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MEAUIMHCKASI TEHETUHKA: XPOMOCOMHBIE BOJIE3HU
(JIeknust 2)

H.2K. CemuHcKull.

(MpkyTCcKuil rocyiapcTBEHHbIH MEAMUMHCKUI yHUBepcUTeT, pektop — akal. MTA u AH BIIl A.A. Maii6o-
pona, Kypc MeNMUMHCKOM reHeTuky, 3aB. — 1.M.H. L. K. Cemuncknit)

Pestome. B nekuun npeacrtaBneHa XapakTepucTtnuka OCHOBHbIX XPOMOCOMHbIX GonesHer 'yenoseka,
M3M0XEeHbl COBPEMEHHbIE AaHHbIE 06 aTnonorun, KNMHUKE, NPOrHo3e Ansd DONbHbIX C XpOMOCOMHOVI
naTonornen, AaHa KnuHuyeckas KﬂaCCV‘(bMKaLlVlﬂ 1 nokasaHuna Ana KapuotTunnpoeaHusa.

XpoMmocoMHble G0Ne3HN — 3TO Tpyrnrna HacJencT-
BEHHbIX 0OJNe3HeH, XapaKTepu3yHLHXCS MHOKECT-
BEHHBIMU BPOXIEHHBIMU TOpOKaMH pa3BUTUA. Xpo-
MOCOMHbIEe 00JIe3HH (CHHAPOMBI) ABIAKOTCA CIENCT-
BUEM XPOMOCOMHOro auchanaHca BO BCEX WM B
GOJBbUIMHCTBE KIETOK oOpraHn3ma. XpOMOCOMHbIMH
nucbanaHc MoxeT ObITb NpPENCTaBIEH B BUIE Hapy-
LIEHUS YHUCNIa XPOMOCOM (r€HOMHbIE MyTalKu), A1bo
B BUJIC HApPYLUIEHUS CTPOEHHUA XPOMOCOM (XpOMOCOM-
Hble MyTauuu). B 3aBUCMMOCTH OT TOTO, UMEETCA JIU
MYTallMg B CUCTEME ayTOCOM MJIW B CUCTEME MONOBBIX
XpOMOCOM, XPOMOCOMHbIE O0JIE3HN NOApa3neAoTCA
Ha [BE IPYyMIMbl: CHHAPOMBI, CBS3aHHbIE C ayTOCOM-
HBIMH aHOMAJIMAMH, U CBA3AHHbIE C aHOMAJIHAMH MO-
JIOBBIX XPOMOCOM.

K uucrioBbIM HapylWeHUAM KapMOTHUMa OTHOCATCA
MOJIMIUIOUAWK M aHeyrmiouanu. [loaunmnonaus — 3To
yBeJIMueHUe 4uciia XpOMOCOM, KpaTHOEe rarjouaHO-
My Habopy 1, T.e. BMECTO HOPMaJbHOrO AMIJIOUIHO-
ro Habopa (2n) B kjeTkax umeercs Tpuronaus (3n)
unu tetpamiouaus (4n). Takue HapylwleHHsd uvalle
BCEro HECOBMECTHMBbI C HOpMaJbHbIM Pa3BUTHEM 3a-
ponpliia 1 3MOPHOHBI BTUMHUHUPYIOTCS NMPEHATalbHO.
AHeyruiouans — 3TO yBEJIMUYEHHE WU YMEHbLIEHHE
Yuclla XpOMOCOM B CBSI3M € YTpaTol OQHOH XpoMo-
coMbl (2n-1=45) — MOHOCOMHUA MJIM C HATUYUEM [O-
6aBouHO# xpomocomsbl (2n+1=47) — Tpucomus. Mo-
HOCOMUU U TPUCOMUHU Yy OONBHBIX 00pa3yoTCs B pe-
3yNbTaTe HEPACXOXAEHHUA XPOMOCOM B raMeTOreHe3e
UX poaMTeneil W sBJIAIOTCA 4allle BCEro CIENCTBHEM
HOBOI MyTauuH.

CTpyKTypHbIE TEPECTPOHKU (XPOMOCOMHBIE MY-
TalUMM) CBA3AHBI C HapyLIEHUEM LEJOCTHOCTU OJHOH
WM HECKOJIbKUX XpoMocoM. [Ipu CTpyKTYpHBIX aHo-
Majuax B KapUOTHIE UMeeT MecTo Nubo yTpara, Ju-
00 U30BITOK XPOMOCOMHOro Martepualia Kakoi-nubo
Xpomocombl. YTpaTa 4acTH XPOMOCOMbBI Ha3blBaeTCs
neneureit, a u3bbITOK — AyTIMKaUuen.

CuHapomsl, 00yCIIOBJIEHHbIE CTPYKTYPHBIMHU Ti€e-
pecTpoiikaMu, MOTYT ObITh CIE€ACTBUEM HOBOH MyTa-
LMW BO BpeMs raMeToreHesa y o[lHOro u3 poauTtenei,
nnbo ObITh yHacneNOBaHHbIMU B pe3ylbTaTe pPOAH-

TeNbCKOM cOanaHCHPOBAHHOH XPOMOCOMHOI mepe-
cTpoitku. COanaHcupoBaHHash XPOMOCOMHas Iepe-
CTpoiika — 3TO Takas aHOMaJMd KapuoTHMa, NP KO-
TOpoit XxpoMocomHoro nucbanaHca B kieTKax HeT, HO

*TOPAAOK PacCroJIOKEHHUS HEKOTOPbLIX YYaCTKOB XpO-
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MOCOM OTIMYAETCsd OT HOPMAJIbHOTO, T.€. YacTb XpO-
MOCOMHOTO MaTepuala NnepeHeceHa B Ipyroe MecTo.
@enotun obnanarteneil cHanaHcUpPOBAHHBIX Mepe-
cTpoek — HopMmanbHbli. K cbanaHcupoBaHHbIM Xpo-
MOCOMHBIM MEPECTPOiikam OTHOCATCS MHBEpCUH (MO-
BOPOT yuyacTka XpoMocoMbl Ha 180) u TpaHcnokauuu
(obMen yuacTkamMu XpoMocom). [lonynsuuoHHas
YyacToTa XPOMOCOMHBIX HapylleHHH uenoBeka co-
crasiseT 6-7 Ha 1000 HOBOPOKIEHHBIX.

CuHapombl, 00yc/I0BJIeHHbIe AHOMAJHSIMH B
CHCTEME ayTOCOM CBSI3aHbl Kak C YHCIOBBIMH, TaK U
CO CTPYKTYPHbIMU M3MEHEHHAMHU XpoMocoM. M3 uu-
CJIOBBbIX HapylWEeHUH Yy XXUBOPOXAEHHBIX ONMpeAeNsatoT
ToJbKo Tpucomuu no 21, 18, 13, 8, 9, 22 xpomoco-
mam. TprHcOMUMM MO OCTaldbHBIM ayTOCOMAaM, a TaKxke
BCE ayTOCOMHbIE MOHOCOMHH — 3TO JIETAIMK U MO-
3TOMY MOTYT ObITb OOHApYXKEHbl TOJbKO Y CIMOHTaH-
HbIX abopTycoB. TpUCOMMM MO YKa3aHHbIM LIECTH
ayTocoMaM SABIAIOTCS cyOneTansiMu, TaKk Kak OHH
TaKXKe MOrYT ObITb MPUYMHOHM 3INMUMHHALKMK TUIOAA.
CTpYKTypHble NepecTpoilku ayTocoM (fenaeuuu u ay-
MUJIMKAaUMK) B BUJE YACTUUHBIX MOHOCOMUH MJIM yac-
THYHBIX TPUCOMMII U3BECTHBI MO AJMHHBIM U KOPOT-
KMM ruledam OOJIbIUIMHCTBA ayTOCOM W SBJAIOTCH
MPUYUHON COOTBETCTBYIOLUUX CUHIPOMOB.

Jns ayTOCOMHbBIX CUHAPOMOB XapaKTepHbl MHO-
JKECTBEHHbIE U rpyOble MOPOKHU BHYTPEHHUX OPraHoB,
pe3kas 3agepikKa MCHUXOMOTOPHOIO pa3BUTHA, Tpy-
Oblii nedexT MHTEIEKTa B COUYETAHMM C MHOTOYMC-
JIEHHBIMU MUKpOAHOMANUAMHU (AU3IMOPGUAMU), U KaK
NpaBUiO,  HE3HAYWTENIbHAA  MPOJOJIKUTENbHOCTD
KU3HU OOJIbHBIX, PAHHAS AMATHOCTHKA.

ITonneie mpucomuu aymocom. BoneszHb
Tpucomus 21. Monynsaunonnas yactora — 1:700. Co-
oTHoweHue nonoB M1:XK1. C ysenuueHuem Bo3pacra
XKEHIUMHBI PUCK POXIEHHA y Hee pebeHnka c Gones-
Hbto JlayHa Bo3pacTaerT.



ITpu poxnenun y GonbHbiX ¢ GonesHbio JlayHa
OTMEYAETCH HEKOTOpas TEHAEHUMS K MpeHaTalibHOM
rMUNOTpoUH, MIOCKOE JIMLO, MOHTOJOUIHLIN pa3pe3
rja3, 3MMKaHT, TUMUYHBL K0JIOOOMBI, MilocKas nepe-
HOCHUA, MIa3HOW runeprenopusM, aedopmauus Hu
YMEHBLUEHHE YIIHBIX PAKOBUH, MAKpPOTJIOCCHS, NoTe-
peuHas ckjialka Ha JagoHsAX. M3 nopokoB BHYTpeH-
HUX OpPraHOB YacTbl BPOXAEHHbIE MOPOKM cepiLa,
KeJTyIOUHO-KHILIEYHOr0 TpakTa B BUAE aTpe3uu JBe-
HAJUATUIIEPCTHON KMIUKH, CJIENON KULIKH, aHyca.
Kak npaBuno, umeercs MbllieyHass TMMOTOHUA. Y
BCceX OONbHBIX OTMevaeTcsi OoJIMrodpeHus pasHoii
cTeneHu TskecTu. Ecnu HeT TshkenblXx NOpoKoB pas-
BHUTHSI BHYTPEHHUX OPraHOB, TO MPOJOJIKUTENbHOCTD
KU3HU OOJIbHBIX 3HAYUTENbHO GOJbLIE, YEM NPU APY-
FHX ayTOCOMHbBIX TPUCOMMUSX, XOTS OHA HHUXKE, YEM B
obueit nomyasUMK, XapaKTepHbI MPU3HAKH PaHHEro
CTapeHus.

Cunapom 3asapaca — Tpucomus 18. Tlomynauu-
oHHas uvactota 1:5000 — 1:7000, cooTHOlIEHHE MO-
noB — M1:XK3. [Inst 3T0ro cuHApOMa XapaKTepHbI Bbl-
paxeHHass npeHartajbHas TUNOTPOdHs, MHOro4YMC-
JIEHHbIE YEPENHO-JIMLUEBbIE W CKEJETHbIE aHOMAJIHK:
ypoIACTBa MO3roBoro udepena (aHuedanus, AOIUXO-
uedanus, rugpouedanus, OTKpPbITbIE LUBbI), Y3KHE U
KOPOTKHE rila3Hbl€ LIEJH, BBICTYNatoLlee NEPEHOCHE,
HU3KO pacrnoJioXeHHble Oe(hOPMHUPOBAHHBIE YIIHbIE
PaKOBHHbBI, OTCYTCTBHE HAPYXHOrO CIlyXOBOTO Mpo-
Xola, KOpoTkas wwes, (rIeKCOpHOe MOJ0KEHHE KHC-
Tei, nedopmauus cron (“ctoma-kavanka”). ITocto-
SHHbl MOPOKM cepAla W MarucTpajbHbIX COCYIOB,
npeobnanaroT nedeKTbl MEXIKeNyI04KOBOH Nepero-
pPOIKH, YacTbl NOPOKH kianaHoB. B 50% cnyuaes —
MOPOKH KENYAOUHO-KMLIIEYHOTO TPaKTa: AUBEPTHKYI
Mekkens, aTpe3us MUIEBOAA, MOUYEBBIAECIHUTEILHON
CUCTEMbI — MOAKOBOOOpa3Has NMouyka, yNABOEHHE MO-
4eTOYHHUKOB, rUApoHedPO3, Y MANbUYUKOB — KPUNITOP-
XM3M, y AE€BOYEK — rumnoruiasus auuHukos. IIponon-
KUTEJIBLHOCTb )XU3HU HEBeJMKa: 60JbLIMHCTBO 60Jb-
HBIX MorubatoT 1o rona.

Cunapowm Ilatay — tpucomus 13. [TonynaunoHHas
yactoTta — 1:8000. CooTtHoweHnue nonos M1:2K1. dns
cuHapoma [latay XapakTepHa nNpeHaTalbHas THIMO-
Tpotusa, 6epeMEHHOCTb 4acTO OCJIOXHAETCA MHOIO-
BoaueM. YepenHo-Mo3roBele ausmopduu 3aTparusa-
10T NMPEUMYLIECTBEHHO JIMLIEBOH OTAEN uepena: HU3-
KWW CKOLIEHHbI 100, y3KkHe rna3Hble 1IETH, MUKPOd-
TajbM, THIOTEJIOpPU3M, 3anaBlias NEepPeHOCHLA, LIM-
pPOKHI KOpEHb HOCA, HU3KO pacnoJlokeHHble nedop-
MHUpPOBaHHbIE YIUHbIE PpAKOBHHBI, OYE€Hb THUMNHYHA
pacuienuHa BepxHeil rybnl u Heba. Takxke oueHb Xa-
pakTepHLIM NMPU3HAKOM SIBJISETCSA MONMAAKTHINSA. W3
OPOKOB BHYTPEHHMX OpPraHoB THMHUUYHBI JIe(EKThI
NeperopofoKk cepiua, He3aBepLUEHHbIH MOBOPOT KH-
IIeYHKKa, HapyLieHue No0yasauum neueHu, Hpubpoku-
CTO3 MOMXKENYAOYHON Keje3bl, YBETUUYEHHUE WU MOBbI-
IIEHHAs JOJIbYATOCTb MOYEK B COUETAHHUH C MOpOKa-
MM Pa3BHUTHUS MOYETOUYHUKOB. Y MaJIb4UKOB — KpHUI-
TOPXHU3M U IMMOIUIa3us MOJIOBOTO YJIeHa, Y 1€BOYEK —
YABOEHHE MAaTKM W Biaranuua. BuranbHelii nporuos
HebMaronpusTHHIM. ‘
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CuHApOMBI, 00yC/I0BJICHHBbIE CTPYKTYPHBIMH

nepecTpoiikaMH ayTocom

Cunopomer yacmuyneix monocomutl. CUHAPOM
“kpuK_KOWKH” (5p-). OTBETCTBEHHBIM 3a pPa3BUTHE
cuHapoma apnseTcs cermeHt S5pl5. Ilpu poxxaenuun xa-
paKTepHbIM ABJIAETCH CHEUMPUUECKUN KPHK, HanoMu-
HalOWHMI KowWaYybe MAyKaHbe, TMNOTpodus mioaa, MUK-
pouedanus, MbllIeYHAs TUNOTOHUA, JIyHOOOpa3HOe JiU-
1O, LUMPOKas MNepeHOCHIla, aHTUMOHTONIOUAHBIN pa3pes
MJIa3HbIX LUENel, 3MUKaHT, -TUMNEPTESOpU3M, MHUKpore-
HUS, HU3KO PacroioXKeHHble Ae(OpPMHpOBaHHbIE YIli-
Hble PaKOBHHbI. AHOMaJIUU CKeJleTa B OCHOBHOM Mpej-
CTaBJIeHbl CHHIOAKTUIMAMM, TUIOCKOCTONHEM, CKOJIHO-
30M. [TOpOKH BHYTPEHHHX OPraHOB MOTYT OBITb pasHO-
00pazHbIMK, 3aTparuBaTh pa3jiM4HblE CHCTEMBI Opra-
HOB, OT He3HauYMTeNbHBIX N0 rpybsix. Habmogaercs
YMCTBEHHas OTCTANOCTb Pa3HOM CTENMEHH BbIPAXKEHHO-
CTH. BUTanbHBIM MPOrHO3 3aBUCUT OT TSXKECTH BHYT-
PEHHHUX NMOPOKOB Pa3BUTHA.

Cunapom Jlexena. 18q-. [Ins Hero XapakTepHbI
yMepeHHas npeHaTajlbHass runotpodus, Mukpoueda-
JIMsl, TUIEPTEIOPU3M, YIJIOLWEHHE CIIUHKKU HOCa, TTy-
60k0 MmocaxeHble ryas3a, “poT kapna”, ¢ OMyIIEHHbI-
MU yrnamu, Beicokoe Hebo, “ywn catupa”. Y Manb-
4YMKOB FMIONJIA3Ms MOLIOHKH, KpUNTOpXK3M. [Topoku
BHYTPEHHUX OpraHoB: COYETaHHbIE MOPOKM Cepala,

MOPOKH TOYEK, IKeNyJOUHO-KHUIIEYHOro TpakTa,
ITHC. TIporHo3 anst )KHU3HW COMHUTEBHBIMN.
Cunopomul  yacmuunelx mpucomuy. CHHAPOM

Tpucomud 6q. BONbIWIMHCTBO aBTOPOB CUMTAET, 4TO
3a pa3BUTHe CHHIPOMA OTBETCTBEHEH cerMeHT 6q25.
XapaKTepHbIMU MpPU3HAKAMK ITOrO0 CHHIApPOMA ABJIA-
IOTCA yMepeHHas npeHatalbHas runotpodus, 3a-
JepKKa MCHXOMOTOPHOrO Pa3BUTHA, MUKpoLedanus,
rUnepTeopu3M, ULIMPOKas CIHHKA HOCa, Hajuuue
[eHHbIX NTEPUrMyMOB, aHTHUMOHTOJIOWOHBIA pa3pe3
rjasHplX Ulejeil, aHOMaNuM pacrnojokeHUst U GOpMbl
YIIHBIX PAKOBHH, KOHTPAKTYpbl KPYMHbBIX CYCTaBOB,
KOCOJIanoCTb, KJIHHOAAKTUIMA Y nansua. ITopokwu
BHYTPEHHUX OpraHOB HEMNOCTOsAHHbI. [IporHos mns
KU3HU 3aBUCUT OT THKECTH MOPOKOB BHYTPEHHUX
OpraHoB.

CungpoM tpucoMuu 9p (cuHapom Pertope). Hdns
9TOr0 CUHAPOMAa THUMHYHBI ONUroQpeHus, MUKpoLe-
tdanus, 6paxuuedanus, runepTeJopu3M, aHTUMOHTO-
JIOUJIHBIH pa3pe3 rias, 3Ho(pTanbM, OKPYrJblid KOHUHK
HOca, BBICTYMalouas BepxHsAs ryba, OnylleHHbIE YrI-
Jbl pTa, 6OJbLIME HU3KO pacrnojiokeHHble AehOopMHU-
pPOBaHHBIE YIIHbIE PAKOBUHBI, KOPOTKAsA LUEA, HU3KHUHI
ypOBeHb pOCTa BOJIOC, AHOMAJMM MO3BOHOYHHKA,
KJIMHONAKTUINKM, CHHAAKTUIMHU. Ha peHTrenorpam-
Max — OTCTaBaHHMe KOCTHOIO BO3pacTa OT MacnopTHO-
ro. IIpoooJKUTENBHOCTb XU3HU WHIMBHUIYyallbHA U
3aBUCUT OT BLIPAXXEHHOCTH NMOPOKOB Pa3BUTHA.

Cungpom tpucomuu llg. [nsg 3Toro cuHapoma
XapaKTepHbl pe3KO Bblpa)k€HHas NpeHaTajbHas runo-
Tpodua, Mukpouedanusa, KOpOTKUI HOC, HU3KO pac-
MOJIOXKEHHbIE  KPYNHbIE Ne()OPMHUPOBAHHBIE YLIH,
4acThl MEPHAYPUKYJIAPHBIE BBIPOCTBI M (UCTYIIbI,
pacuenuHa Heba, rUNOTOHMS MbILILL TYJOBHILA B CO-
4yeTaHUM € TMINEPTOHUEN MbILIL KOHEYHOCTEH. AHo-




Manuu cKenerta: BbIBUX Oenpa, KOCOJanocTb, Ae(eKT
KJIIOUHLbI, MOPOKH Cepala, CTEHO3 WM aTpe3us aHy-
ca, nuadparmanbHble TPBIKY, areHe3usi MO30JMCTOr0
Tena. BuranbHeId NpPOTrHO3 3aBUCUT OT TSXKECTH
BHYTPEHHUX MOPOKOB Pa3BUTUS.

KanHnyeckue CHHAPOMBI, 00yCJIOBJIEHHbIE

aHOMaJIUSIMH B CHCTEMe MOJIOBBIX XPOMOCOM

OOwme npu3HAKU 3TOH TpYMNIbl XPOMOCOMHBIX
Gone3Heil: OnaronpuATHBIL NPOrHO3 1A JKU3HH,
NO3AHAS NHArHOCTHKA C 00sA3aTeNbHbIM KapUOTHUIMU-
poBaHUEM, AU3reHe3us roHan, becrnioaue.

Cunapom [lepeuweBckoro-TepHepa. Ilonynsuu-
oHHasa yacTtoTa coctaBaseT 1:2000 HOBOPOXKAEHHBIX
neBouek. bonbHele umerotr kapuorun 45, XO. B oT-
JIMUKe OT APYruX CUHAPOMOB, CBA3AHHBIX C Hapylue-
HUEM KOJIMYECTBA MOJIOBbIX XPOMOCOM, NPU CHUHIPO-
Me lllepeuieBckoro-TepHepa yxe B paHHEM Bo3pacTe,
no nybepraTHOro nepuojaa, OTMEHAETCs 3HAYMTENb-
HOE OTCTaBaHUE B pOCTe, COYETaroLeecs C MHKpPO-
aHOManusAMH: aHTUMOHTOJIOMAHBIM pa3pe3 TIia3HbIX
enei, HU3KO pacrnoyiOKEHHbIE YILIHBIE PAKOBHHBI,
HeNpaBHIIbHBIA POCT 3yOOB W NpPUKYC, KOPOTKas lues
C KpbUIOBMIHOW CKIaaKoW, HU3KUIA ypOBEHb poOCTa
BOJIOC Ha llee, WHpokas rpyaHas KieTka, THIepTe-
JOpU3M COCKOB, OOMIME MUIMEHTHBIX MATeH. B ny-
GepTaTHOM BO3pAacTE OTMEYAETCA BHIPAXKEHHBIH MO-
70BOH MH(AHTWIN3M: OTCYTCTBHUE MOJIOUHBIX XKEJNE3,
CKYIlHO€ BTOPHMUYHOE OBOJIOCEHHE, MEPBUYHAA aMEHO-
pest. DT ABJIEHUs CBA3aHbl C IM3reHE3WeH rowan, c
OTCYTCTBMEM SHYHHKOB, 4TO BeleT k Gecnnonauio. Y
yacTh OOJbHBIX OTMEYAOTCH Herpybble MMOpPOKH
BHYTPEHHUX OpraHOB: MOPOK CepAuLa, Yalle B BHIE
KaopKTalKK aopThl, MOPOKU MOYEK B BUAE MOIKOBO-
obpa3Hoit MOYKH, YABOEHUS JOXAHKH WM MOUYETOU-
Huka. MHTennekT 6ombHbIX ¢ cuHapomoM llleperues-
ckoro-TepHepa B LIEIOM HE CHUXKEH.

Cunpapom Knaitudensrepa. [TonynsuuoHHas uac-
ToTa 1:1000 HOBOpOXAeHHBIX Manb4yukoB. KapuoTtun
HonbHeIx 47, XXV. XapakTepHo HapylleHUus pa3Bu-
THS TOJIOBBIX )KENE3 B BHUAE MHUKPOOPXMAU3MA WU
runoroHaausmMa. B Takux Au3reHernyeckux suykax
CEMEHHBIE KaHalbllbl 3aMELIEHbl COEAMHUTENbHOMN
TKaHbIO M TMajJu3UpoBaHbl. Y BCeX B3POCHbIX 60Jb-
HBIX pa3BHUBaeTcs Oeclulogue B CBS3M C acrnepmueil.
JuarHo3 MoeT ObITb NOCTaBJEH TOJNbkO B mybep-
TaTHOM WJIM NocTnyGepTaTHOM Bo3pacTe. Jnd yacTtu
G0JIbHBIX XapaKTEPHO HEPE3KOE CHMXKEHHE MHTEIJIeK-
Ta. BonbHbIE C HOpPMaNbHBIM HMHTEJUIEKTOM HMEIOT
HEKOTOpPBbIE MCUXOJIOTMUYECKHE M XapaKTeposioruye-
CKHe 0COOEHHOCTH, TaKhe Kak BHYLIAEMOCTb, cyabo-
BOJIME, BCMbILIKK arpecCUBHOCTH, CKIIOHHOCTb K He-
MOTHBHMPOBAHHLIM IOCTyNKaMm, MepeolleHka CBOEH
JUYHOCTH M Ap. Bce 310 06BACHAET HapylIeHUs Mo-
BEAEHHA, CKJIIOHHOCTb K MPOTUBOMpPABHbIM NEHCTBHEM
Takux 60sbHBIX. Jnst 6onbHBIX ¢ cuHApoMoM Knaith-
(denbrepa XapakTepHbl HapylUEHUs TEJOCIOXKEHUS B
BUAE BBICOKOTO pOCTa, ACTEHWH, E€BHYXOHMIOHOCTH.
OBOJIOCEHHE M XUPOOTIOXKEHHUE MO XKEHCKOMY THIMY,
ruHekomacTtus. [IporHo3s ang xu3Hu B LenoMm Gnaro-
NPUATHBIHA.

Hcxons u3 GeHOTHNMMYECKHUX NPOSBIEHUH XpoMo-
coMHOro auc6anaHca y GOJIbHBIX C XPOMOCOMHBIMH
CUHIpOMaMH, ocobeHHocTeH cemeitHOro aHamHesa,
NOKa3aHUAMHM 111  KapUOTUMHUPOBAHHUS  ABJISIOTCA:
MHOXECTBEHHBIE BHYTPEHHHE TMOPOKH Da3BUTHS,
KIMHUYECKHA JuarHo3 Gonesnu JlayHa, Hanuuue
TpaHcIoKaUMil y poauTesiel, onuroppeHus B couera-
HUM C. MUKPOAHOMAlMAMH, HapyLIEHUs MOJOBOro
pPa3BUTHUA, XPOHMUECKOE HEBblHallUBaHUE OepemeH-
HOCTH, aMEHOpes y KeHIUNH, becruionue.

THE MEDICAL GENETICS: CHROMOSOME DISEASES (Lecture 2)

I.J. Seminsky

(Irkutsk State Medical University)

In this article the students are informed about etiology, clinics, prognosis of the chromosome diseases.
There are specific and non-specific symptoms of chromosome diseases. Diagnostics of the chromosome

diseases are based on chromosome identification.
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