb, YTO 3TO O3Ha4yaeT. [103TOMY npexae BCero nocrapaeMcsi 06bACHUTb, YTO NOHMMa-
eTcs nog TEPMMHOM  «nonudakTopuanbHas CTpykTypa». Kak NOsICHSeT Knaccumyeckas
Hayka, nonudaktTopuanbHble 3aboneBaHuns NpeanOSIOXUTENbHO SABASKTCSA CleacTBUEM
KOMBMHMPOBAHHOIO AENCTBUS (PaKTOPOB OKpYyXatkLen cpeabl U AByx nnn 6onee MyTaHT-
HbIX FEHOB, OKa3blBalOLLNX AOMOSIHUTENbHOE BAUSIHUE. eHeTUYEeCKNI KOMMOHEHT Kak bbl
perynnmpyeTt «403y» BO34ENCTBUS — 4yeM 6onblue YMCNOo yHacnenoBaHHbIX 6ose3HeTBOp-
HbIX FEHOB, TEM TsXKenee NposiBNeHns 6one3Hun.

B pe3synbTaTe 03HaKOMNEHUS CO CTaTbsMu [2-4] BHUMATENbHbLIA YnTaTelb 3aMeTuT,
YTO TakKoe MNOosICHEHME OYEeHb TOYHO OTPaXKaeT CBSA3b MexXAy ONMUCAaHHbIMWU HaMKn 6onesHs-
MU. HaumHasa c «PaccesiHHoro ckneposa» M 3akaHuymBas «BboOKOBbIM aMMOTpodMyeckuM
CK/1IepO30M>» MPOUCXOAMT yBESIMYEHME UYMCla aHOMaslbHbIX XPOMOCOM C OAHOW A0 CEMMW.
DTO CBSA3aHO C YMCIOM MOBTOPHbLIX MyTaUMN XPOMOCOM elle He poausLlerocs pebeHka.

Kak 3aMeTuT umMtaTtenb, Kaxzaas U3 onmcaHHbIX 6one3Hen [2-4] BO3HUKAET B pe3yfb-
TaTe HebnaronpusaTHbIX NPUPOAHbLIX BO34AENCTBMM, @ UMEHHO, noh AenctBuem 6onesHe-
TBOPHbIX W3My4YeHWUI reonaToreHHbiX 30H. [pyM 3TOM Kaxaas nocneayruwas MyTauus
XPOMOCOM MpMBOAUT K bBonee Tsxenomy TedyeHuto 6onesHn. 34ecb MMeeTcs B BUAY yBe-
NNYEHne Yyncna CMMNTOMOB M KJIMHUYECKUX NMPOSIBAEHUIN, a TakXe ConyTCcTByoWwmx 3abo-
nesaHun. bonee noapobHOMY pacCMOTPEHMIO 3TUX BOMPOCOB M MOCBSLWEHA HacTosLwas
cTaTbA.

Pe3ynbTaTbl CpaBHUTEJIbHbIX UCC/Ie4OBaHUMN.

NMpoaHanM3npoBaB B3aMMOCBSA3b MeXAy TpeMsi OnmMcaHHbiMKM 6onesHsamu [2-4], Mbl
MPULAN K BbIBOAY, YTO BCe pacCMOTpeHHble 6onesHun asnatotca M-6onesHaMn. YuuThbi-
Basd TOT (PAKT, YTO Ha3BaHME «paCCesSHHbIN CKIEepPO03>», UCMOJ/b3yeEMOE K/laCCUYeckon Me-
AVUNHON, HEe COOTBETCTBYET (haKTMUYECKOMY MnaToreHesy 3Toro 3abosieBaHusl, Mbl CyMTa-
eM, 4yTo 6onee NnpaBuMIbHO Ha3biBaTb 3Ty 60Ne3Hb — «nepBas ctaans M-6onesHu».

YKaxeM, 4To KpoMme 27-1 aHOMasIbHOW XPOMOCOMbI APYrMX aHOMasibHbIX XPOMOCOM B
KPOBETBOPHOW CUCTEME M B CTPYKTYypax rO/IOBHOrO Mo3ra HaMm He 6bls10 0bHapy>XeHo.
TakuM obpa3oM, MOXHO yTBepXAaTb, UTO nepsasa cragmsa [M-6onesHn asunacb CrnencT-
BMEM OAHOKpaTHOM MyTauuum OAHOWM 27-N XPOMOCOMbI He poauslierocs pebeHka n obpa-
30BaHMSA COOTBETCTBYHOLWEro 60/1e3HeTBOPHOro reHa.

Yto kacaetcsa [T1-6onesHn, onmcaHHOM HaMu B [2], TO ee creayeT cuUMTaTb BTOPOM
cTagmen atoro 3abonesaHus. JTa CTaaus BO3HUKAET B CNeacTBME MyTauuu cpasy ABYX
XpoMocoM 31-n n 33-in. PaccMOTpUM CUMNTOMbI, OBHapy>XeHHble HaMK NpU Uccres0BaHUN
(PYHKLUMOHANBHOIO COCTOAHUSA 60/IbHbIX, OTArOLWEHHbIX 3TOW 60se3Hblo. B gononHeHne K
CMMNTOMaM, XapakTepHbIM 4519 nepBon ctaaun M1-6o5e3Hn, Mbl 0OHapy>Xunm nNaTosiorm-
YeCKUM o4var B Tay-6enKe, BbI3BaHHbIA MOpaXeHWeM ero BUPYCOM CeMeuncTBa repnec u
cneaywowmmmn  PHK-copgepxawmmm Bupycamu: KOpOHaBUPYC, PETPO-BUPYC U BUPYC KOK-
cakun. Takoun e natonormyeckmn ovar obHapyxeH B nepefHeM M cpefHeM M0o3ry. B mo-
30/IMCTOM Tene obHapyXXeH NaToNorMYyecKkuin ovar, Bbl3BaHHbIM NOMHbIM Habopom OHK wu
PHK-cogepxalwmx BMpyCcOB, BKOYas BUPYC CEMENCTBaA repnec, afekBaTHbIX MO CBOeEMY
nencTemio 60ne3HeTBOpPHbIM n3nydeHnam M3, YT1o kacaetcs 31-n n 33-M aHOMasbHbIX



XPOMOCOM, TO nepBas U3 HUX MyTupoBaHa Habopom PHK-copep>xawmx BUMpPYyCcOB U BUPY-
COM ceMeuncTBa repnec, a BTopas — nosHbiM Habopom HK n PHK-coaep»xawmx BMpycos,
BK/KOYAsh BUpPYC ceMencTBa repnec. TakmMm obpa3oM, MOXHO yTBepXxAaTb, YTO BTOpas
ctaansa M-6one3Hn BO3HUKAET Npu NOBTOPHOW MyTauuu 60N1e3HETBOPHLIMU U3YyYeHUS-
mMun M3 xpomocoM 31-1 n 33-1 ewe He poausluerocs pebeHka.

N, HakoHel, aHanu3npys CMMNTOMbI TpeTben CTaanum reonatoreHHom 6onesHn — 6o-
KOBOro aMMOTPOMUUECKOro Ckjiepo3a — Mbl OOHapyXunuM B KPOBETBOPHOW CUCTEME Cre-
aywwmm Habop aHoManbHbIX XpomocoMm: 27, 29, 31, 33, 35, 39, 45. HekoTopble W3 HUX
HaM yxe 3HakoMbl. OCTaHOBMMCS Ha XpPOMOCOMax, OTCYTCTBYIOLWMUX B NMepBON U BTOPOWM
cTaanax atom 6onesHn. 31o 29-g, 35-4, 39-9 n 45-9 xpoMocoMbl. Kak Mbl YCTaHOBWUM,
29-9 XpoMocoMa MyTupoBaHa nosiHbiM HabopoM OHK n PHK-coaep»xawmx BMpycoB M MNo-
pa)kaeT rpynny MOTOHENPOHOB NMUEBbIX MbiwL. B cBoto ouyepenb, 35-9 xpomocoMa, My-
TUpOBaHHas YyKasaHHbiMM Bbiwe PHK-cogepxawumm Bmpycamm M BUPYCOM CEMeENCTBa
repnec, Bbl3blBaeT MopaxeHnme MOTOHEWPOHOB B MepeaHuUX porax CAMHHOrO Mo3ra, CBS-
3aHHbIX C MbIWEYHbIMU CTPYKTYpPaMm BCEX OCTasIbHbIX CUCTEM U OPraHoB.

39-9 n 45-9 XpOMOCOMbI TakXe MyTUpOBaHbl 60/1€e3HETBOPHbLIMU M3nydyeHusmu M3,
aZleKBaTHbIMK MO CBOEMY AenCTBUio nonHomy Habopy AHK n PHK-coaepxawmx BMpycos,
BK/IKOUAs BUPYC CEMENCTBa reprnec. B pe3ynbTaTe Taknx MyTaumi B opraHnsme 6051bHOro
Habnwganucb cnepyloline CUMATOMbI U KAMHUYECKME MNpPOosSIBNEHUS, OTCYTCTBYHOLWME B
nepebiXx ABYX cTaausax [Tl-6one3Hun: XpoHuyeckass yCcTasioCTb, MNAaTONOrMYeckuin odar B
npoaoarosatoMm Mo3ry, 60n1eBOM CUHAPOM B HWXXHEW MpPaBOM KOHEYHOCTU, MopaxeHue
MOTOHEMPOHOB C nocsieaytoLlen atpodpuen Mblwl opraHnsma.

Kpome aHOManbHbIX XpOMOCOM, XapaKTepHbIX ANs TpeTben ctagumu [T1-6one3Hun, mMo-
TOHEMNPOHbI CoAepXaT TakXe aHOMasibHY 9-10, XapaKTepHY A4S OHKOSIOrM4YeCckmnx o4va-
roB. DT MOTOHENPOHbI MOXHO BOCCTAHOBUTb MYTEM MHBEPCUU BCEX YKA3aHHbIX Bbllle
AHOMaJIbHbIX XPOMOCOM.

Habniopgasa 6onbwoe umncno 6onbHbiX M-60/1€3HbI0 Ha pPa3NIMYHbIX CTaamax, Mbl 06-
HapyXunm y Hux 3aboneeBaHusi, KOTOpble, Ha NepBblA B3rAs4, He AO0KHbI 6bITb CBSA3aHbI
C reonatoreHHon 6o0se3Hbl0. DTO, HanpuMmep, BocnaneHus NMMdaTnyecknx yssoB U CO-
Cy[oB, U pgaxke nemkos. ECTb TakXe OCHOBaHWUSA CUYMTaTb, UTO Takue XpoHuyeckme 3abo-
neBaHUs Kak caxapHbin anabet u renatmt C TakXe BO3HWKAKT B pe3yfbTaTe AeNCTBUS
M-60ne3Hn. DT OCHOBaHMSA MOATBEPXAAITCA TeM, 4YTOo npu 6/10KMPOBAHUM FEHOB BTO-
pon unu Tpetben ctaamn M-6one3Hn naTtonornyeckme ovarm NoAXenyno4YHON Xenesbl U
nevyeHn mncyesatoT. MNMpu obcneaoBaHMn HaMn NATU 6OMBHBIX C NOATBEPXKAEHHBIM ANArHO-
30M renatut C Mbl OBHapYXWan y HUX B nedeHn Habop aHOMasbHbIX XpPOMOCOM, COOTBET-
cTBYlOWMNX TakoBoMy [T1-6one3Hn. Takon xe Habop 6bi1 obHapyXeH y nNAaTU 60NbHbIX,
CTpajarLwmnx caxapHbiM anabeTtoMm BTOpOro Tmna.

N3n0xeHHoe Bblle NO3BONSET HAaM caefiaTb BbiBOA O CYLECTBOBaHMM LEeNon rpynnbl
3aboneBaHnin, OTHOCALWMXCA K COMYTCTBYHOLWMUM 6ones3HaM. 3T 6ose3Hn Kraccmyeckas
MeauuMHa CTapaeTcsd U3/iednTb B KayecTBe OTAeNlbHbIX natosiorin. OgHako, nNpu 3TOM
OHa He MOXEeT yKa3aTb Ha WUCTUHHYK MNPUYMHY UX BO3HUKHOBeHUs. Cneayetr OTMETUTb,
UYTO KJIMHMYECKNE NPOSIBNIEHNS CONYTCTBYOWMX 60ne3Hen y pasHbliX 60/bHbLIX NPoSABNA-
IOTCHA B pa3HOEe BPeMS Ha MPOTSHXKEHUN UX XU3HU. DTOT (haKT elle pa3 noaTBeEPXAAEeT He-
06X0AMMOCTb PacCMOTPEHUS OpraHM3Ma 4YesioBeKa B KayecTBe OTKPbITOM 6uosiormyeckomn
CUCTEMBbI, @ He B Buae Habopa oTAeNbHbIX OpraHoB.

Mbl 06HapyXunu ewe uenbin paa conyTCTBYHOWMX 3aboneBaHn, KOTOpble BO3HUKa-
NN Y HEKOTOPpbIX M3 4ynucna HabngaeMblX 60/bHbIX. ITO rmneptoHnyeckas 6o0ne3Hb, no-
yeyHas He[OCTAaTOYHOCTb, OXMPEHWe, pakK MOJIOYHbIX Xene3. B XpoMOCOMHbIX Habopax
60/MbHbIX, CTpajakwwmx 3TUMKU conyTCTBYOWMMKU 6onesHamu, 6bin obHapyxeH Habop
AHOMaJIbHbIX XPOMOCOM, MPUCYLLNX BTOPON U TpeTben ctagmam [Ml-6onesHn. ¥ 60nbHOro,
ctpagatowero BAC, Mbl, K CBOEMY YAMBNEHUID, OBHapy>Xunm COOTBETCTBYHOLWMA Habop
aHOMaJIbHbIX XPOMOCOM B XPOMOCOMHOM Habope Muokapza nocne rnepeHeceHHoro UM UH-
dapkTa. lNpaBaa, Mbl HE MOXeM cenyac yTBepxaaTb, YTO cepAedyHasi HeLOoCTaTOYHOCTb U



nocneayowmm MHMapKT MMokapaa ABASTCA CONyTCTBYOWMMN 3abonesaHnamu npu M-
6onesHn. Xota ewe y Tpomx 60nbHbIX, cTpagatowmnx BAC, B XpOMOCOMHOM Habope mMuno-
KapAa NpuCyTCTBOBAaSIM COOTBETCTBYHOLWME aHOMasIbHble XPOMOCOMbI. HTepecHO, 4YTo no-
cne mnanedveHuns ot M-6one3Hn conyTcTBYOWMeE 3aboneBaHns ncuesanu.

B npouecce nccneaoBaHus Ctagunm reonatoreHHon 60ne3Hn Mbl 06HApPYXUNmM peak-
LMIO OpraHm3Ma, KOTopasi MOXET SIBUTbCA OCHOBHbIM MPMU3HAKoM npu agmarHoctmke [T1-
bonesHn. 3pecb nMmeeTca B BMAy obuasd OTAroweHHOCTb opraHusMa 60ne3HeTBOPHbIMU
nsnydenmamm M3, OHa NposiBNSeTCA B BUAE NeBoBpaLlaTesibHbIX ABMXEHUIN MasgTHUKA C
6onblon amMmnanTyaon Hag ntobon Toukon opraHm3Ma. Takoe BO34ENCTBME HA OpraHusm
HapyLllaeT ero MHpopMaLUMOHHO-BOTHOBOE paBHOBECKE, Npucyllee 340p0OBOMY YeI0BEKY.
OTO paBHOBecCMHe, Ha3blBaeMOe roMeocTasoM, 0obycnoBneHo TeM, YTo nNpasas v nesas no-
NOBWUHbI TynoBuwa noboro yenoBeka XapakKTepusyroTcs 6uonosieM pasfIMyHbIX 3HAKOB
nonsipmsaumm. Takoe COCTOSsHME Nerko TeCTUpPYeTCs paauacTesmyeckmm npubopom Ha
npaBon M NeBon NafoHAX. DTO SB/IeHWe faeT BO3MOXHOCTb MPOTecTUpoBaTb MOSIHOE M3-
nedyeHune ot [M-6one3nHun. Mpu 3TOM nosie NpaBon NagoHU MyX4UMH 6yaeT XapakTepuso-
BaTbCs OTpuUaTeNbHOM Monspusaunen, none neBon NafoHU — MOSIOXKUTENbHON. Y XeH-
LWMH - HaobopoT.

3aknrouyeHme.

3aBeplias nccnegoBaHue reonatoreHHonm 6one3Hn, HaMu caenaH BbiBOA O TpeX CTa-
Ansx ee natoreHesa. O4HAKO, Kak HaM NpeacTaBNseTCs, CyLWeCTBYIOT ewe 6onee cTpalu-
Hble 3abonieBaHUs, CBs3aHHble C BO3AENCTBMEM Ha OpraHm3aM 60/1€3HETBOPHbIX U3Ny4e-
Hu [T3. Tak, Npu npenBapuTeNbHOM pacCMOTPEHUMM XPOMOCOMHOro Habopa peten,
cTpagarowmnx AUM, Mbl 06Hapy>Xnn 3HaKOMble HaM aHOMasibHble XPOMOCOMbI, NMpUcyLime
M-6o0ne3Hn NAC euwe AecsATb APYrMX aHOMallbHbIX XPOMOCOM. TO Xe camoe cnepyeTt
ckaszaTb M 0 60MbHbIX, CTpadaowmx nuxopaakom 26ona. Ho 310 yXxe gpyras Tema.

ITn akTbl NOATBEPXKAAKT TO 06CTOATENBCTBO, UTO U3Nny4veHue M3 gaBnseTcs rpos-
HbIM OpY>XUWeM Mpupoabl, MPUBOASLLUMM B psae CllydaeB K NOSHOMY pa3pyLlleHUto Yyesnose-
4yecKkoro opraHusma. B 3TOM nnaHe BbI3blBAET yAMBEHME, YTO Kilaccnmyeckas MeamunHa
He TO/IbKO HMYero He 3HaeT O BJNUSHUW 3TUX NPUPOAHbIX (haKTOPOB Ha 340POBbe YesioBe-
Ka, HO U He XO4YeT 3TO NpU3HaBaTb.
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