TEMATHUYECKHUU BJIOK Ne5

XPOMOCOMHBIE BOJIE3HMU. KJIACCUOUKAIUA n ObLIASA
®EHOTUIINMYECKAS XAPAKTEPUCTUKA XPOMOCOMHBIX BOJIE3HEN.

XpOMOCOMHBIE aHOMaJIHH (CHHAPOMBI) — Oonbliasi Tpynmna MaTOJIOTHYECKUX
COCTOSIHMM, BO3HHMKAIOUIMX B pe3yjbTaT€ aHOMAJIWU KOJUYECTBA W/HUIU CTPYKTYpPHI
XpOMOCOM 4enoBeka. YacTtora XpOMOCOMHBIX CHHAPOMOB cocTaBisger 5-7 nHa 1000
HOBOPOXKAEHHBIX. OIHAKO 3TU MOKa3aTeJIX MOIJIA Obl ObITh 3HAYUTENILHO BBIIIE, €CJIU Obl
BCEM SMOpHOHAM C XPOMOCOMHBIMU IEPECTPOMKAMHU YAABaJIOCh MPOWTH TMOJHBINA LUKII
BHYTPUYTPOOHOTO Ppa3BUTHUS U POJUTHCSI. AHOMAIUUA XPOMOCOM JOCTAaTOYHO YacTo
BO3HHKAIOT, KaK B ITOJIOBBIX, TAK U B COMAaTUYECKHUX KJETKax denoseka. IIpennonaraercs,
yTo OKO0JI0O 50% BCEX CHOHTAHHBIX a0OPTOB OOYCIIOBJIEHBI HATMYUEM XPOMOCOMHBIX
nepecTpoek y 1mioga, okojio 30% OII0oJOTBOPEHHBIX SIMIEKIETOK mnorudaer B
IpeIUMIUIaHTalMOHHBIN niepuos (repBbie 10 nHEW mocie OIUIOJOTBOPEHHUS) B CBSI3U C
HaJIMYMEM XPOMOCOMHBIX aHOMAJMM, KOTOpbIE HapYyIIAlOT KOOPAWHHUPOBAHHYIO padoTy
IEHOB, OJKCIPECCUPYIOIIMXCSI B paHHeM »sMmOpuoresese. B mnepBom Tpumectpe
OepeMEHHOCTH MOJIOBMHA BCEX CIYy4YaeB CaMOIPOM3BOJIBHOTO MPEPhIBaHUS OEPEMEHHOCTH
CBA3aHAa C XPOMOCOMHBIMHU IepecTpoiikamu y 3MOpuoHa. Bo BTopom TpHuMecTpe
XPOMOCOMHBIE TEPECTPOUKHU SBIISIFOTCS MPUYUHON CaMOTPOU3BOJBHBIX abopTOB B 25%

CIIy4aes.

['mbeny mnona nmocne 20 Hedenb pa3BuTus jguiib B 10% ciiyyaeB okasbIBaeTCs
pe3yJIbTaTOM XPOMOCOMHOM aHOMaJIuM. BeposSTHOCTh NpephiBaHUS OCPEMEHHOCTH U
BHYTPUYTPOOHOM TuOeIu IIoAa 3aBUCUT OT HOMEpPA XPOMOCOMBI, BOBJICUCHHOW B
MEPECTPONKY U THIA aHOMAIUU. TaKk MOHOCOMHUH 1O ayTOCOMaM, Kak MpaBuiIo, 00JIaaioT
aeTanbHbIM 3 PekToM. J[0CTaTOUHO PeKO Y KUBOPOKICHHBIX BBISBIISIIOTCS CTPYKTYpPHBIC
nepectpoiiku xpomocom 1, 2, 3. Hawubosnee KuU3HECIOCOOHBI JE€TH C AHOMAJIUSIMU

AKPOLIECHTPUUYECKUX XPOMOCOM.

B rpymnmne XpoMOCOMHBIX CHHAPOMOB MPUHATO BBIACISATH AaHOMAJIMH, CBSI3aHHBIE C
U3MEHEHHEM  4Hciia  XpoMocoM  (F€HOMHBIE) W XpPOMOCOMHBIE  abeppauuu

(BHYTPUXPOMOCOMHBIE IEPECTPONKH).



WN3meHeHne duciia XpOMOCOM MOXKET KacaTbCs IOJHOTO Habopa XpOMOCOM

(MONMMIIONANHN) WA KOJIMYECTBA XPOMOCOM 10 OJTHOM U3 map (aHEYIIOUIUHN ).

VY dejoBeka OMUCAHO JBa BUAA TMOJUIIOUIUN - TPHUILIOMIWU M TETPAILIOW]INH,
XapaKTEPHU3YIONIUECS COOTBETCTBEHHO TPEX- M YETBHIPEXKPATHBIM YBEIWUYCHUEM 4YHUCIIA
TaruIOuHBIX HA0OPOB XPOMOCOM. AHEYIUIOMANN MOTYT BBIPAXKATHCS U B yBEIUYCHHUH
qrclia XpOMOCOM OJHOW Tmapbl (TPUCOMHH M TETPACOCOMHH), M B HMX YMCHBIICHUHU
(MoHOcomum). [lomurmonanu, Kak MpaBUiIo0, HE COBMECTUMBI C KU3HBIO U BCTPEUAIOTCS Y
aboOpTYyCOB U MEPTBOPOXKACHHBIX. JleTanbHbIM 3(hPeKTOM BO BHYTPHUYTPOOHOM MEPHOJIC

06H3I[&IOT 1 MOHOCOMMH IT10 BCEM ayTOCOMAM.

HaunbGonee wyacTble aHAYIIIOWAMM Y >KUBOPOXKACHHBIX — 3TO TPHUCOMHUHU IO

ayTOCOMaM | MOJOBBIM XPOMOCOMaM M MOHOCOMUH TI0 X-XPOMOCOME.
Cuopom /layna (Tpucomus 21; 47, XX (XV) +21)
Yacmoma cpeou Hosopodicoennwvix: 1700

Ilpuuyuna: Tpucomus 21 BCHEACTBUE HEPACXOXKICHUS XPOMOCOM B MEI03€;

BHYTPUXPOMOCOMHBIE MEPECTPONKH (TPaHCIOKALMU) C y4acTUEM 21 XpOMOCOMBI.

Denomunuyeckue NnpoAGAeHUsL. Bpaxunedanus (KOPOTKOTOJIOBOCTH),
MOHTOJIOUJIHBIN pa3pe3 IJ1a3, SNUKAHTYC (CKIIaJIKa BEPXHETro BeKa), HU3KUU POCT, 3a€piKKa
pPa3BUTHUSI, yMCTBEHHAs! OTCTAJIOCTh, KJIMHOAAKTUIIMS MU3UHIIA, YeThIpeXaiblieBasi CKIaaKa
Ja70HU. Y pa3HbIX UHIAUBUYYMOB MOXKET HaOMI01aThCS pa3Hasi BRIPaXKEHHOCTh OT/ICJIbHBIX
cumntomoB (puc. 31). Kak mnpaBuiio OOJbHBIE MHUPOJIOOUBBI, HEIJIOXO IPOXOAAT
COLMAJIBHYI0  aJanTalui0 — HEKOoTopble Jaxe oOpa3ytor cembu. Cpemnss
IPOJOKUTENBHOCT XKU3HU — 49 ner. MyxuuHbl ¢ cuHapoMoM JlayHa OecrioniHbl, y

HCKOTOPBIX KCHIIWH MOT'YT OBITH JAC€THU KaK C CHHAPOMOM JlayHa, TaK 1 HOpMAJIbHEIC.



Puc. 31. Baemnuii Bug 60ompHOTO ¢ cuHapoMoM [layHa.

Cunopom Iamay (Tpucomus 13; 47, XX (XVY) +13)
Yacmoma cpeou nosoposwcoennwix. 1:7000 (14000)

Ipuuuna: Tpucomus 13 BCaeACTBHE HEPACXOKISHUSI XpOMOCOM B Mero3e B 80-85%
Clly4aeB, OCTajbHBbIC ClIydan OOYCIIOBJICHBI, B OCHOBHOM, Iepeaaycii JUIMHHOIO Iuieda

13xpoMOCOMBI WK pOOEPTCOHOBCKUMH TpaHcokarusmu tura D/13 u G/13.

@enomunuueckue npossienus. Mukpouedanus, dYacTo TOJOMPO3’HIEhATUS
(puc.32A) (HepaszaeyneHHME MO3Ta Ha TOJyIIApHs), y3KHE TJa3Hble IEIH, BO3MOXKHA
IIUKJIOTIHS, TIOYTH BCET/Ia BCTPEUAETCS TJIa3Has MaTOJOTHS; IEMOHCTPATUBHBIM MPU3HAKOM
cuaapoma llatay sBisroTcst «3as4bsi Ty0a» U «BOM4bs macth» (puc.32 b). XapaktepHsl
TaK)KE€ TaKWE aHOMAaJUU KOCTHO-MBIIICYHOW CHUCTEMBI, KaK MOJUIAKTHINS Ha BEPXHHUX H
HUKHUX KOHEYHOCTSIX, BTOPOH M YETBEPTHIA MaNbIBI COTHYTHI, TPUBEACHBI K JIAJIOHU U
MEPEKPHITHI MEPBBIM U MATHIM TanbliamMu (puc. 32 B). BoiaBnsitorcss aedekTsl pa3BUTHS

MPAaKTUYCCKU BCCX CUCTEM U OPI'aHOB. HpOFH03 JJI1 SdKU3HHU HC6HaFOHpHHTHBIﬁ

bonpmmHCTBO netelt ¢ cuHapoMoM [laTtay yMuparOT B IepBbI€ HEAECIH WM MECSLIBI

xu3HA (95% ymuparot 10 1 roga). OHaKO HEKOTOPHIE OOJBHBIE JKUBYT HECKOJBKO JIET.



Puc. 32. Cunapom Ilatay: A - ronomnpo3sHIedanus ¢ MUKIOnuel 1 X000TKoM; b — 1ByCTOpOHHSIS
«3as9ps Ty0a»; B — mommmakTuims

Cunopom Iosapoca (Tpucomus 18, 47 XX (XV) + 18)

Yacmoma cpeou Hosopooicoennvix: 1:5000 (7000), cooTHolIEHHE MaIbYMKOB U

neBouek 1:3.
Ilpuuuna: Tpucomus 18 BCiencTBHE HEPACXOKICHUS XPOMOCOM B Mei03e.

Denomunuueckue npossnenus. Hamnune nonuxouedansHoro (yIUIMHEHHOTO) Yeperna
(puc. 33 A), cnaBieHHOTO ¢ OOKOB, C HU3KUM JIOOM U IITUPOKUM BBICTYIIAIOIIUM 3aTHIIIKOM;
[JIa3HbIE IIETW Y3KWEe;, JMUKAHT; HIDKHSS 4YeTIOCTh MalleHbKas, CKOIIIEHAa Ha3aJ
(MHKpOpETpOTHaTHs); pOT MaJICHbKUH, TPEYTOIbHOU (POPMBI C KOPOTKOW BEpXHEH ry0oi;

e KOpoTKasi, C KPbUJIOBUIHOM CKIIAIKOM.

[Ipy nmaHHOM CHHAPOME THUIIMYHBI AHOMAJIMH OIIOPHO-IBUIATEJILHOTO ammnapara:
KMCTHU M NAJbLbI KOPOTKHE, IIATHIEC NaIbLbl HCKPUBJIEHBI, AJIBLBI CKATHI B KYJIAK, BTOPOU
U ITHIA HaJIbLBI PACIIONOXKEHBI CBEPXY M NPUKPBIBAIOT MPUXKATBIE K JIAJIOHU BTOPOM U
YETBEPTHIN NAJbLbI; IEPBBIN MTAJELl CTONBI KOPOTKUN U IIUPOKNNA, CHHIAKTUIIUS BTOPOTO U

TpeThero nanbiieB (puc. 33b); popma cTonsl B Bue «kayainkm» (puc. 33B).



Puc. 33. Cunapom DnBapaca: A — mukponedanus, b — anomanuu naneies, B — cromna-«kavankay

[Toutn 95% OOIBHBIX MUMEIOT MOPOKHU CepAla, KPYMHBIX COCYJIOB, MOYEIOJIOBOM
CUCTEMBbI, aHOMAJIMU OPTaHOB THIeBapeHUs. [IporHo3 juisi )KU3HU HEOIarOnpHUsITHBINA -
JIeTh ¢ cuHapoMoM OJnpapiaca ymuparoT 90% ciyudaeB no0 1 roma oT OCIOXKHEHU,
00yCIIOBJICHHBIX BPOXKJICHHBIMH TMOPOKAMH Pa3BUTHs (acHUKCHs, THEBMOHHUS, KHUIIICUHAS

HETMPOXOIUMOCTh, CEPICYHOCOCYTUCTAS HEOCTATOUHOCTS ).
Cunopom Bapkanu (Tpucomus 8, 46 / 47, +8)
Yacmoma cpeou nosoposicoennwix. 1:5000

Ilpuyuna: tTpucomust 8 - pe3ynbTaT BHOBb BO3HUKIIEH MyTanuu (HEPACXOXKJICHHE
XpOMOCOM) Ha PaHHMX CTaausAX OJACTyJbl, ONUCaHA MPEUMYIIECTBEHHO Y MO3auKOB;

I[MoJIHasA TPUCOMHUS 11O XPOMOCOME 8 nerabpHa.

Denomunuyeckue nposaeieHusd. Pa3nuunii B KIMHUYECKOM KapTUHE IOJHBIX H
MO3al4YHbIX (POPM HE BBISBIECHO. TSDKECTh KIMHUYECKOW KapTUHBI IIMPOKO BapbUPYET.
Koppensuuii Mexay Ts>KecTbio 3a001€BaHUs U I0JIEH TPUCOMHBIX KJIETOK HE OOHAPYKEHO.
JleTn poxaaroTCsl JOHOIIEHHBIMU; XapaKTEpPHbl YMCTBEHHAasA O0TCTanocThb (97,5 Y%cmy4daes).
OtkiioHeHus1 B cTpoeHUH Jmna (puc. 34 A): BpICTyHarouuii 100, SMUKAHT, KOCOTJIa3ue,
runeprenopusM (yBEIMYEHHOE pacCTOsHUE) TJia3 (M COCKOB), BBICOKOE HEOO (MHOTAA
paciennHa), TOJACTbIe TyObl, BBIBEpHYTasl HIDKHAA ry0a, OONbIINE YIIHBIE PAKOBUHBI C

TOJICTON MOYKOM.



Puc. 34. Cunnpom Bapkanu (heHoTunuyeckre nposiBieHus ): A — 0COOEHHOCTH CTPOCHHUS JIUIIA,
TUIEepPTENOpHu3M cockoB; b — rimy0Gokue 00po3asl Ha cTonax; B — aHoManuu mo3BOHOYHHUKA.

[Topoku ONOPHO-ABUTATENBHOIO amnmapara ¥ MOYEBOW CHCTEMBI: KOHTPAKTYPHI
(orpaHuyeHHe IBUKEHUS) CYCTaBOB, aria3us (OTCYTCTBHUE) HAJKOJECHHHKA, TITyOOKHE
00po37Bl MEXAY MeXnanablleBbIMU moaymieukaMm (puc. 34b). Ilpu Y3U BwiaBisroTCs
aHOMAaJIUM TTO3BOHOYHMKA: CKOJIMO3, y3KHe meun u Ap. (puc. 34B). IIpoaomKuTeIbHOCTh

JKU3HU — He 0oJsiee 17 ner.

AHeyrIJ'IOI/II[I/II/I I10 ITOJIOBBIM XpOMOCOMAM TaKIKC JOCTATOYHO 4YaCTO BCTPCUHAIOTCA B

MOTMYJISIHMAX YSIIOBEKA.
Cunopom komauvezo kpuka (cunapom Jlexxena) — HSAS del (5p-).
Yacmoma cpedu Hosopoicoennvix. 1:45000

Ilpuyuna: OOBIYHO JENETUPOBAHO OT TPETH [0 IOJOBHHBI KOPOTKOrO IIjIeyda
XpPOMOCOMBI 5, pexXe BcTpedaercs nosHas aeneuus Sp. Hacnenyercs mo ayTOCOMHO-

JOMHUHAHTHOMY THITY.

Denomunuyeckue nposenenus. llpu poxaeHUHM OTMEUYaeTCs HU3Kasg Maccarena,
MBILIEYHAsI TUIIOTOHHUSI, NU3MEHEHHUE TOPTAHM, MPUBOIAIIECE K XapaKTEpHOMY THUIy ILlaya
pebeHKa, HaOMMHAIONIEMY MsAyKaHbe KOmKH. [locnenHuil mpu3Hak MPOXOIUT K KOHILY
IEPBOI0 roja *XKU3HU. Y OOJBHBIX BCTPEUarOTCs MHKpoue(anus, BPOXKIAECHHbIE MOPOKH
Cep/illa, KOCTHO-MBIIIEYHON CHUCTEMbl W BHYTPEHHHUX OPraHoB, Jedopmanus yUIHBIX

PaKOBHH, SMUKAHTYC, aHTUMOHTOJIOUHBIH pa3pes a3 (puc. 39).



Puc. 39. M3menenue uept numa pedbenka ¢ cuaapomom JlesxxeHna B Bo3pacrte: A - 8 mecsines; b - 2-
x netT; B - 4-x net; [1 - 9-m ner.

Cunopom Bonwvgpa-Xupwxopna (Cunanpom 4p)
Yacmoma cpeou nosopodicoennwix. 1:96000
Ipuyuna: nepumeHcH KOPOTKOTO TIeda XPOMOCOMEI 4.

Denomunuueckue nposeienus. Jnsg OONBHBIX XapaKTEpHbl MHUKpoLedanus,
«pBIOUID POT, pacieanHa ryobl U HEOa, HU3KOPACTIOI0KEHHbIE 1e(OPMUPOBAHHBIC YIITHBIC
PaKOBHHBI, TUNIEPTEIOPHU3M, HAOMIOAAeTCs TUIyOOKas 3a7ep>KKa YMCTBEHHOTO Pa3BUTHSL.
(puc. 40). U3 BHYTpEHHUX OPTaHOB Yallle BCETO MOPaXaroTCs MOYKH, CEPIE U CEMEHHUKH.
BrokuBaer He Oosnee 20 % HOBOPOXKACHHBIX C 3TUM CHHIPOMOM, MPOAOJIKUTEILHOCTD

KA3HU — J10 25 nerT.

Puc. 40. Baemnwuii By 601pHOTO ¢ cuHApoMoM Bonbda-Xupuixopaa

Cunopom Mapmuna-benn (CuHIpOM JJOMKOH X-XpOMOCOMBI)

Yacmoma cpeou Hosopooicoennwvix: 1:1000 (2000) MabuMKOB.



Ilpuuuna: 3xcnancus TpuHyKI€OTUAHBIX LII'T (LMTO3MH-TyaHUH-TyaHUH) IOBTOPOB.
B nopme B paiione Xq27.3 (q27-28 — ¢parunbHbIi caliT) JOMKHO OBITH OT 6 70 54 Takux
nOBTOPOB. MDEHOTUNHMYECKHE TMPOSBIECHUS CHUHIPOMA OTMEYAIOTCA MPH KOJIUYECTBE
noBTopoB Oosiee 200. Hamnbosnee BbIpa)XeHO MOSBICHHE CUHAPOMA B TE€MHU3UIOTE, T. €. Y

MaJIbYUKOB C MyTaHTHOM 110 (parmyibHOMY CaTy X-XpOMOCOMOM.

Denomunuyeckue nposeneHus. Manpuuku poxaarTcss ¢ BecoM 3,5-4 kr wu
MaKpOOPXU3MOM (YBEJIMYEHHUE TECTUKYI). YacTo HaAOIIOAAIOTCS YBEIUYEHHBIE pa3Mepbl
TOJIOBBI, JUTMHHOE JIUIIO C YBEIUYCHHBIM IMOAOOPOJIKOM, HHU3KOE PACIIONIOKEHUE YIIHBIX
PaKOBUH, MOBBIIICHHAs! MOJBUXHOCTh CYcTaBOB (puc. 41). 'maBHbIE CUMIITOMAaTHYECKHE
MPU3HAKH — YMCTBEHHAasi OTCTAJIOCTh W CBOEOOpa3HblE€ HAPYIICHUS PEUd — HXOJaaus
(HEOCMBICIIEHHOE MTOBTOPEHHE UYKHUX CJIOB) U nepceBepanus (bopmouyiias peus). MHorna

OTMEYAETCS PAHHUU IETCKUN ayTU3M.

Puc. 41. Baemnawnii Bua 00JbHBIX ¢ CHHAPpOMOM MapTtuna-benna.



