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21 maprta — MexayHapOaHbIN JICHD
yeaoBeKa ¢ CUHApoMoM JlayHa

Imu oemu yvl64UBbl, 00OPOOYUIHBL U AOCONOMHO Tutuenbl acpeccuu. OHU HUKOMY He
JHcenarom 31a u ¢ yO08oIbCMEUeM 20moavl co ecemu oowamucs. Tonbko 8pso au oHu
K020a-HUOYOb NOUMYM, HOYEMY )y UX MAM MAK 4acmo HaA 21a3a HA8OPAYUBAIOMCSl ClE3bl,
a MHO2Uue — eciu He OONbUUHCIMEBO U3 HUX — 8000uje He NOMHAM MAMUHO auyo. Hx ¢
CAMO20 POIAHCOEHUS OKPYIHCAIOM UYdHcUe TH00U, KOMOPble 8 XOPOuleM HACMPOEeHUU
HA3b18AIOM UX JIACKOBO «OAVHAMAY, d 8 NIOXOM HACMPOEHUU... Bnpouem, smu KpowiKu
He ymetom depacams Ha cepoye oadxice ooudy. Cunopom Jlayua cpeou ecex
XPOMOCOMHBLX Oone3Hell yenogeka ecmpeuaemces Hauvoaee yacmo. Cunopom /layna -
0O0HO U3 CAMBIX PACNPOCMPAHEHHBIX 2eHeMUYecKux Hapyuenull. Yacmoma potcoenus
oemeti ¢ cunopomom /layna cocmasnsem npumepro oour Ha 600-800 HoeopoIcOeHHbIX.
Cunopom Jayna ne aensemcs 6onezuvio. Cnoso "cunopom"” osnauaem onpeoenennwiii
HAbop NPUHAKO8, Ul 0COOEHHOCMEl.

Bnepsrie sta Oosie3Hs Obuia omucana B 1866 romy aHmmMiiCKUM BpadoMm JI>KOHOM
JIbarmonom JlayHom, KOTOpBIA W Jayl Ha3BaHWE CUHApPOMY. Bpad BmepBbie 0OpaTui
BHUMaHHE Ha MAIMEHTOB C OTCTABAHWEM PAa3BUTHS U BHEIIIHE OUYECHb MOXO0XKUMHU JAPYT Ha
JIpyra HECMOTPS Ha TO, YTO OHU OBUIM POXKIEHBI B PA3HBIX CEMbBSIX U TPEIIIOKUI
OMHCHIBATH UX CAMOCTOSITEIbHON (POPMOIT YMCTBEHHOH OTCTANOCThIO. Torma eme ObUIo
HESICHO, UTO MpUYMHA OOJIC3HN B IPUCYTCTBUU B KJIETKAX JIMIITHEH XPOMOCOMBI. Y UCHbIE
CMOTJIM BBISICHUTH 3TO JMIb B 1959 rofy, Korna oOHapyXuJIM Hanu4yue JuuiHen 21-i
XPOMOCOMBI IO/ MUKPOCKOIIOM.
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Harmre Teno cocTouT M3 MUJUTMAPAOB KIETOK, MHOTHE M3 KOTOPBIX BBITIOJIHIIOT BEChMa
crienuduyeckue GyHKIUH.

Tak, KJIETKM MO3ra CIIyXaT JUIsl HaMsITH U YMCTBEHHOU JIEATEIIbHOCTH, KJIETKH cepALa —
JUISL PUTMHYECKOT0 COKpaieHus 1 T.1. [logcuntano, 4To B HallleM Teje KaKIy CEKYHy
yMupaeT okoJio S0 MJIH. KJIETOK, HO OHU OBICTPO BO3MEUIAIOTCS HOBBIMU ITOYTH B TAKOM
ke konndectBe. KieTku criepmMbl B CEMEHHUKAX MOTYT KHUTh JIMILIb HECKOJIBKO MECSIIEB,
B TO BpEeMs KaK SIMIEKJIETKH B SIMYHHUKE >KUBYT 0K0J0 50 neT. 3a Takoi nmepuoj cBoei
KU3HEACSITENPHOCTH, SIMIICKICTKH [OJABEPraloTCsl BIUSHUI0O MHOTUX  (DaKTOpOB
OKpY’Karolel cpeibl, MEJUKAaMEHTO3HOMY BO3JCHCTBUIO U JIPYyroe, YTO MOKET ObITh
OJIHOHM M3 BO3MOYKHBIX IPUYHH Pa3BUTHUS BPOKJICHHBIX aHOMaJIUI y peOCHKa.

HecMoTps Ha To, 4TO pa3HbIe KJIETKU OpraHU3Ma BBITIOJIHSIOT crienuduieckue GyHKINHU,
UX OCHOBHBIE COCTAaBHBIC YaCTH CXOJHBI. LIEHTpOM KJIETOYHOM aKTUBHOCTH SIBJISIETCS
anpo. OHO HE TOJIBKO KOHTPOIUPYET (YHKIMU KIETKH, HO M COJEPKUT BCIO
TeHETUYECKYI0 MH(POPMAIIMIO O Pa3BUTUU OpraHU3Ma B IEJIOM, YHACIIEOBAHHYIO HAMU
OT poauTeNneit. JAIpo COAEPKUT HUTEBUIHBIE XUMUYECKUE CTPYKTYPbl — XPOMOCOMBI, B
KOTOPBIX OCHOBHBIM KoMIIOHEHTOM siBisiercst JIHK. [lonoBuHy Haiiero XxpoMOCOMHOTO
Habopa MbI MIOJTyYaeM OT OTIIa U MOJOBUHY OT MaTepu. B Kax 1011 KJIeTKe pacroararoTcs
B MoOpsjKe yOuBaHUS JJIMHBI 22 mapbl XpoMocoM. B kaxoil mape omHa xpoMocoma
OTIIOBCKasi, Jpyras — MarepuHckas. OcCTaBIIMECS IBE XPOMOCOMBI B KaKJIOM KIIETKE
HA3bIBAIOTCS MOJIOBBIMU, TIOCKOJIBKY OHU COJiepKaT HH(POPMAIIHIO, OTIPEACIISIONIYIO IO
pebenka. Kaxaplii poauTens mepenaeT CBOEMY IMOTOMKY TOJBKO OJHY W3 TMOJOBBIX
XpoMocoM. Eciu 3apofplil MOJy4Yus OT KEHIIWHBI U OT MYXKYMHBI O OJHOM X-
xpoMocome, To poautcs aeBouka (XX). Eciam ke MyxdnHa mepenaer 3apojpiiny Y-
XPOMOCOMY, TO 3TO MPUBOJIUT K POKIACHUIO Manbunka (XY).

B opranusme ecth ABa mpoliecca AEJIeHUs KJIETOK: MUTO3 M MeiH03. MHUTO3 — mpocToe
JETICHUE, KOTOPOE MPOUCXOAUT B KJIETKaX OpraHu3Ma B TEUYEHUE BCEW KHU3HH. B
pe3ynbTaTe MUTO3a MPOUCXOAUT CTPOrO OJUHAKOBOE PaCpeIeICHUE XPOMOCOM MEXKIY
JIOYepHUMU KJieTKamu (46 xpoMocom). Meit3 (0T Jip.-Tped. — «yMEHBIIICHUEY ) — ICJICHHE
A5ipa KJIETKH C YMEHBIIEHUEM YHMCa XPOMOCOM B JIBa pa3a, TO €CThb YHUCIO XPOMOCOM
yMeHbIaeTcs: BaBoe 10 23. [Ipu ciusiHumM ABYX KIIETOK BO3HUKAET OJHA KJeTKa ¢ 46
xpoMocoMamu. Bech mpoliecc neneHus KIETKH MOBTOPSIETCS OECKOHEYHO U B UTOTE
MIPUBOJIUT K 00OpPa30BaHUIO BCEX KJIETOK B OpraHU3MeE.

B npouecce nenennn KIIeTKA HHOTAA 110 Pa3HbIM PUYMHAM BO3HUKAIOT AHOMAJIMU YUCIa
XPOMOCOM (HApyIICHUE PACXOKICHHSI XPOMOCOM ), B Pe3yJIbTaTe 00pa3yeTcs SUIeKIeTKa
C TUIIHEH XpoMocoMoi. PeOeHOK, poxkIeHHBIN ¢ uiiHel 2 1 -if XpoMOCOMOii BO BCEX UITU
MHOTHX KJIETKax, MpOsBIsieTcss Kak Oone3Hb JlayHa (Haciemyemblii Bapuant). [lpu
cungpome JlayHa kapuoTun mnpeacraBiieH 47 XpoMOCOMaMU BMECTO HOPMaJbHBIX 46,
MIOCKOJIBKY XpOMOCOMBI 21-i1 mapbl, BMECTO HOPMaJIbHBIX ABYX, IIPEACTABIEHbBI TPEMS
KOTUSIMH.
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Taxol MaJIbIII MOKET MOSBUTHCI B CEMbE C JIIOOBIM CoOraJIbHBIM CTAaTyCOM, YPOBHEM
O6p8,30BaHI/I$I pO,Z[I/ITCHCﬁ N HAIIMOHAJIBbHOCTBIO.
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Kakue e (hakTopbl, CIIOCOOCTBYIOT HAPYILICHUIO
PACXOXKIACHUS XPOMOCOM?

NHornma Ha 3TOT BONPOC HE YHAETCS OTBETUTh, HO €CTh HECKOJBKO (HaKTOPOB,
MPUYACTHBIX K HAPYIIEHUIO PACXOXKJIEHHUS XPOMOCOM: BO3pacT Cymnpyru Oosiee 35 ner,
BUpYyCHasi MH(MEKIMS, caXapHbIii TuadeT, 00JIe3HU IIUTOBUIHOM JKee3bl U AP.

Hletu ¢ 6one3nbto Jlayna npumepHo B 4% ciaydaeB UMEIOT MEPECTPOUKU XPOMOCOM,
KOTOpBIE YAaCTO NEPEat0TCs M0 HACIEACTBY. B KieTke oHa U3 XpOMOCOM MOKET OBbITh
MoBpeXKJaeHa. Pa3pbiBbI XpOMOCOM MOTYT BO3HHUKATh CaMOINPOU3BOJILHO WA B
pe3yibTare pa3auyHbIX npuduH. K npuMepy, 1Ba MaJIeHbKUX KyCOYKa MOTYT OTOPBaThCs
OT KOHIIA JBYX pAa3JUYHBIX XPOMOCOM M TIOMEHSIThCA MECTaMHU. ITOT MPOIECce
Ha3bIBACTCS TPAHCIIOKAIIMEH, U OH MOXET MPOUCXOJUTHh CAMOIMPOU3BOIBLHO BO BpeMs
3a4aTusi WM OBITh YHACIEIOBAHHBIM M TMEPENaBaThCS M3 TMOKOJEHUSI B TMOKOJICHUSI.
VYHacnenoBanHblil BapuaHT JlayHa sIBJsSieTCS CIEACTBUEM TPAHCIOKAIIMU ONPEIEICHHbIX
XPOMOCOM (Hampumep, 00OMeH vactsmMu mexay 14-it u 21-it xpomocomamu). Korna yactu
XpPOMOCOM MEHSIIOTCSI MecTaMu 0€3 MOTepUu XPOMOCOMHOIO0 MaTepHalia, TPaHCIOKaIUs
Ha3biBaeTcsl cOanaHcupoBaHHOM. TepMHH «HecOallaHCUpPOBaHHAS —TPAHCIOKALIKS)
ynoTpeosisiercs s 0003HA4YeHUs TEPECTPOUKH, MPU KOTOPOM OJMH U3 KYCKOB
XPOMOCOMBI TepsieTcsi. OnMUcaHHbIE SIBJICHUS COMPOBOKIAIOTCS HATMUYUEM BPOKICHHBIX
Nne(EKTOB U PUCKOM MOBTOPHOT'O POXKACHUS B CEMbE TN C CHHAPOMOM.

Muorue u3 Hac, HE TOJO3PEBAIOT 00 OTOM, SIBIAIOTCS HOCHUTEIEM Pa3TUYHBIX
cOaIaHCUPOBAHHBIX XPOMOCOMHBIX aHOManuii. Te W3 Hac, KTO SBISIETCS HOCUTEJIEM
cOaTaHCUPOBAHHBIX TPAHCIIOKAIIHMH, PUCKYIOT UMETh JIeTel ¢ AeeKTaMu B ITOTOMCTRBE.
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briBatoT Takxke BechMa PEAKHE CUTYaIMH, KOTJa XPOMOCOMBI OOMEHHUBAIOTCS MEXIY
co0Oif TakuM 00pa3oM, YTO JAETH POXKIATCI C Oone3Hblo JlayHa MpU KakIou
OepeMEHHOCTH.

[Ipenmnonoxkenne O AMAarHO3€ BBIHOCHTCA MPU OOBIYHOM KIMHUYECKOM OCMOTpE IO
HAJUYHMIO TUIMMYHBIX TPHU3HAKOB, K KOTOPHIM OTHOCSTCS HEOOBIUHBIE UYEPTHI JIMIA U
TOJIOBBI: JIMIIO «IUIOCKOE», MOHTOJIOMAHBIN pa3pe3 Tia3, SMU KaHT, KOPOTKHM HOC,
IJIOCKas MEPEHOCHIIa, HeOOIbIINE YIIIHbIE PAKOBUHBI, IIMPOKO PACCTABIICHHBIC T1a3a WIN
KOCOTJIa3ue, MUTMEHTHbIE IMsATHA Ha pagy’kKKe, KaTapakTa, HEIOpa3BUTHE HUKHEH
YEIFOCTH, OTKPBITHIA POT, OOJIBIIONW BBICYHYTHIN SI3bIK, AUCIPOINOPIHS TYJIOBHINA U
KOHEYHOCTEH, KOpOTKas Ies, ueThlpenanblieBas OOpo3laa Ha KHCTH, MBbIIICYHAsS
TUIMOTOHHUA. MHOXECTBEHHbIE TOPOKU PAa3BUTHUSA: CEPIA, KEIyI0YHO-KUIIEYHOTO
TpakTa, fedopMaui rpyaHON KIETKH. [leTh ¢ 3TUM AMarHo30M MO3Ke MO CPABHEHUIO
CO CBEPCTHHKAMHU HAUMHAIOT CUCTh, XOJIUTh, TOBOPUTH, MHTEIIEKT CHIXKEH, HO JIIOIH C
curapomoM [layHa B paboTe HAMHOTO JTy4Ille CIIPABISIOTCSA C MOHOTOHHBIMHU 33JaHUSIMH,
KOT/Ia IPYTHM 3TH 33/1a9U KaXKyTCS HEUMOBEPHO CKYYHBIMH. DTO XOPOIINE CUACIKH ITPU
TOCITUTANIAX, TOMOIIHUKY 10 yOopke u cepBucy. OHM MPEKPACHO MOTYT CHPABIATHCS C
oIHOOOpa3Hou gepmepckoit padoToil. M, mpu 3Tom, 6€3 pazapakenus u xkanod. Benpb
JIOM ¢ CUHApPOMOM JlayHa — OJTHU U3 caMbIX JOOPBIX JIt0/IeH Ha MJIaHETE, OYCHB JTACKOBBI
U JAPYKEITIOOHBI.

B HacTosimiee BpeMs CylIeCTBYET IPEHATAIbHbBIA CKPUHUHT HA XPOMOCOMHBIE AHOMAJINH
B paHHEM Cpoke pa3Butus Oynaymero pedenka (12-14 wen. OGepeMEeHHOCTH), 4YTO
MO3BOJISIET OJlarofapsi MPOBEJACHHBIM MCCIEIOBAHUSAM PAaHO TMOCTaBUTH JUArHO3.
Pa3zBuTHe Takux nereit TpedyeT crenuaabHbIX KOPPEKIIMOHHBIX ITporpamMM. M3HavyanibHo,
M CcaMO€ BaXXHO€ — ICHUXOJIOTMYECKass I[IOMOIIb MAaTepu JiI BOCCTAHOBIICHHUS
MICUXO09MOIIMOHAIBHOTO cocTosiHUS. Jlanee momorib HeoOxXoauMma yKe BCE ceMbe B
peanbHOM OIIEHKE WU TMPUHATHM CUTyallMu. BHeIpeHue M CONMpPOBOKIECHHE CEMbU IIO
KOMILUIEKCY MEpPOIPHUATHI, HAMNPABICHHBIX HA MAKCUMaJIbHO BO3MOYKHOE PAa3BUTHE U
afganTainuio pebeHka ¢ cuHapomMoM JlayHa B COBPEMEHHBIX YCIOBUAX JKu3HU. K
COKaJICHUIO, HE BO BCEX PETMOHAX CTpaHbl Pa3BUTO HAIpPaBJICHUE, HAIEJIEHHOE Ha
OKa3aHHe KBATU(PUIIMPOBAHHONW TTOMOIIU CEMbSIM, B KOTOPBIX MOSIBUIIUCH JIETU C TAaKUM
CUHJIPOMOM.
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