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MHOTOYHCIICHHBIC HCCIICA0BAHMUS [OKA3bIBAIOT, YTO AaHEYILIOMAHN XPOMOCOM IPUBOJIIT K 3a00ICBAHISIM, XapaK-
TEPHU3YIOIMMCS HapyLICHHEM HEPBHO-TICHXMYECKOTo pa3BuTHs. OJHAKO yYEHbIC OTMEYAIOT TPYIHOCTH B BOCIIPOM3-
BOZMIMOCTH ¥ aHAJIN3€ HH(OPMALIHU IPH U3YUCHHUH CBSI3U PA3JIMIHBIX aHSYIUIOMANH C TEM WM HHBIM 3a00IeBaHUEM.
TIpennonoKuTeNbHON MPHYHHON 3TOr0 MOJKET SIBISITHCS TO, YTO OONBIIMHCTBO HCCIICI0OBAHHIT IPOBOATCS Ha KIICTKAX
KPOBH, TOTJIa KaK B MOC/IEAHEE BPEMs ObLIO MOKA3aHO, YTO IOBBIIICHHbBIH yPOBEHb aHEYIION/NH 110 ONPEICICHHBIM
XPOMOCOMaM OOHApYKUBAETCsI B KJIETKAX TOJIOBHOTO MO3ra MAlUEHTOB C HEPBHBIMU U IICHXHYECKUMH 3a00ICBaHN-
SIMH. BBICOKOBEPOSITHO, YTO TOBBIIICHHBIH YPOBCHb aHCYIIONINH Pa3HBIX XPOMOCOM CBs3aH C (DyHKIIMOHATBHBIMH
HapyLICHUSIMU PabOThI FONIOBHOTO Mo3ra. OJIHAKO JUIst OATBEPKIACHHS TaKOTO TPEANOIOKEHHS HEOOX0MMO paccma-
TPHUBATh KaXXIyI0 XpOMOCOMY B OTJEIBHOCTH, KaK y HAIIUEHTOB ¢ OOJIE3HSMHI MO3Ta, TaK M B HOPME, JUISl OIIpe/erie-
HUS BKJIA/a aHCYIUIOU/INH OT/CIBHBIX XPOMOCOM B [IaTOTeHE3 3a00JIeBaHMs. B Hammx uccieoBaHmsIX ObLIa n3ydeHa
AHEYTUIOM/INS XPOMOCOMBI 21, nMerolasi Hanbosiee IBHbIC ()eHOTHIIMYECKUE MPOSBICHHS HPH BBISBICHUN B KJICTKaX
kposu. McciaeoBaHust FOJIOBHOTO MO3ra HHANBUYYMOB 0€3 IIPH3HAKOB HEPBHBIX U IICHXHYECKUX 3a00JIeBaHUH II0-
3BOJIMITH OMPE/CIIUT CPEHHIT yPOBCHB aHEYIUIOMANH UL 9TOH XPOMOCOMBL. M3ydeHue HHANBUIYyMOB ¢ OOIE3HIMH
MO3ra BbISBUJIO MOBBILICHHE YPOBHS aHEYIUIOWIMH XPOMOCOMBI 21 B TOJIOBHOM MO3I€ Y B3POCIIBIX € OOJIE3HBIO AJlb-
nreiiMepa, B HEKOTOPBIX cirydasix 10 20 pa3. HeoOXomuMo oTMeTHTb, 9TO y HHIMBHIYYMOB ¢ cHHApoMoM JlayHa, i
TpHCOMHUEHT XPOMOCOMBI 21, K OMpEe/Ie/ICHHOMY BO3PAacTy Pa3BUBAIOTCS MPU3HAKH HEHPOICIeHEPALNy, XapaKTePHbIC
Juist Goste3Hn Anblireiivepa. B paboTax pa3inyHbIX aBTOPOB, BKITIOYAsI HALIN HCCIIEA0BAHMS, OKA3aHO, YTO CYILIECTBY-
IOT KIIMHHYECKHUE TIPOSIBICHHUS TIOBBIIIEHHOTO YPOBHSI aHSYIUIOMANHN ONIPEIEICHHBIX XPOMOCOM B KJICTKaX TOJIOBHOTO
MO3ra. DTO SBISCTCS OCHOBAHUEM JUIS TOMOTHUTEIIBHBIX HCCIICI0BAHHIT aHCYIION/UH OTACIBHBIX XPOMOCOM B KJICT-
Kax TOJIOBHOTO MO3ra IAIIMEHTOB C HEPBHBIMH M IICHXUYECKHMHU 3a00/ICBAHUSMU U B KOHTPOJIBHBIX TPYIIIaXx.

KuroueBrble ciioBa: aHeyIJIouausi, XxpomMocoma 21, 3a00/1eBaHHUsI TOJIOBHOTO MO03Tra, MO3auIM3M

ANEUPLOIDY OF CHROMOSOME 21 IN BRAIN DISORDERS
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Numerous studies have shown that aneuploidy leads to various diseases featured by abnormal brain functioning
and development. However, current research points out the difficulty in reproducibility of data on genetic variation
manifested as aneuploidy associated with a particular disease. This phenomenon may occur because the majority of
studies are limited to analysis of blood, whereas it has been repeatedly shown that increased levels of chromosome-
specific aneuploidy are found exclusively in the diseased brain. Increased levels of aneuploidy are apparently
associated with various functional brain disorders. In order to verify the assumption each chromosome must be
considered separately, as in patients with brain diseases as in healthy individuals, for estimating the contribution of
each chromosome to the pathogenesis of the disease. To confirm this hypothesis, we examined the aneuploidy of
chromosome 21, which has the striking phenotypic consequences if detected in blood cells. A research, performed on
brain samples of individuals without neurological and psychiatric disorders allowed to determine the background level
of aneuploidy for this chromosome. Studies of patients with brain disorders showed that chromosome 21 aneuploidy
affects specifically the cortex and cerebellum of patients with Alzheimer’s disease and is increased, up to 20 times
in some cases. It is to note that individuals with Down syndrome, or trisomy of chromosome 21, usually develop
Alzheimer’s neurodegeneration at certain age. A series of data, including our own research, show the presence of
increased levels of aneuploidy of different chromosomes in the brain associated with clinical manifestations, which can
form the basis for further study of chromosome-specific aneuploidy in the brain in health and disease.

Keywords: aneuploidy, chromosome 21, brain disorders, mosaicism

Pasnuunbie Gopmbl YHCICHHBIX U CTPyK- 33, 39, 4648]. B ciyyasx Takux COLUAIBLHO
TYPHBIX aHOMaJIMH XpPOMOCOM (TEHOMHBIX Ba-  3HAUYMMBIX 3a00JIEBaHUM, KaK WANONATHUECKHE
puanmii), ObUIM YK€ HEOJHOKPAaTHO accouuH-  (OpPMBI YMCTBEHHOW OTCTAJIOCTH W ayTH3Ma,
POBaHBI C HAPYIICHUSAMH NICUXUKH [1-7, 22-27, a Takke NpH MHU30(PpPEHUH, TEHOMHBIE Bapu-
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aiu  oOHapyxkuBarorcst B 30-50%, 5-40%
u 1-10% cnyyaeB coorBercTBeHHO [3, 4, 39,
47, 51]. YucneHHble aHOMAIMU XPOMOCOM, WK
AHEYTJION/INs, KaK TPaBUJIO, SBISIOTCS MapKe-
paMu TaTOJIOTHYECKUX COCTOSHHUMA M JJOBOJILHO
YacTO HECOBMECTHMBI C JXu3HbIO [1, 43-45].
AHeyrionusi, KOTOPOU MPEeAIIeCTBYET KacKal
AHOMAJIbHBIX MHUTOTHYCCKUX [ICJICHUN, TaKKe
00HapyXHMBaeTCsd TPAKTHYECKH TPH BCEX OH-
KOJIOTHYeCKuX 3a0oneBanusx [1, 9, 23]. bomee
TOTO, HapyIIeHne (PyHKIIMOHNPOBAHKS amIapa-
Ta MUTOTUYECKOTO JICJICHUS, BEPOSITHO, aCCOIIU-
HUPOBaHO co cTapeHueM [9, 53]. Aneymmouaus
ayTOCOM SIBJISICTCSI OJTHOM M3 HauOOJIee YacThIX
(hopM YHCIEHHBIX XPOMOCOMHBIX aHOMAIIWH,
BBLIBIISIEMBIX B MaTepHajie CIIOHTAHHBIX abop-
TOB U Yy MEPTBOPOXKACHHBIX JeTeil. Yacrtora
XPOMOCOMHBIX aHOMAJIMK, OOHAPYKUBAEMBIX
B CIIOHTaHHBIX a0OpTycax, ObUIa OIICHEHA Kak
50-70% [44, 45]. Perynspuble (opMbI TakuxX
XPOMOCOMHEBIX a0eppanuii SBISIOTCS Pe3yib-
TAaTOM HEPaCXOXKIEHHS XPOMOCOM B Meio3e,
YTO BEAET K MOSABJICHUIO TaMeT C aHOMAJIbHBIM
XPOMOCOMHBIM Ha0OpoM. Mo3sandnbie (HOpMbI
AHOMAJIMH XPOMOCOM, HAMPOTHB, BO3ZHUKAIOT
BCJIC/ICTBUE IMOCTMEHOTHYECKUX OIMMOOK [24].
MeiioTuueckuil mpouecc YyBCTBUTENEH K BIIU-
SIHUIO JHAOTEHHBIX M OK30TeHHBIX (DaKTOpOB.
Bo3spacT pomuteneii, BIUsSHIE aTKorois, Taba-
Ka, JPYIMX MYyTareHHbIX CyOCTaHIMH U TOJI-
BEPXKEHHOCTh PAJMAIlUK SIBJISIFOTCS OJHUMH W3
HanOoJiee MIMPOKO HM3BECTHBIX IPUYWH, aCCO-
LMUPOBAHHBIX C HEPACXOKICHUEM XPOMOCOM
B muto3e. lccienoBaHus, TpOBEIEHHBIE Ha
OONBIIMX KOTOpPTaX W TIOCBSIICHHBIE H3yde-
HUIO aCCOIMAIIMU YacTOThI cuHApoMma JlayHa
U BO3pacTa marepu (B Ciiydasx, IJe MpUYMHA
3a00JIeBaHMsI — HEpacxXoKaeHUue xpomocom 21
B MarepuHckoM Meiose | wmu II), BbIsIBHIM
KOPPEIALNI0 MEXIY STHMH AByMs (hakTopa-
mu [12—-17, 34]. B uccnenoBanuu 74 saepHBIX
ceMmeill OONMBHBIX C cuHIpoMoM JlayHa OBLIO
BBISIBJIICHO TO, YTO HEPACXOXKICHHUE B MAaTEPUH-
CKOM MeHo3e ObLIO XapaKTepHO st 58 cemeit
(86%), B otrroBckoM — jtst 7 cemeit (10%). U3
JMOCTYITHBIX JUIsS aHajH3a CIIydaeB MaTepHH-
CKoe HepacxokaeHue B | Meito3e Habmonaochr
B43 (64%) cnyuasx, Bo Il —B 15 (22 %), Hepac-
XOXKJIEHUE B OTHOBCKOM | meiiosze — 2 (3 %), 11 —
5 (7%) (puc. 1) [42]. AHTeHaTabHYO TUOCIB
10712, KaK TPaBUIIO, CBSI3BIBAIOT C TPHCOMUEH
xpomocoMm 13, 18 u 21, Torna Kak CrioHTaHHBIE
a0opThl B OOJBIICH CTETICHW AaCCOIIMHPOBAHBI
C TpUCOMHSIMH XpoMocoMm 2, 4, 7-9, 13-16, 18,
20-22[1, 39, 41]. IToka3ano, 4To OOJBIIHHCTBO
(hopM ayTOCOMHOM aHEYIUIOMIUN HE COBMECTH-
MO C HOPMaJIbHBIM BHYTPUYTPOOHBIM pa3BUTH-
em[1, 31,32, 43].

LuToreHeTnvyeckne WCCIEOBaHUS HOBO-
POXIICHHBIX U JICTCH C TIOPOKAMH Pa3BUTHUS JiC-
MOHCTPUPYIOT Iipeo0JiaiaHue B JJaHHOH rpyTire

TprcoMuu XpomocoMmbl 21 (cunapom JlayHa),
HaMHOTO peke — TPUCOMUHU XpomocoM 18 u 13
(cunmpombl OnBapsca u Ilaray, cooTBETCTBEH-
HO), B OT/JIENTbHBIX CITydasXx — MO3au4dHble (op-
MBI YUCIICHHBIX aHOMAJTHI IpyTHUX ayTocoM [ 1].
Tpucomust xpomocomsbl 21, siBISrOIIAsCS Mpu-
yuHOU Oosiee uyeM 95% ciydaeB cuHApOMa
JayHa, ocraercss 3HaUMMON TI'€HETUYECKOU
MIPUYMHONW YMCTBEHHOW OTCTaJOCTH M OOHa-
pyxuBaetcsa npuMepHo y 1 u3z 600-800 xuBo-
POXKJIEHHBIX JieTell. PoyKJIeHHBIE C CHUHAPOMOM
JlayHa mpencTaBisSOT HEOONBIIOE YHCIO U3
BCEX IUIOJIOB C TPUCOMHUEH XpOMOCOMEI 21, Tak
kak Oonee 80% ¢ 3TUM CHHAPOMOM IMOTHOAOT
BHYTPUYTPOOHO, BbI3bIBast 1—2% CIIOHTaHHBIX
adopros [10, 40]. MoHOCOMHS XPOMOCOMEBI 21
Obl1a OOHApY)KEeHA Y KHBOPOXKIICHHOTO peOCH-
Ka JIMIIb B HECKOJIBKUX CITy4asix, OJJHAKO BPOXK-
JICHHBIC TIOPOKU Pa3BUTHS, HECOBMECTHUMBIC
C JKM3HBIO, BJICKJIH 32 cOOOH THleb B TCYCHHUE
nepBoro JHs nocie poxnaeHus [32, 43]. Cne-
JlyeT OTMETUTh, YTO, HECMOTPS Ha OYEBHIHO
HETraTUBHBIA d(PPEKT aHSYIUIOMANN B KIIETKAX
KPOBH, UMEIOTCSI TIPEIIOJIOKEHNSI O TOM, UYTO
TIOBBIIIICHHBIC YPOBHU aHEYIUIOWINU Xapak-
TEPHBI JUIsI HOPMAJIbHO Pa3BUBAIOIIETOCS MO3-
ra uofa. V3yueHrne reHeTHYeCKUX aHOMAaIIMi
TOJIOBHOTO MO3Ta (HEe paccMaTpuBasi OHKOJIOTH-
gecKre 3a00JIeBaHus1) HA9aJ0Ch CPABHUTEITHHO
HemaBuo, B 2000 romy [7, 23, 55]. TonoBHo#t
MO3T' B3pOCJIOrO YeJIOBeKa B OCHOBHOM COCTO-
UT U3 HEHPOHOB, KOTOPBIC SIBISIFOTCS MMOCTMU-
TOTUYECKUMHU, HENEISAMMUCS KieTkamu. Mc-
CJIEZIOBAaHUS XPOMOCOMHOTO HaOopa B KIIETKaxX
TOJIOBHOTO MO3Ta OBUTH HEBO3MOXKHBI BBUIY
HEJIOCTYITHOCTH METO/IOB BHU3yaJM3alllH, I0-
3BOJISIFOLIMX MUCCIIEA0BATh UHTEP(a3HbIC SIpa.

Jlo mnosBneHuss wuHTepdasHOro aHamM3a
CYMTAJIOCh, YTO B TOJIOBHOM MO3T€ 3/J0POBOTO
yemoBeKa, colepskarieM mnpuMepno 10'? Heii-
POHOB, XPOMOCOMHBIH HabOp IOKEH OBITH
HOpPMaJICH U WACHTHYEH JUISl BCEX KIIETOK, KaK
1 B OCTaJbHBIX TKaHsX [7, 22, 27, 49-55]. On-
HAKO ITOCJIC TIPOBEICHUS UCCIICIOBAHUH I'OJIOB-
HOTO MO3Ta MBIIIeH ObLTH TOJTYYEeHBI TIepBHIS
JTAHHBIE O PA3NIUYHBIX (POpPMaX COMATUIECKHUX,
TeHOMHBIX M XPOMOCOMHBIX BapHalWsAX HEu-
poHOB rojoBHOTO Mo3ra [8, 23, 55]. C momo-
HIbI0 (QIIFOOPECLIEHTHON TMOPUIN3AMHN i1 Situ
(FISH) u cnexrpajipHOr0 KapuOTUIIMPOBAHUS
HelpoOIacTOB KOPBI TOJIOBHOTO MO3Ta B pas-
BHBAIOIIEMCSI U B3POCIIOM MO3Te MBIIIeH ObLIO
BBISIBIIEHO TO, 4TO Oomee 30 % HeiipobracTos
SBJSIFOTCS.  aHEYIUIOWAHBIMU. Buzyanuzanus
MeTadasHbIX XPOMOCOM TaKXkKe OIpeena,
YTO JIIi MHOTHUX HEHPOHOB KOPBI TOJOBHOT'O
Mo3ra ObLT XapaKTepeH aHOMaJbHBIH KapHo-
tut. COOTBETCTBEHHO B TOJIOBHOM MO3T€ MBI-
e ObUTM BBISIBIICHBI TEHOMHBIE BapHalluu
Ha XPOMOCOMHOM YpPOBHE B Pa3BUBAIOIIUXCS
u copmupoBaBIIHXCcs HepoHax [37].
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Puc. 1. Yacmoma xpomocomusix Hapywenuii npu cunopome Jlayna [12, 13, 42]

CHOXXHO Ipe/ICTaBUTh, YTO T€HOM BCEX KJle-
TOK YeJloBeKa ofuHaKkoB. OpraHu3M B3pOCIOTO
YEeJI0BEKa COCTOMT Kak MUHUMYM 13 10' Ki1eTok
210 pa3nmuuHBIX THTOB. Bee orm OepyT Havaio
OT OJTHOM JWIIOUTHOU KJIETKH (3UTOTHI), KOTO-
pasi IeniTest myTeM MUTo3a pumepHo 106 pas,
MIPUBO/IS K 00pa30BaHuUIO 45 MOKOJIEHUH KIETOK.
I'eHOMHBIC BapHaIi B COMaTHYECKUX KIIETKAX
MIPUCYTCTBYIOT TIOCTOSTHHO KaK pe3ynbTaT Oomee
100 moBpexxaenwii JIHK B nens. bonbimas gacth
TaKUX TOBPEKJIEHUN HEUTpaIu3yercs CUCTe-
moii pernapauuu JJHK, ogHako B To ke Bpemst
9TH TPOLECCH IMPEACTABIAIOT CO00H HCTOU-
HUK SK30T€HHOTO M3MEHEHHUS] TeHOMa M MOTYT
OBITh MIPUYMHON PA3IMYHBIX MAaTOTEHHBIX IIPO-
meccoB [27]. HecmoTpst Ha 3TO, W3BECTHO, UTO
XpOMOCOMHasT HeCTaOMIILHOCTb, OTPaHUYCHHAS
OTIpE/IeNICHHOM TKaHbBIO, MOXET HE NMPHUBOAUTH
K HapyleHuio ee (GyHKOuoHupoBaHus [5, 15,
25, 29]. bputo mokazaHo, 4TO ()EHOMEH XpOo-
MOCOMHOTO MO3aWIM3Ma, OTPAaHNYEHHOTO TIa-
[IEHTON, MACHTUPHUITIPYETCS MPHOIN3UTEITHHO
B 1-2% HopmanbHBIX OepemenHocteit [30],
a B DMOpHOHAITBHBIX TKAHSX SIMYHUKA OTMEYa-
I0TCSI TIOBBIILICHHBIE YPOBHU aHEYTUIOUANH C BO-
BieueHrueM XpomMocombl 21 [16]. Tem He MeHee
BO MHOTHX paboTax ObUTH OTMEUEHBI acCOIa-
MU MEeXy HacJeICTBEHHBIMH 3a00IeBaHMA-
MH ¥ MO3aWYHBIMH BapHaIlMsIMU YHCIIA KOMHUH
(CNV) [26, 33]. Mozanunble (GOpMBI YUCIICH-
HBIX XPOMOCOMHBIX aHOMAaJIWH HaOIIONArOTCs
IIPH XPOMOCOMHBIX cHHApoMax B 3—18% cimy-
yaeB [1, 27, 39]. B nureparype Takxe ONUCaHO
OO0JTBIIIOE KOTMYECTBO CITy9aeB MO3aNYHBIX YHC-
JICHHBIX U CTPYKTYPHBIX XPOMOCOMHBIX aHOMa-

JIM, TPU KOTOPBIX HAOIHOIAIUCh YMCTBEHHAS
OTCTAJIOCTh WM JIPYTHE HAPYIICHUs TICUXUKH,
BPOXKJICHHBIC TTOPOKH Pa3BUTHS, ayTOUMMYH-
HbIe 0OJIe3HHM, a B HEKOTOPBIX CITydasX OTCYT-
CTBUE KIMHUYECCKUX TMposiBicHui [1-7, 24-27,
39, 47]. Ilpunumast BO BHUMaHUE U TO, YTO BO3-
HUKHOBEHHME MO3aWYHBIX KIIOHOB, KaK MPE/IIo-
JlaraeTcs, MPOUCXOIUT B IIEPHUO]] BHYTPUYTPOO-
HOTO Pa3BHUTHS, a Takke TOT (DaKT, UTO Cpesu
00pa3IoB, UCIONB3YyEeMBIX ISl TPEHATATHHON
JIUATHOCTHKH, 9aCTOTA MO3aUIT3Ma 3HAYNTEITb-
HO BBIIIC IO CPAaBHCHUIO C IOCTHATAJIBLHBIM
MIEPUOIOM, HEOOXOMMO PacCMOTPETh XPOMO-
COMHBIH MO3aHIIM3M B TOJIOBHOM MO3T€ B XOJIE
oHToreHe3a. [lepBas MOIBITKA OIEHUTH YHCIIO
XpOMOCOM B MO3Te YelloBeKa Obliia MPeIIpHHS-
Ta rpymmoit yueHsix B 1991 romy. Xots yueHsie
HCCJICZIOBAIM TEHETUUCCKUE U3MEHECHUS B OITy-
XOJISIX MO3T'a, TIPU STOM OJTHOBPEMEHHO OBLIT BbI-
SIBJICH BBICOKHU YPOBEHb TPUCOMUM Y JFOTICH 13
KOHTPOJIBHOM Ipynmsl (cpeaHuil ypoeHs — 2 %
Ha OTIIETBHYIO XpOMOCcOoMY) (111 60Iree meTarb-
HOTO OMHCAHUs ATUX paboT cMm. [23]). danbHel-
e padoThl, POBEICHHBIE HAa MHTEP(A3HBIX
SJ[pax TOJIOBHOTO MO3Ta, IMO3BOJIMIIM CPaBHUTH
YPOBHH aHEYIUIOWAWW Yy IUIONA M B3POCIOTO
WH/IMBUIyYMa, OIICHUTh Pa3In4Hs 110 YPOBHSIM
JUTSL OTZIENTBHBIX XPOMOCOM Y 3/I0POBBIX JIFONEH
U y MAIMEeHTOB ¢ HEPBHO-IICUXUYECCKUMH, OH-
KOJIOTMYECKMMU U JIPyTUMH  3a00JICBAHUSIMH,
a TaK)KEe B HEKOTOPBIX CITy4asiX OMpPEACIUTh T0-
POTOBbIE 3HAYECHUSI B HOPME U martonoruu [ 18—
23, 37, 46, 48-55]. Tak, npu HUCCIEAOBaHUU
aHEYTIONINH B KJIETKaX TOJIOBHOTO MO3ra ITIo-
Ja ObLJIO OOHAPYKEHO TO, YTO AHCYILIOMIUS
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BBISIBJISIETCS TOYTH HAa BCEX JTamax BHYTPHY-
TPOOHOTO pa3BUTHS M JOCTUTacT HaWBBICIIC-
TO YpOBHS B IIEPBOM TPHUMECTpe OepeMeHHO-
ctu [49, 50]. B ogHO# B3 COBpEeMEHHBIX padboT
10 TaHHOH TeMe OMUCaHo ucciemoBanne 12 00-
pasloB TKaHM MO3Tra TUIOAA, MOMYYCHHBIX IMO-
CJIe TIpephIBaHusI OEPEMEHHOCTH, HE CB3aHHOM
¢ reHetuyeckor npuunHoit. [locne uccnenosa-
Hust xpomocoM 1, 18, 13/21, X u Y ObIIO BBI-
SIBIIEHO, YTO YaCcTOTa SIIeP C aHOMAJTBHBIM XPO-
MOCOMHBIM Habopom coctasinser oT 0,2% mo
4,4% B HEKyNbTHMBHPOBAHHBIX KJIETKaX MO3Ta,
YPOBEHb aHEYTUTOUIUU JJIST PA3IUIHBIX XPOMO-
coM Bapbuposaics ot 0,4% no 11% [18, 21,
49]. OmHako B MO3re B3pOCIOr0 HHAWBHAYYMa
CpeIHUH ypOBEHb aHEYIUTOUINH Ha XPOMOCOMY
HaxoauTcs B quana3one ot 0,1 go 0,7%, ¢ 00-
el YaCTOTOM aHEYIIJIONIUU TI0 BCEM XPOMOCO-
Mam Onu3koit k 10%, 4To B TpH paza MEHbIIIE,
4yeMm B AMOpuoHaiIbHOM Mo3sre [21]. BeposTHo,
TaKkoe CHIDKCHHE KOJMYECTBA aHEYIIIOMIHBIX
KJICTOK TTPOMCXOTUT 3a CUET 3aIpOrpaMMHUPO-
BaHHOW CMEPTH aHOMAJBHBIX KJIETOK C XPO-
MOCOMHBIMA ¥ T€HOMHBIMH HapyIICHHUSIMH,
BCJICJICTBUE YETO M HAOJIIONACTCS YMEHBIICHUE

YPOBHSI HECTAOWIILHOCTH (aHEYIUIOUNU) B TPU
pas3a B KJIETKaX TOJIOBHOTO MO3ra, COIIACHO HC-
CJIeIOBaHUsAM TOCTHaTanbHOrOo Mosra [20, 28,
50]. B mMo3re 310pOBOro B3pOCiaoro HHIAUBUAY-
yMa, KaK y’ke ObLTO OTMEUEHO, BBISIBIICH OIpesie-
JICHHBIN YPOBEHD aHECYTUIOWIUH IO OTACTHHBIM
xpomocomam [27, 53—55]. Mcxons u3 Toro, 4To
MIOBBILICHHBIC YPOBHU aHEYIUIOUIUU XPOMOCOM
B TOJIOBHOM MO3Te, OOHapy)XHWBaeMble IMpeHa-
TaJbHO, HE BBIABISIOTCS Y WHIUBHIYYMOB BO
B3pPOCITIOM BO3pPAcTe, MOXHO MPEIIOIOKHTH,
YTO IS HOPMAJILHOTO Pa3BUTHS IICHTPATBHON
HEPBHOW CHUCTEMbI aHEYIUIOH U JIOJIKHA OBITh
sanumunupoBana [50]. BepostHOo, »numuHa-
U] aHEYTUTOUIHBIX KJIIETOK B TOJIOBHOM MO3Te
3aMeISIeTCs C BO3PAcTOM, YTO MOXKET OBITh
aCCOIMMPOBAHO CO CTAPEHHWEM W MAaJWTHH3a-
nueil. 9To MPEanonIoKeHHE TOIIECPKUBACTCS
pe3yibTaTaMu MOCIEAHUX HCCIIEAOBAaHUM cTa-
peHUST M OHKOJIOTHUECKUX 3aboneBaHuil [23,
25, 38, 52, 53]. Ilpeanonaraercs, 4TO HAIUYUE
BBICOKOTO YPOBHSI aHEYIIOWIWU B TOJIOBHOM
MO3Tre XapaKTepHO JJISi OHKOJIOTHYECKON MaTo-
JIOTUM MO3Ta M HEPBHO-TICUXUYECKUX 3a00JIeBa-
HUil (puc. 2).

MOST MOFIUIOr 0 Hel0EeKa

Puc 2. Aneynnoudnwiii Hetipon 20106HO20 MO32a MOJicen OblMb 60GILEUEH 6 CeMU HeUPOHATILHO2O
e3aumooeticmaus. Bozoeticmays na dniemenmsl HeUPOHANbHbIX Cemell Yepe3 CUHANMUYLECKYIO
AKMUBHOCMb, MAKOU HEUPOH MOJCem NPOOYYUPOBANb HAPYULEHUSL 6 KILEMKAX 207108H020 MO32d
aUbO ObIMb CEA3AH ¢ MEXAHUIMOM cmapenus. Eciu yposens aneyniouduu ommocumenbo Hegeux,
unmezpayusi AHEYNIOUOHO20 HEUPOHA 8 HEUPOHAIbHbLE CEMU MOJCEN DbIMb CEA3AHA C MEXAHUIMOM
HeUpOHAIbHO20 pasHoobpazus [53]
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B naHHOM KOHTEKCTE OCOOBI HHTEpeC
MPECTaBISICT W3Y4YCHUE KIETOK TOJOBHOIO
MO3Ta MPY HEPBHO-TICUXMYECKUX 3a00JICBAaHHSIX
Y BBISIBIICHHE OTIIMYHMN YPOBHS aHEYTUIOHIUH OT
KOHTPOJBHOHN KOTOPTHI. [ pyTimmoit aBTopoB OBLIO
MIPOBEICHO MCCIIEI0BaHNE 00pa3oB mpedpoH-
TaJbHOH KOpbI (00macTh 10, cepoe BemiecTBo),
ITOJYYCHHBIX OT IIECTH MAIEHTOB C mu30hpe-
HUEH U IBYX MAIlMEHTOB U3 KOHTPOJIBHOH IpyTI-
bl [55]. Ha MOMEHT cMepTH maiyeHTam ¢ Iiu-
3o(pernet 6pUT0 OT 22 1m0 77 JeT, marueHTaM
13 KOHTPOJILHOM TPyNIIBI — OT 28 110 76 JIeT, Bpe-
MSI C MOMEHTa CMEPTH M JI0 MOJTy4eHus: 00pas-
na — 2—6,5 Jyaca u 3—7 4acoB COOTBETCTBEHHO.
[TpuunHbI cMepTH B 000HX TpyIax — HHPPAKT,
ITHEBMOHMSA, SMOONHS JIETKUX. bbIIo mpoana-
musupoBaHo 200 HEWPOHOB KakIOTro obOpasiia
mo3ra (mo 200 saep Ha kaxayto mpody IHK).
BonapmMHCTBO HEMPOHOB COEPKAIIO JIBE KON
xpomocom 1, 7, 8, 13, 16, 18, 21, 22, X (xeH-
uwHb) 1 XY — MY>KYAHBI, OJTHAKO Y JIBYX HHIH-
BHIYYMOB C m30(peHnei Obltr 0OHAPYKEHbI
TTOBBIIIIEHHBIE YPOBHU aHEYIUIOMIUN C BOBJE-
yeHrneM xpomocoM X u 18. Y onHOro narpienTa
ObUIO OOHapykeHO 4% KIIETOK C TPHCOMHUEH
xpoMocoMbl X U 2,5 % — ¢ TpucoMueii XpoMoco-
Mel 18, y npyroro — 3 % kieTok ¢ Tpucomuen X
u 0,5% — ¢ Tpucomueii 18; y ocTalbHBIX UHAU-
BUIYYMOB, KaK C IU30(ppeHne, Tak 1 U3 KOH-
TPOJILHOM TpyMIbl, TPUCOMHUU IO UCCIIEIOBAH-
HBIM XpOMOCOMaM OOHapyKeHO He Obu1o [55].
Hcxonst u3 3T0r0, MOYKHO TIPEATIOIOKUTH, YTO
IIPY HEPBHO-TICUXUYECKUX 3a00JIeBaHUSX, CY/IS
0 BCEeMY, HaOIIOAeTCsl YBEIMYCHHE ypPOBHEH
AHEYTIJION/INH TI0 OTAEIBHBIM XPOMOCOMaM, TI0-
STOMY HW3yYEHHE TCHOMHOW HECTaOWIBHOCTH
B KJICTKaX I'oJIOBHOI'O MO3Tra U JH/IM(I)OHI/ITaX Iie-
pudepuuecKoii KpOBH y MAlMEHTOB C HEPBHO-
TICUXUYECKUMH 3200JICBaHUSMH TTPEACTABIISET
€000 HETTOCPEICTBEHHBIN HHTEPEC TSI ITOMCKA
BEPOSTHBIX MapKEPOB ITHX 3a00ICBaHHIA.

B HaCTOAIIECSC BPEMs CBA3b IOBBIIICHHOI'O
YPOBHSI aHEYIUIOUJAUH OIPEAEICHHON XPOMO-
COMBI B TOJIOBHOM MO3r€¢ C KOHKPETHBIM 3a-
OoyieBaHMEM IIOKa HE OTpENeleHa, XOTs oue-
BHJTHO, YTO HWCCIIEJIOBAHUS TOJBKO KYIBTYpPHI
TuM(GOITUTOB TIeprUPEPUICSCKONH KPOBH TAId-
CHTOB C HEPBHO-TICUXUYCCKUMHU 3a00JIeBaHU-
AMH MOTYT 6I>ITI) HEAO0CTAaTOYHbI OJId HII/I30(I)-
peHur U Ooje3Hu AJbIreiiMepa, MOCKOJIBKY
TIpH ATHX OOJIE3HAX aHEYIIIOUIHSI MOXKET OBITh
cnenupUIHON I KIJIETOK TOJIOBHOTO MO3Ta.
[To-BumuMoMy, TIOBBIIIIEHHBIE YPOBHH aHEY-
TUTOU/IUY Pa3HBIX XPOMOCOM CBSI3aHbI € (PyHK-
UOHAJIbHBIMU HApYUICHUAMHU MO3ra, OJHakKo
JUISL TIOJITBEPIKJICHUSI 3TOTO TPEATIOIOKEHUS
HEOOXOJMMO paccMaTpHUBaTh KaXKAYIO XPO-
MOCOMY B OTIEJIbHOCTH, KaK B KOHTPOJBHOI
rpymre, Tak ¥ y MAalUeHTOB C HapyIICHUSMHI
TMCUXUKHU IJId OMPEACIICHUA WX BKJIaJa B IIa-
ToreHe3 3a0oneBaHus. B kauecTBe OJHOU W3

CaMbIX 3HAYMMBIX JJIi HOPMajbHOTO (PyHK-
[IMOHUPOBAaHUSI MO3ra MOXHO CYUTaTh XpPO-
Mocomy 21. Kak HM3BECTHO, TPUCOMHUS XPO-
MOCOMBI 21 sBI€TCS TPUCOMHEH AyTOCOMBI,
MIPH KOTOPOM IO MOXKET HE TOJIBKO BBDKUTH
MOCJIEe POKICHUS, HO W JKUTh MPOJOIDKUTEIb-
HOHM KU3HBIO TI0 CPAaBHEHHUIO C JIPYTUMHU Ca-
MBIMH  PacCIpPOCTPAHCHHBIMH  TPUCOMUSIMU
(Tpucomuu xpomocom 18 u 13). AHanm3upys
AHEYIUIOMIMI0 XPOMOCOMBI 21 B KJIETKax ro-
JIOBHOTO MO3Ta (ITOCTMOpTAJIbHBIC 0Opa3Ilhl)
Yy 3I0pPOBBIX HMHJUBUIAYYMOB U Ial[ACHTOB
C HEPBHO-TICUXMYECKUMHU 3200JIeBaHUSIMH (Ta-
Onuiia), B MEpBYK O4Yepeilb, CTOUT OOpaTUTh
BHUMaHHE Ha YPOBHU aHEYTUIOUIHH, TTOJTy9CH-
HBIE JIJIS1 KOHTPOJBHBIX TPYIIT B Pa3IMIHBIX
uccienoBanusax [4-7, 19-29, 46, 47, 51-55].
B omHO# 13 paboT aBTOPHI MPOAHATU3UPOBATH
6onee 5000 nHTEpQA3HBIX siIEp ABYX pa3iny-
HBIX COMAaTUYECKUX TKaHEH — BOPCUHBI XOpH-
OHa, MOCTMOPTAJbHBIE KJIETKH MO3Ta IUIofa
Y B3POCIBIX MHIANBUAYYMOB. BBIIO OTMEUEHO,
4yTO HMHTEp(]a3HBIE TPUCOMHBIE SIpa COCTaB-
nsrot oT 0,3 mo 0,7 %, mpu 5ToM B BOpCHHAX
xopuona — ot 0,4 % 1o 0,7 %, ToI0BHOM MO3Te
wiona — 0,3 %, B MOCTMOpPTaIbHBIX 00pa3max
Mmosra aereit — 0,3 %, B3pocibix — 0,42 % [50].
WccnenoBaHust aHEYIIOMAUH XPOMOCOMBI 21
B KJIETKaX TOJIOBHOTO MO3Tra IOKa3alld, 4TO
CpEelHUN YPOBEHb AHEYIUIOUIUU 3TOH XPOMO-
coMbl Bapbupyetcs B npeaenax ot 0,2 no 4 %.
s cpaBHEHUs, YPOBEHb AaHCYIUIOHJIUU II0
xpomocome 21 B uHTEp(a3HBIX KYJIETHBUPYE-
MBIX TEMpoITax 061 onpeneneH kak ~ 0,6 %.
XoTsT pe3ysIbTaThl 3TOH PaObOTHI HE TTO3BOJISIOT
OIICHUTHh YPOBEHbL AHEYIUIOMJUHU B TOJIOBHOM
MO3re, TaK Kak Obliia MpoaHaJIM3UPOBaHa TOJIb-
KO OJJHA XPOMOCOMAa, OJHAKO OHH IO3BOJISIIOT
MIPEJIOIOKHUTh, YTO TI0 OIMPENEICHHBIM XPO-
MOCOMaM CpeIHUH YPOBEHb aHEYTUTOUTUH MO-
KeT OBITH BBIIIE B OIHUX HCCIEIOBAHMSIX IO
cpaBHEHHIo ¢ apyrumu [16, 21, 23, 37]. [Tlomu-
MO 3TOTO, B psijiec pabOT MCCIIEIOBAINCH YPOB-
HU aHEYIUIOUIUH it XxpomocoM 1, 7, 14 u 21
C TOMONIbI0 WHTEP(A3HOrO MHOTOIBETOBO-
IO XPOMOCOMOCHENU(PUIHOTO OKPAITHBAHUI
(ICS-MCB). Cpenuuit ypoBeHb aHCYIUIOHIIH
JUIL 9THX XpPOMOCOM ObuT ompeneneH B 1,4—
2,6 % (c moporoBsIMU 3Ha4eHUsIMHU OT 2,0 110
3,8%). 13 onricaHHBIX MCCIIEAOBAHUN OYCBHU/I-
HO, YTO JIaHHBIE O CPETHEM YPOBHE aHEYILIOH-
JIUU 1711 XPOMOCOMBI 21 HEMHOTO pacXoasTcs,
HO B PAaHHHMX HCCIIEZIOBAaHUSIX BCE PE3YNBTAThI
10 aHEYTUTOUINH BhIIIC 4 % CBUIACTEIIHCTBOBA-
JIY O TIOBBIIIICHUU YPOBHS aHEYIUIOUIUU U, BE-
poOsITHO, 00 aHOMAJBHBIX IPOLECCaX B IOJOB-
HOM mo3sre [5-7, 18-22, 50, 51, 54]. B onHoi
13 pabot [21] ObUIM HCCIenOBaHbI KIETKH TO-
JIOBHOTO MO3Ta MAaIeHTOB ¢ OONE3HBIO AJbII-
reiiMepa U OOHAPY)KEHO YBEIMYCHHE YPOBHS
AHCYIUIOW/INY, CHEIU(PUIHON T XPOMOCO-
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Mbl 21, mo 11%. Accomuanust 00je3Hu AJlb-
ureiiMepa co CHEIM(UYHON I KJIETOK TO-
JIOBHOTO MO3Ta aHEyIUIOWIUEH XPOMOCOMEI
21 oTMmeuanach U B HECKOIBKUX APYTUX pado-
tax [11, 35, 36]. 3HAYUTEIIBHO MOBBIIICHHBII
YpOBEHb aHEYIUIOUINN XPOMOCOMBI 21 B Kope
TOJIOBHOTO MO3ra TO3BOJIMJ MPEIIOIOKHUTS,
YTO JIaHHBIH (PEHOMEH CBsI3aH C Helpojere-
Hepanued npu Oone3Hu Aublreiimepa [21].
XOTsI TPUYHMHBI TOBBIIIIEHHOTO YPOBHS aHe-
VIUTOUTUH XPOMOCOMBI 21 B MO3re OOJIBHBIX
OonesHbp0 AJblreiiMepa ocTaloTcs B 3HAYH-
TENBHON CTENCHH HESICHBIMH, MOCIEIHUE HC-
CJICJIOBaHUS TIOKA3bIBAIOT, UTO aHCYIUIOUIHBIC
HEHPOHBI, CKOpee BCEro, SIBISIOTCA Oolee
MIPEIPACIIONIOKEHHBIMI K CEJIEKTUBHOW KIe-
TOYHOW CMepTH mpu Oone3Hu AnbrreiimMe-
pa [38]. CtouT Takxke OTMETHUTH, UTO AHATHU3
¢ubpodractoB koxu merogom FISH mokazan
HaJW4YUe CTAaTUCTUYCCKH 3HAYUMOIO 4YHCIa
KJIETOK C JOIMOJIHUTEIBHOM Xpomocomoil 21.
[Ipn aHamm3e KJIETOK MO3KEUYKa MAIMeHTOB
¢ Oone3nnio Anprreiimepa ¢ momormbio FISH/
QFISH u ICS-MCB yueHbie 0OHapyXUIH
3HauMTeNbHOE yBenuueHue (B 10 pa3) ypos-
Hs crnenu(@UIHON aHEYIJIOUJIUH XPOMOCOMBI
21 B KJIETKaX MO3KEUKA MAIUEHTOB, KOTOPbII
OBLT BOBJIEUEH B MPOTPECCUPYIONIYIO JIeTeHe-
pamuto (6-15% mo cpasuennto ¢ 0,8-1,8%
B KOHTpONbHOI rpynmne) [21, 28]. UnpiMu cio-
BaMu, Ipu 00Jie3HU AJbLreiiMepa BhISBIISIOT-
Cs COMAaTMYECKUE BapHallMM T'€HOMa B BHUJIC
HU3KOTIPOIIEHTHOTO XPOMOCOMHOT'O MO3aHITU3-
Ma IO aHeyIUIouAuN XpoMocombl 21 [28, 52].
Juig cpaBHEHHsS pe3yIbTaTOB aHaln3a Kie-
TOK TOJIOBHOTO MO3T'a MAI[MEHTOB ¢ OOJIC3HBIO
Anbireiimepa ¢ JpyruMu OOJNE3HSIMH MO3Ta,
a TaKXKe C KOHTPOJIBHOM TPyIIoN ObLTH TpPO-
AHAJIM3UPOBAHBI TIpeNapaThl KJIETOK TOJIOB-
HOrO MO3ra C arakCHeW-TeleaHTMdKTa3zuen
Y TAIMEeHTOB 0e3 MCUXUYECKNX 3a00IeBaHNH.
beimun uccnenoBansl mone bpoamana 10 mos
MAIUEHTOB ¢ 00JIe3HBbIO AJIbIreliMepa U IoJie
Bponmana 24 11st ”HIUBUYYMOB C aTaKCHEH-
TEJeaHT MIKTA3UEH.

NICUXMYECKUX 3a00JeBaHMid, KOTOpPBIA MpH-
MepHo paBeH 1,4-2,6% (c mOporoBeIMH 3Ha-
genusMu 2,0 u 3,8%). DTH maHHBIC AEMOH-
CTPUPYIOT TO, YTO NPOLEHT CTOXAaCTHYECKOU
AHEYIJIOWANN Ha Iapy XpOMOCOM (aHOMallb-
HbIE 3Ha4YEHUs1) B KOHTPOJIbHBIX 00pa3Iax cTo-
UT PAcLIEHUBAaTh KaK yBEJIWYEHHBIH, T. COOT-
BETCTBYIOLIMI MO3aW4HOHN KJIETOYHOMN JINHUU.
Cpenuuii ypoBeHb aHEYIUIOMIUH TIOCIIE HCCIIe-
JIOBaHMS Ha IISITH XPOMOCOMax (XpoMOCOMSI 1,
11, 17, 18, X m Y) 6511 onpeneneH kak 0,5 %,
C OOIIMM YHCIIOM aHEYTUIOUTHBIX KJIETOK, IPH-
ommkarommmest Kk 10%. HMccnenoBanue npu-
mepHo 100000 mHTEpda3HBIX siaep NanueH-
TOB ¢ OOJe3HBIO0 AunblLreiimMepa, MPOBEICHHOE
¢ noMomibto ICS-MCB, nokasasio oTcyTcTBHE
3HAUUMOI0 YBEJIMYEHHs YPOBHEH aHeyIiou-
i 17st xpoMocoM 1, 7, 14 u X o cpaBHEHHIO
¢ KOHTpoJbHOU Tpymmoi (p > 0,05; 2,5 1 3,6 %
JUIsl TIAUEHTOB C OOJIE3HBIO AJbLTreliMepa 1o
cpaBHeHHto ¢ 0,8-2,0% B KOHTPOJIBHOM TpyI-
ne). OIHAKoO ypOBEHb aHEYIIOUINH 110 XPOMO-
come 21 B MO3re nanueHToB ¢ 00JIe3HbI0 Allb-
ureiimMepa cocraBuin 6-15% 1o cpaBHEHMIO
¢ 0,8-1,8 % B xoHTpOIBHOM TpynIie. Paznuuue
MEXJly STUMH Pe3yJIbTaTaMu sIBIISJIOCH CTaTH-
ctuaeckn 3HauuMbIM (p < 0,001). B rpymme
C aTakCHeW-TeJIeaHrndKTa3ue Toxe Obl1 BbI-
SBJICH IOBBIIICHHBIH YPOBEHb aHEYIJIOUINU
no xpomocome 21, omHako OH OBIT CpaBHUM
C YBEJIMUYEHHEM YPOBHEH Mo JPyruM XpoMoco-
MaM (YpOBEHb aHEYINIOUAUHU AJISl XPOMOCOM 1,
7,14,21u X -2,3%—-3,1%) [19, 21].
BepositHo, aneymnonaus xpomocoMbl 21
B KJETKAaX TOJOBHOIO MoO3ra Inpu OoJe3HH
AnplureiiMepa SBISETCS HEOTHEMIIEMON CO-
CTaBJISIIOLLIEH MAaTOTeHHOIO Kackaja HeWpoje-
rerepanuu [11, 36]. IlonTBepxaeHnemM 3ToMy
NPEATIONOKEHUIO MOXET CIY)XKUTh TOT (aKT,
YTO, TAK KaK XpomMocoMa 21 Takke KoIupyer
reH Oejka-IpeAlIeCTBEHHUKAa aMWJIOUAA, BCE
WHAMBHUIIYYMBI C CHHApoMoM /[layHa naemMoH-
CTPUPYIOT ITPU3HAKU O0JIe3HN AnbLrelimMepa, 1
y OONBIIMHCTBA pa3BUBaeTCs AeMeHuus K 30—
40 romam [14, 34-36, 38, 40]. CBa3p Mexay

AHGYHJ'IOI/I,I[I/I}I XPOMOCOMBI 21 B KJI€TKaX rOJIOBHOI'O MO3ra
IIpU HCPBHO-ICUXHUYICCKUX 3a00JIEBAHUSIX

3aboeBanne

Dopma aHEYTUIONIAN

CchuIKn

Bonesns Anblreiimepa

Mo3an4Has aHeyTIIOUANS XPOMOCOMBI 2 1
(xpomocomocrierduyeckast HeCTabMILHOCTB), 6—15%

[22, 26, 28, 52]

ATakcus-TeIeaHTHAKTa3Hs

MoszanyHast aHEyTUIOMIHNSI ¥ XPOMOCOMOCTICITH(HIECKast
HecTaOWITBHOCTB, 2,3—3,1 % (s xpomocom 1, 7, 14, 21 u X)

[19,21]

He BrIsBICHA

[m3odpenns

[51, 55]

Anamu3z xpomocom 1, 7, 14 u 21
B 7000 smpax 7 0oOpas3IoB TOJIOBHOTO MO3-
ra ¢ nomomsio ICS-MCB BbeIsIBUI CpeaHUit
YPOBEHb aHEYIUIOWIHH Y MHAMBHUIAYYMOB 0e3

cunpoMoM JlayHa 1 6osie3HpI0 AbIreiiMepa
ObLa BIIEpBBIC OMHUCAHA JBa JACCATHICTHS Ha-
3an [36]. Y mamuenTtoB ¢ cuHAapomoMm JlayHa
B Bo3pacTe okojio 30 jieT ObUTU BBISBICHBI U3-
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MEHEHHUS B TOJIOBHOM MO3T€, KOTOPhIE THCTO-
JIOTUYECKH HEOTIIMYUMBI OT 00HAPYKUBAEMBIX
y ManueHToB ¢ Oone3Hbro Anbireiimepa [11,
35, 36]. 3BecTHO, uTO TeH APP, oTBevarouui
3a TPOMYKIINIO OeNKa-peAIIeCTBCHHNKA Oe-
Ta-aMUJION]Ia, HAXOJUTCS Ha Xpomocome 21
B yuyacTke (21, mosTomy mpeamnojaraercs,
YTO TPUCOMHS XPOMOCOMBI 21 MOXKET mpu-
BECTH K YBEIMUYCHHUIO CHHTE3a ITOTO OenKa |
COOTBETCTBEHHO K YBEIWYECHUIO MPOILYKITUH
0eTa-aMIIONTHOTO TeNTH/a, W30BITOYHOE KO-
JMYECTBO KOTOpOro HaOmomaercs mpu 0omes-
U Aunbrreiivepa. Tot (akT, 4TO y TaMeHTOB
¢ cunapomoMm JlayHa, AOCTUTIIMX BO3pacTa
30 wiu 40 net, HeBPOIOTHUECKUE HAPYIICHUS
B TOYHOCTH TIOBTOPSIFOT KIIMHUYECKYIO KapTH-
Hy mpu Oone3Hn AnbIreiiMepa, obecreunBa-
€T BKJAJ B MOHMMAaHUE MAaToreHe3a OOJIe3HU
AnplreiiMepa, akieHTUPYs BHUMaHUE Ha He-
PACXOKJICHUU XPOMOCOMBI 21, re HaXOIuTCs
reH APP, v Ha TIOCIEICTBHSIX €TI0 N3MECHEHHOM
JKCIpeccrud. buoxuMuyeckre U reHeTHYecKre
WCCIIEIOBAHUS TTOKA3hIBAIOT, YTO KaK B CIIO-
paaMyYecKux, TaK U B CEMEHHBIX Ciydasix 00-
ne3Hn AnbplreiiMepa, y HalMeHTOB HapyIieH
TOT WJIM WHOHM 3Tall KJIETOYHOro Iukia [35].
JononHutenbHas KOMUs XpOMOCOMBI 21, KO-
TOpasi TIPU PETYISIPHON TPHCOMHH B Cllydae
cunjipoma JlayHa npuBOAUT K HeMpoaerenepa-
WU U JEMCHIIUH, MOXET OBITh IPUUNHON Kak
TEHETHYECKOM, TaK M Cropagudeckor (Hopmbl
Oone3nu AublreiiMepa, B 3aBUCUMOCTH OT
TOTO, OBLIN JIU XPOMOCOMHAsI HECTAOMIBPHOCTh
W MO3aWyHas aHEYIIOWIHS BBI3BAHBI TEeHE-
THYECKOW MyTalnueld WiIu HeOIarompHUsSTHBIM
BO3JICHCTBUEM OKpy:xarome cpensl. Kpome
TOTO, MPEJIIOIAracTCs, YT0 HapyIIeHHE (PyHK-
LMY MUKPOTPYOOUEK BHOCUT BKJIAJl B IIPOIECC
AHOMAJIPHOTO MHUTO3a M TEHOMHOW HECTaOWITh-
Hoctu [11]. Cunapom JlayHa kak MOzenb HEU-
ponereHepanuy  MO3BOJIMII  UCCIIEOBATEINSAM
CIIeNIaTh HEKOTOPBIC TIPEIIOIOKEHUS Kaca-
TEJBHO TUTIOTE3 00JIe3HU AJIbIreriMepa.
Takum 00pa3oM, BEPOSITHO, ONPEIICIICHHOES
YHUCIIO KJIETOK B TKAaHIX MAIMEHTOB C 0oe3-
HBIO AJblreiiMepa JODKHO OBITh aHEYIUIOUI-
HBIM, B TOM YHCIJI€ JIOJDKHA TPUCYTCTBOBATH
TPUCOMHS XpOMOCOMBI 21 B KJIeTKax cOMaru-
YEeCKUX TKaHel. Mi3MeHeHue cTa0uIbHOCTH Te-
HOMAa U TOSIBJICHUE MO3aWYHOU TPUCOMUU IO
xpomocome 21 OyameT crnocoOCTBOBaTh Havdary
JIEMEHIINA W HeWpojereHepanuu, HO Oolee
MEJICHHBIMH TEeMITaMH, Ye€M TP CHHAPOME
Hayna. MyTauuu, npuBOASIIME K CEMEUHOM
(dopme Oosne3Hn AublireriMepa, CKOpee BCEro
IIPOUCXOJAT B TeHAX, KOMUPYIONINX OCIKH, He-
MOCPE/ICTBEHHO WM KOCBEHHO yYaCTBYIOIIHE
B KJIETOYHOM IIMKJIE W CETPETaIiiii XPOMOCOM.
K aneymronanu mpu 0oiie3HH AJBITeiMepa,
B TOM YHCJIE MO3aUIHOU TPUCOMHUU XPOMOCO-
MBI 21, MOTYT IPUBOANTH U3MEHEHUS B MUKPO-

TpyOoUKax, anmnapare MUTOTHYECKOTO JCTICHUS
u OeJlkax, CBSI3aHHBIX C MHUTO30M.

3akjoueHue

Bonpuioe xonuuecTBO CBsA3EH MEKIy HEH-
POHaMU TOJIOBHOTO MO3Ta JIaeT BO3MOKHOCTh
MPEINOIOKHATh, YTO TIPUCYTCTBHE Jake Majo-
TO YUCJIa KJIETOK C aHOMAaJIbHBIM TEHOMOM MO-
JKET OKa3bIBaTh HEONArONMPUATHOE BIIMSHUE HA
BECh OPraHM3M U OCOOCHHO Ha (PyHKIIMOHUPO-
BaHUE LIEHTPAIbHOW HEPBHOU CUCTEMBbI. XOTs
POJh aHEYIUIOWINH KIETOK TOJIOBHOTO MO3Ta
B (OpPMHPOBAHWN WHAMBHUIYATBHBIX DPa3IH-
YUl y 370pOBBIX JIFOJEH €lle HE OINpEACIICHa,
HO, TEM HE MEHEe, IPEOaraeTcs, YTO MOBBI-
IICHHBI YPOBEHb AHEYIUIOWJMU Pa3IHYHBIX
XPOMOCOM XapaKTePEeH IS OTPE/ICTICHHBIX 3a-
OoneBanuii TOTOBHOTO Mo3ra [19-23, 51-55].
WccnenoBanns aHEYIUIOMANH XPOMOCOMBI 21
B KJIETKaX TOJIOBHOTO MO3Ta y MalUEeHTOB ¢ 00-
JIE3HSIMH MO3Ta U B KOHTPOJIBHBIX TPYIIIax
MO3BOJIMJIM YCTAHOBUTH MOPOTOBBIA YPOBEHB
AHEYIUIOWIUU JUTSL 3JI0POBBIX WHIWBHUIYYMOB
(ue 6omee 4 %), a TaKKe BBISIBUTH YBEITHMUCHHE
ypoBHS aHeyruionanu (10 6—15 %) mo nanHo
XpPOMOCOME B MO3T€ IMAIMEHTOB C OOJE3HBIO
Anpureiimepa. IlomydeHHbIe pe3ylnbTaThl SB-
JISTFOTCSL  XPOMOCOMOCIICIIU(UYHBIME UMEHHO
JUTSL TAaHHOTO 3a00JIeBaHUsl U HE HaOIIOHaroT-
Csl TIpU IPYTHX HEPBHO-TICHXMYECKUX 3abore-
BaHUX, TAKMX KaK aTaKCH-TEICaHTHIKTa3MUs
u mm3odpeHus. B kauecTBe OCHOBHBIX TPUYUH
MIPUBOJIAIINX, BEPOATHO, K HU3MEHEHHUIO KIIe-
TOYHOTO IIMKJIa HEUPOHOB, HA3BIBAIOT BO3BPA-
IICHHE TTOCTMUTOTUYECKOTO HEHpOHa B UK
KIJICTOYHOTO JICTICHUSI M HEBO3MOYKHOCTH IIOJI-
HOTO IMPOXOXKICHUS (3aBEPIICHUS ) KJICTOTHOTO
nukia. [Toka He ompeaeneHo, SIBISETCS I aHe-
YIUIOUAUS. OTBETOM Ha HEWpOJIEreHepaluio,
WJIM K€ TIPUCYTCTBYET B MO3I€ €IIE /10 €€ Ha-
yana. HecMoTpst Ha TO, 4TO OTIMCAaHHBIE UCCIIE-
JTOBAaHUS TTO3BOJIAIOT CJIENATh MPEINOI0KEHNE
0 MTATOTEHHOM BIIMSTHUH MTOBBIIIEHHOTO YPOBHS
AHEYIIOWIMU XpOMOCOMBI 21 Ha QyHKIIMOHU-
pOBaHUE TOJIOBHOTO MO3Ta, UX YUCIIO HEIOCTa-
TOYHO JUIsl O0Jiee TTyOOKOTO MIOHUMAHUS POIU
AHEYIUIOW/INM JTAHHOH XpOMOCOMBI. Mo3anu-
Hasl aHEeYIUIOWIWS B TOJIOBHOM MO3T€ MOXET
paccMaTpuBaThCs B Ka4eCTBE MPE/IoIaraeMo-
0 MEXaHW3Ma TeHETHYECKOTO pPa3HO0Opa3ms
WM BapuaOeNbHOCTH T'e€HOMA, KakK B 310PO-
BOM MO3T€, TaK U B MO3T€ MAlMEHTOB C HEPB-
HO-TICUXWYCCKUMH 3a0osieBanusmu [22]. s
0oJiee TIOTHOTO IIPE/ICTABICHUS O CBSI3U aHe-
YIUTOMINU KIJIETOK TOJIOBHOTO Mo3ra ¢ 0ones-
HAMH MO3ra HEOOXOIAMMBbI 0OJiee MOaPOOHbBIC
HCCIENOBAHUS MEXXPOMOCOMHBIX BapHaIuil
KaK HeWPOHAIbHBIX, TaK U TIIHATBHBIX KJIETOK.
JloTIoTHUTENbHBIE  MCCIIENOBAHHUS  XPOMOCO-
MBI 21, IpOBeZICHHBIE Ha KIIETKaX TOJOBHOTO
MO3Ta TAIMEeHTOB ¢ 0OJIE3HBIO AJIBITeMepa,
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cHHIpOMOM JlayHa ¥ B KOHTPOJIBHBIX TPYIIIAX,
BO3MOYKHO, OYIyT CIIOCOOCTBOBATh OoJiee MOJI-
HOMY MOHHMMAHHIO MaToreHe3a 3a0oJeBaHUil
TOJIOBHOTO MO3Ta.
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