5 3 M.M. NpuHWTENH
Ob OAHOUN HEU3BECTHOW BOJIE3HU

AHHOoTaums. OrnncaHo 4acto BcTpedarolujeecs 3abosieBaHUe, KOTOpoe [0 HacTosiLe-
ro BpeMeHn He MU3BECTHO KJsiaccuyeckon meauumHe. lpuBeaeHbl MeToabl ANarHOCTUKN U
sie4yeHunsi 3Tomr 60s1€3HU, Ha3BaHHON HaMu «reoraroreHHasi 6ose3Hb» (IT1-60/1€3Hb).

BBepneHue.

B npakTnke cCBOUX MCCefOBaHUMM aBTOP O4YeHb 4YacTo obHapyXuBaeT pas/inyHble
CUMNTOMbI U KJIMHUYECKME MPOSAB/EHUS Y NI0AEN, HAaUMHAsa C CaMOro paHHero Bo3pacrta U
KOH4Yas MoOXunbiM. Mbl 34eCb HE CNy4YanHO YMOMSIHYIM «CUMMTOMbl U KJMHUYECKMe Mnpo-
sBNeHns». B gaHHOM cny4yae noa «CMMNTOMaMm» Mbl 6yaeM NOHMMaTb HapyweHue dyHK-
LMOHANbHOrO COCTOSIHUS OpraHmM3Ma, KOTopoe eule He nposiensetrca B Buae 6onesBbix
CUHAPOMOB WA APYruUX AUCKOMMOPTHLIX COCTOSIHUM, olwyuwaembiX nauymeHToM. Cioaa
MOXHO OTHECTW pe3y/ibTaTbl Pa3/IMYHbIX aHAIN30B U NMPUOOPHbLIX TECTOB C OTKIOHEHUSMU
napamMeTpoB OT HOPMbl, KOTOpble AAlOT BO3MOXHOCTb MeAnKaM MOCTaBUTb TOT WIN UHOM
anarHos. OgHako, € no3vuuMm MHGOPMALMOHHO-BOHOBOW MeAMUMHbI Ctoga OTHOCKTCS
Lenbin psa OTK/IOHEeHUN, He obHapy>XMBaeMblX MeTOAaMU KlacCMYeCKon MeauumHbl. Tak,
HanpuMmep, Npu uccrenoBaHun Tay-6enka, NMPUCYTCTBYIOLWErO B MO3roBbIX CTPYKTypax,
MOXXHO O6Hapy>XWUTb pa3/iMyHble rpynnbl aHOMasibHbIX XpPOMOCOM B €r0 XpOMOCOMHOM Ha-
6ope. ECTeCTBEHHO, UYTO K KJ/IMHUYECKMM NposiBNeHUsM 6yayT OTHOCUTbCS pa3fiMyHble
6oneBble CUHAPOMbI M ANCKOM@OPTHbIE COCTOSIHUS, OTSArowaroLlwme HopMaabHbIN XXU3HEH-
HbIM Npouecc nauneHTa.

BonesHb, 0 KOTOPON NONAET peyb, BCTpeyaeTCcs NPUMEPHO Y KaXaoro TpeTbero MH-
AVBUAYYMa, XOTS BO3HWKAET OHa elle B yTpobe MaTtepu. DTUONOrMMU, ANArHOCTUKE U Ne-
4yeHuto 3Toro 3aboneBaHNs NMNOCBSLWEHA HACTOsLWAsa CTaTbs.

UTto Takoe reonartoreHHas 6one3Hb?

Mbl Habnwganu MHOMMX NKOAEN C  Pas3/IMYHbIMU KIAMHUYECKUMU MPOSIBEHUSAMMU,
nepes KOTOpbIMM Bpayn OKaszanucb 6eCCUiibHbl. DTU MNPOSBAEHUSA HACTO/IbKO Pas/inyHbI,
YTO, Kazanocb 6bl, X HEBO3MOXHO 06bEeAMHUTL OAHOW U TOM Xe MPUYNHON. 34eCb U ro-
noBHble 6051, N BOCNaneHne nuMmdaTuyecknx xenes, n Henogaarowmecs nevyeHmto 6onum
B MOACHWYHOM OTAEeNe NO3BOHOYHMKA, U OMyXONeBble NPOLECChl B NosyLwapuax rosioBHO-
ro MO3ra, KOTopble CHOBa BO3HWKAKOT Aa)ke rnocsie onepauymu.

Mbl Habnwganu aeBATUNETHEro Majbymka, Y KOTOpOro B TeyeHue 6 seT ABaxAbl
yAANAAN 3710KAYECTBEHHYIO OMyXosib SIEBOro Mosiylwapusa rojioBHOro Mo3ra, M 3Ta ony-
XO0J/lb NMOsIBASANIaCb BHOBb. [1py 3TOM Mbl onpeaenuan Haanune reonaTtoreHHOM 30Hbl B 06-
nacTu cnanbHOro mMecrta pebeHka. Heypaya Bpayen npu nonbiTKe nevyeHUsd Taknx 60nb-
HbIX 3aKJ/1l0YAEeTCHd B TOM, YTO OHW MbITAKOTCH /IeYUTb HE BECb OPraHuM3M, a NuUb OTAENb-
Hble OpraHbl, ANCHYHKLUMIO KOTOPbIX OHWU He CBA3bIBAKOT APYr C APYIOM.

Ham yganocb HanTn NpuunHy 3TOro 3abosieBaHusa nyTeM UccnefoBaHUS KpPOBETBOP-
HOW CUCTEeMbl, KOpbl FOJIOBHOrO Mo3ra v runnokamna. pu 3TOM Mbl O6HapyXunin crne-
Ayrwuwme aHoMasbHble XpOMOCOMbI — 27-10, 31-10, 33-10 U 47-10, HA KOTOPbIX Haxo4uINCb
COOTBETCTBYOLWMEe 6oNe3HeTBOPHbIe reHbl CO CBOMMU reHoBupycamu [1]. Mol yxxe nucanu
B APYrnx cTtaTbsaX, YTO 47-9 aHOMaslbHasg XpOMOCOMa MOABMIAETCHA TOJ/IbKO B C/y4yasax OTS-
roweHmns opraHmuama 60s1e3HEeTBOPHbIMU U3NTYYEeHUSIMU reonaToreHHbIX 30H. lNpu ypane-
HUW OTArOWEHMSA 3Ta XpOMOCOMa ncyesaeTt cama cobon. CnepyeT 3aMeTUTb, UTO FEHOBU-
pyCbl, MOAYMHEHHbIE YKA3aHHbIM reHaMm, cozepxasnun 60ne3HeTBOpPHble CTPYKTYpbl Hera-
TUBHOro nsnydyenus M3, agekBaTHbIe NO CBOEMY AENCTBUIO CNeayroWwmMM BUpycaMm:

- afeHOoBUpYC

- BUpyc dnwTtenH-bapp

- UMTOoMeranosumpyc



BMPYC CceMeuncTBa repnec
PC-Bupyc
naparpunno3Hbli BUPYC
BUpyC rpunna AH3N2
KOpOHa-Bupyc

BUPYC peTpo

BUPYC KOKCaKMW.

Ewje paz HarnoMHMM, YTO r€HOBUPYCbl, paccMaTpmuBaeMbie C NMo3mMuynm
MHpOPpMaLYNOHHO-BOJIHOBON MeANLHNHbI, HE SIBJISIIOTCA <«6MO/IOrM4YecCKNMmn cybn-
eKTamMun», a Jmwb HabopoM HMHPOPMaLUNOHHO-BOJIHOBbIX CTPYKTYpP pPa3/In4HOIro
npovcxoxxaeHnsi. UHbIMM cs10BaMun, reHoOBUPYCbl — 3TO0 MHEPOPMaLYNOHHO-
BOJIHOBble 60J/1e3HETBOPHbI€ CTPYKTYpPbl, KOTOpbl€ BbiI3bIBalOT B OpraHu3sMe re
)Ke narosiorm4yecKune o4dyarm, YTo 1 apgeKBaTHbI€ UM MO N3JTYHEHUIO IPYMrbl XKN-
BbIX BUPYCOB.

Mbl y>e nucanm BO MHOMMX CTaTbsIX, YTO MPU UCCNefoBaHUM COCTaBa reonaToreHHbIX
NU3y4yeHnn Hamum 6blnn obHapyXeHbl cnabble 60n1e3HEeTBOPHbIE U3MTYYEHUSI HEe3NeKTpo-
MarHMTHOM MNpUpPOAbl, CNeKTpasibHbIA COCTaB KOTOPbIX 6Obl1 agekBaTeH CreKTpasibHOMY
COCTaBy TeX e BbllleyKa3aHHbIX BUPYCOB. [Mpn 3TOM OTMeYasiocb, YTO OTSAroLEeHME Op-
raHM3Ma 3TUMU U3NTYYEHUSAMU NMPUBOAUIO K 0bpa3oBaHUo 47- aHOMaslbHOM XPOMOCOMbI
B XPOMOCOMHOM Habope Kopbl FO/IOBHOrO Mo3ra. TakuM obpa3oM, Mbl MPULAM K BbIBOAY,
YTO MPUYMHOMN BO3HMKHOBEHWUS OMNUCbIBAaeMoOM HaMu 6onesHn sasnseTca 6o0ne3HeTBOpHOE
n3nydyeHune reonatoreHHon 30Hbl (IM3), a cama 60ne3Hb OTHOCUTCSA K Fpynne reHHo-
BUPYCHbIX. [pn 3TOM yCTaHOBAEHO, 4YTO 47-5 XpOMOCOMa Bcerga npucyTcreyeT npu 6o-
Ne3HSAX, reHbl KOTOPbIX aKTUBUPYIOTCA unyyeHmnamum 3. B otanumne ot atoro, 27-4, 31-
1 1M 33-5 aHOMaNlbHble XPOMOCOMbI XapaKTepHbl TONbKO A1 ONUCbIBAaEMOM HaMu reonaTo-
reHHon 6one3Hu.

JanbHenwmne uccneaoBaHUs MeTOAOM CUTYaUMOHHOINO MOAeNMpoBaHWS Aann BO3-
MOXHOCTb OOHapyXWUTb HanmMume ykKasaHHoro 601e3HEeTBOPHOro reHa no MaTepUHCKOM
NUHUWN NpeaKOB U He ToNbKO. Mccneays CoCTosiHME He poauBlierocs pebeHka, B ero re-
HoOMe 6bin TakXXe obHapy)XeH reH 3Ton 6onesHn. YkasaHHoe Aano Ham nosoj obpaTuTbCs
K W3BECTHOMY BpadaM akyuwepam-rmHekosioraMm 60M1e3HEHHOMY COCTOSIHUIO elle He po-
AnBluerocs pebeHka, Ha3biBaeMOMY NMpeHaTaNibHbIM CTPECC. DTO CTPECCOBOE COCTOSIHME
nnoga BO3HMKAET NOJA BJIMSIHUMEM CTPEecCOBOr0 COCTOSIHMA MaTepwu B npouecce ee bepe-
MEHHOCTU. OHO MOXeT 6bITb BbI3BAHO HanMyMeM NCUX0-3MOLMOHAJIbHbIX PAaCCTPONCTB Ma-
TepW, HaANNYMEM NATOreHHbIX O4YaroB B €e OpraHm3Me U ApPYrvMMu BHELWHWUMWU U BHYTPEH-
HUMW NPUYMHAMU, BbI3bIBAOLWMMN OTKIOHEHUA ee DYHKUMOHANIbHOIO COCTOSHUSA OT HOp-
Mbl.

Kak HaMm npeacrasniseTcs, npeHaTasibHbIM CTPECC He MOXEeT NoBAUATb Ha obpa3osa-
Hne 60Ne3HeTBOPHbLIX MEHOB He poauBluerocs pebeHka, a NvWb, B XyAlleM cnydae, Ha
ero 340poBbe nocne poxaeHus. B pesynbTaTte U3/I0)KEHHOrO Mbl MPULLIN K BbIBOAY, YTO
obpa3oBaHMe aHoOMallbHbIX XPOMOCOM W COOTBETCTBYHLMX UM reHOB MOXeT ObiTb 06y-
CNIOBNIEHO TOJSIbKO NNWb ANINTENIbHBIM BO34ENCTBMEM Ha nao4 60n1e3HeTBOPHOro usnyde-
HWS reonaToreHHOW 30Hbl. VIHbIMKM CNOBaMM, 3TO MOXET MPOU30MNTU, eCnu OT 3a4aTus Ao
poxaeHus pebeHka nocTtesib Matepu HaxoamTcsa B ob6nacTm AencTBUS U3NyYeHMn reona-
TOreHHOM 30HbI. pn 3TOM BbllWEynoMsaHyToe usnydeHue M3 MyTupyeT 27-10 XpOMOCOMY
nnoaa, NepeBoAsd ee B pa3psas aHOMasibHbIX, @ CBA3aHHbIN C HEW reH - B pa3spsaa 6ones-
HeTBOpPHbIX. YTo Kacaetca 31-M 1 33-M XPOMOCOM, TO OHU MYTUPYIOTCA NPU NOBTOPHOM
BO34ENCTBUMN Ha MJ104 reonaTtoreHHOM 30Hbl, YXXe coAepXalinMn B XPOMOCOMHOM Habope
27-10 aHOMaJibHY0 XPOMOCOMY. DTO 3HAUYUT, YTO E€C/IN XEeHLWMHA, YXe coAaepxallas B
XPOMOCOMHOM Habope 27-10 XpOMOCOMY, BTOpUYHO 3abepeMeHeeT, HaxoAsdACb noa A1un-
Te/lbHbIM BO34eNCTBMEM reonaTtoreHHoOM 30Hbl, TO MPOMU30MAET NOBTOPHas MyTauus Xpo-
MOCOMbI elle He poamBLlerocs pebeHka.



Henb3sa 3abbiBaTb M 0 TOM, UYTO, KaK YKa3blBalOT y4yeHble, 3MOpMOH B BO3pacTe 6 He-
AeNnb COAEPXUT Mo Macce okono 97% Boabl, a pebeHoK npun poxaeHun ao 72%. 31a BO-
Aa TakXXe noaBepXXeHa BO34eNCTBMIO reonaToreHHOM 30Hbl, Tak Kak obnagaeTt cnocobHo-
CTbIO K «3anOMMUHAHWUIO» pas/iMYHbIX MHHOPMALMOHHO-BOSIHOBbLIX BO34ENCTBUN.

N3 ckazaHHOro Bbiwe cnenyet, yuto [T1-6one3Hb BO3HUKAET ewe B yTpobe Ma-
Tepwu. lNMocne poxaeHuUs ee reH oCTaeTCd HeaKTMBHbLIM A0 TexX Mnop, Noka kakoe-nnbo
BHYTPEHHEE WM BHELUHee BO34eNCTBME He aKTUBUpPYeT ero. Yauwle Bcero, Kak Mbl yCcTa-
HOBWIN, TAaKUM BO34ENCTBMEM sBNSeTCa usnydernue 3. Bce obcnengoBaHHbie HAMU HO-
cutenun IM-6one3Hn gnutenbHOEe BpeMsi HAXO4MNCL MoA AeNCTBUeM usnydenumn Mi3.

HecMoTps Ha TO, 4TO MeTOoAOM MHGMOPMALMOHHO-BOSIHOBOM MeAULUMHbI MOXHO Auar-
HOCTUpoBaTb 60M€3Hb C CaMOro paHHero BO3pacTa, €e KAMHUYECKUE MPOSIB/IEHMS 4alue
BCEro OTHOCATCH K cpeaHeMy BO3pacTy, To ecTb K 40-50 rogam.

KakoBbl e CUMMNTOMblI 3TOro 3abonesaHma? Kak Mbl yKa3sbiBaau Bblle, OCHOBHbLIM
CUMNTOMOM SIBNISIETCS Hann4uMe B XpPOMOCOMHOM Habope Kopbl FOSIOBHOMO MO3ra aHoMasib-
HbIX XpoMocoM 27, 31, 33 n 47. KpoMe 3TOro, Kak Mbl YCTAHOBW/IN, BCE CTPYKTYpbl ro-
NTOBHOIO MO3ra OKa3aJjiCb OTAroweHHbiIMM 60ne3HeTBOPHbLIM M3nydeHunem [T13, TO ecTb
reHOBMPYCOM, coAep KalMM yKa3aHHble Bbiwe 10 BMpPYCOB, 3aK/HOUYEHHbIX B H6Ee1KOBYIO
060/104KYy NONOXUTENBbHOW Nonsapusaumn. N He ToNbKO.

Kpome CTpyKTyp rosIOBHOMO MO3ra yKasaHHbIM FreHOBUPYC MopaxaeT Takxe u
CMMHHOM MO3r. [1pn 3TOM XPOMOCOMHbIN HAabop HEPBHOIO BOSIOKHA CMMHHOIMO MO3ra Kpome
YKa3aHHbIX BbilLle XPOMOCOM COAEPXUT eue U aHOMasbHYl 9-10 XpOMOCOMY, OTSArOLUEH-
HYHO OHKOBMPYCOM. B pe3ynbTaTte NOSACHMYHbIA OTAEN NO3BOHOYHMKA Ha YpOBHE 7-ro no-
3BOHKA TaKXe COAEepPXXWUT OHKOSIOMMYECKYD KOMMOHEHTY. DTO KaK pa3 TOT C/lyyan, Koraa
6onbHOM obpawaeTca K opToneny, HO HWUKaKuMe AEeUCTBUSA NOCnefHero He MOryT CHSATb
60nb B 3TOM 06N1aCTN NO3BOHOYHMKA.

CnepyeT OTMETUTb, YTO KMHUYeckune nposiBneHus IM-601e3Hn BO3HUKAKT Y
pasnnyHbIX Cy6beKTOB HE B 0OAMHAKOBOM nopsake. Kak Mbl yKasbiBasn Bblwe, y Habnto-
AaeMoro Hamm pebeHka B nepByto ovepeab bbina obHapy)XeHa Oonyxofb S1eBOro nonaywa-
puUs rOSIOBHOrO Mo3ra. Y Apyrux nogen cHadana obHapyxupaeTcad 60/1eBON CMHAPOM B
06/1acT¥ NOSICHWYHOrO oTAena no3BOHOYHMKA. O4yeHb 4acTo BCTpevyaeTcss MOCTOSHHas
ypesMepHasl yCTajsoCTb, HapylleHue CHa, rOJI0OBOKPYXEHWe, HapylweHue paBHOBecUus,
CunbHble 601K B 061aCTU HUXKHUX KOHeYyHocTelr, 6011 B WeEeNHOM oTaene NO3BOHOYHMKA
n apyrve. Ho Bcs 6epa 3aknovaeTcs B TOM, YTO Bpayn CTapatoTCs MU3M1eUnTb Kaxablin na-
TONOrMYECKNI o4ar B OTAENIbHOCTM, He NOoA03peBasl, UTO yKasaHHble KJIMHWYEeCKue Mnpo-
ABNIEHUS ABNSAIOTCA 3BEHbSMM OAHOM M TOM Xe uenu. Ham npuxoauTcs ewe pas nosBTo-
pUTb, YTO 3TO He MPOCYETbl Bpayen, a HEBO3MOXHOCTb KJlaCCMYECKOM MeAWMUMHbI onpe-
AeNUTb TO, YTO B COCTOSHUW B KOPOTKWUN CPOK BbIABUTb MH(POPMALMOHHO-BOJIHOBAsA Me-
AVUNHA.

Mbl Habntoganu 6onbHoro n3 KaHaabl, KOTOpOro B TedyeHne 13 fieT Tam neymnm
oT 6one3Hun MNMapKMHCOHa, B TO BpeMsa Kak Hamu y Hero 6bina obHapyxeHa Hem3BecTHas
KaHaAcKkuM Bpadam [T1-6one3Hb. HaM yaanocb noctaBuTb 3TOro 60/bHOrMO «Ha HOrW» B
TeyeHmne ogHoro Mecsua.

NHTepecHbIM (dakToM, OOHapy>XXeHHbIM HaMu, SBNSETCA CyMMapHOe BO34eNCTBUE
BCeX MaToNornmyecknux o4varos Ha obuee 6uonone 6onbHoro. Tak, ecnum y 340pOBOro
MY>XX4YUHbl Buornosie, TeCTupyeMoe Ha NeBOW JIal0OHWU, ABJSAETCH MOJSIOXUTENbHbIM, a Ha
npaBoM - oTpuuaTtenbHbiM (Y 340pPOBOW XEHWMWHbI HaobopoT), To Yy 6onbHbIX [T1-
6one3Hb Ha NagoHsaX 06enx pyK Yy XEHLWWUH U MYXUYUH TeCTUpyeTcs oTpuuaTtesibHoe
buonone (none otpuuaTenbHoOM nongpusaunmn). MNpm 3ToM UMMYHUTET TakmMX BONbHbIX Na-
AaeT NpakTuyecku A0 Hynsd. [10 HaweMy MHEHMUIO, YKa3aHHbIA NMpU3HaK siBNseTca Heob-
XOOWMbIM, HO He AO0CTaTOYHbLIM ANs MOATBEPXAEHUSA reonatoreHHoW 6one3Hun. 3aech
nMeeTcs B BMAY TO 06CTOATENbCTBO, YTO HapyweHne MHPOpMaLMOHHO-BOSTHOBOIO rOMeo-
cTasa, TeCTUpyeMoe Ha NafloHAX vesioBeka, npucyue v ana apyrux 3abonesaHun. OgHa-



KO, Npu NpoBepKe MNOSIHOro mnafiedyeHnsa denoseka oT [T1-6onesHuM Takonm MeTod MOXeET
ObITb NPUMEHEH B NEPBYIO o4epelb.

B yeM e 3ak/vaeTcs NnpuMeHsaeMoe HaMu nedyeHne? Bo-nepBbiX, N3 KPOBETBOPHOM
cucTteMbl 60bHOIO yAaNnstTCs BCE aHOMaslbHble XPOMOCOMbI. TakmMM Xe AeNUCTBUSAM Noa-
BEpratT XpOMOCOMHbIe Habopbl KOpbl FOJIOBHOrO MO3ra 1 rmnnokamna. flocne atoro cne-
AYeT yAannTb aHOMalslbHble XPOMOCOMbI U3 BCEX HEMPO-FOPMOHaNbHbIX Xene3. [pu 3ToM
M3 OpraHuM3aMa BbIBOASATCS Fr€eHOBUPYCbl, aAeKBaTHblE N3NTy4YeHUto 60N1e3HEeTBOPHbIX CTPYK-
Typ M3. MNpoBepseTca n npm He0bXoAMMOCTU HOPMAIN3YEeTCS COCTOSIHUE LUEWNHOro U no-
SICHNYHOro oTAena NO3BOHOYHMKA, @ TakKXXe 3HaK nonspusaumm 6uonons Ha nagoHsx. W,
HaKOHeL, NPOBEPSAITCA U NpU HEOBXOAMMOCTM BOCCTAaHAB/IMBAKOTCSH BCE CTPYKTYPbl LEH-
TpasibHON HEPBHOW CUCTEMBI.

3aknrouyeHme.

B 3aknwoudeHue cnegyeT OTMETUTb, UYTO HaMM AaH KUY K JIe4YEeHUIKD OYeHb 4acTo
BCTpeyaloLlencsi, Hem3BeCTHOM Knaccnmyeckon megmumHe 6onesHu. lNpoBeaeHHble HaMu
nccnenoBaHus 6biaM BbINOAHEHbI METOAOM CUTYALMOHHOMO MOAENMPOBAHUSA, a TaKXe Ha
naumeHTax-gobposonbuax. Bce mnccnegoBaHms oxBaTbiBaau BO3pacT OT MJladeHYEeCKOoro
A0 noxwunoro. Takmm obpa3oM, y HAaC HET HaKOMJIeHHbIX pe3ysibTaToB Mo YHKLUMOHasb-
HOMY COCTOSIHUIO Ntogen ¢ 3TuM 3abonesaHmeM B Bo3pacTte ctapuwe 70 neT. KoHe4uHo, ec-
nn B AeTcTBe y pebeHKka NOSABASETCS 3/10KayeCTBEeHHas OnyxoJib FOJIOBHOrO MO3ra, Bbl-
3BaHHasa 3Ton 60ne3Hblo, TO BPSA /I OH CMOXET AOXWUTb A0 CTapoCTU. A Takas OnyXosb
BCE paBHO BO3HUKHET, HE3aBMCUMO OT BO3pacTa, Y ntaen, ctpagarowmx NM-6onesHblo.

ABTOp 6yaeT 6narogapeH BpayamM-HeBpONaTosioram 3a OT3biBbl HA 3Ty CTaTblO.
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