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OBIIASI XAPAKTEPUCTHUKA HACJIEJCTBEHHOM MATOJIOTUHA

MeaunMHCKAs TeHETUKA U ee 3aJa4u

Hacneocmeennocms — 3TO CBOWCTBO JKMBBIX CYIIECTB M KJICTOK OpraHu3Ma
nepeiaBaTh CBOM MPHU3HAKH (aHATOMO-(U3UOJOTHYECKUE OCOOCHHOCTH) IOTOMKAM.
Ona oOecreynBaeT OTHOCUTEIBHYIO CTAaOWJIBHOCTh BHJA. MaTepuaabHbIMU
HOCHUTEJISIMUA HACJIEACTBECHHOM MH(OpMAIMU SIBISIOTCS T€HBI — YYaCTKH MOJIEKYJIbI
JIHK.

H3menuueocms — CBOWCTBO OpraHM3Ma M €r0 KIETOK, MPOSBISIOIICECS B
BO3HMKHOBEHUH HOBBIX MPU3HAKOB.

B nacrosmee Bpemst uzBectHo okoso 2000 BUAOB HACIIEICTBEHHON MATOJIOTUU
U TCHETHUYECKU JEeTCPMUHHPOBAHHBIX CHHAPOMOB. UHCIIO WX TOCTOSHHO paCTeT,
€XKETOJIHO OIMMCHIBAIOTCS JIECATKM HOBBIX (OPM HACIEICTBEHHBIX OOJIC3HEH.
OCHOBHBIMH TIPUYMHAMH, CIIOCOOCTBYIOIIMMHU YBEIWUYEHUIO POCTAa HACJICACTBEHHOU
[IaTOJIOTUH, SIBISIOTCS:

— 3HAYMTENIPHBIC YCTIEXH MEIMIIMHBI B JICUCHUH W MPEAYNPEKICHUN MHOTHX
UH()EKIIMOHHBIX OOJIe3HEH;

— BO3paCTaIoOIIee 3arpss3HCHUE OKPYXKAIOIIECH CpeIbl MyTarecHHBIMHU ar¢HTaMU;

— yBEJIWYCHUE CpeTHEH MPOAOKUTEILHOCTH KM3HU YEJIOBEKA.

Hapsimy ¢ »TuM coBepIIeHCTBOBaHHWE METOJOB JUATHOCTUKH U YCIIEXHU
MOJICKYJISIPHOW OWOJIOTHHM TIO3BOJISIOT BBIABIATH TEHETHUYCCKYIO MPUPOAY psna
CEPBhE3HBIX 3a00JIeBaHUM, paHee HE CBSA3BIBAEMBIX C aHOMAIMAMHU TeHOMa (HarpuMmep,
XpPOMOCOMHBIE OOJIE3HN).

I'enemuxa — >T0 Hayka O HACJICACTBEHHOCTH M M3MECHYMBOCTH OPTaHHU3MA.
Pa3gen reHeTWkn, KOTOpBIM 3aHUMACTCAd HW3YYEHHEM HACICICTBEHHOCTH H
M3MEHYUBOCTH YEJIOBEKA C TOYKH 3PCHHS TMATOJOTHH, HA3bIBACTCS MEOUUUHCKOIL
2CHEMUKOU.

OCHOBHBIMH 3a1a4aMH MEIUIIMHCKON TeHETUKHU SIBJISIOTCS :



1. M3ydenue HacienCTBEHHBIX (POPM MATOJOTHH, UX ITHUOJIOTHH, MMATOTEHE3a,
COBEPIICHCTBOBAHUE IMArHOCTUKH, pa3padO0TKa METOI0B MPOPUITAKTHKH U JICUCHUS.

2. V3ydyeHrne TpUYMH W MEXaHMU3MOB HACIEIACTBEHHO JETEPMHUHHPOBAHHON
MPEIPACIIONOKEHHOCTH W PE3UCTEHTHOCTH K PpasIUYHBIM (B TOM 4YHUCIE W
MH(EKIIMOHHOW MPUPOIbI) 3a0071€BaHUSM.

3. W3ydenne ponu u 3HaUCHUS TEHETUYECKOTO ammapara B Pa3BUTUU pEaKIUN
a/IanTaui, KOMIICHCAIIUHN U SABICHUSIX JTEKOMIICHCAIIHH.

4. TlompoOHOE  BCECTOPOHHEE W3Y4YCHHE TIPOIIECCOB  MyTareHesa W
aHTHMYyTareHe3a, uX poju B pa3BUTHU OOJE3HEH.

5. M3yuenue  psga  oOHIEOMOJIOTHYECKUX  MPOOJIEM:  MOJEKYJSIPHO-
TCeHETUYECKUX MEXaHW3MOB KaHIIEpOTE€HEe3a, pOJIM TEHETHYECKOTO ammapara B
SBIICHUSIX TKAHEBOH HECOBMECTUMOCTH, Ay TOMMMYHHBIX PEAKIIHsIX OpraHu3Ma H JIp.

IToHsiTHE 0 HACIEACTBEHHOM U BPOKACHHON NaTOJ0rMu. PeHOKONN U

[lonsTust «HacnencTBeHHbIe OOJE3HU» U «BPOXKJIEHHBIE 3a00JI€BaHUS» JATIEKO
HE O/THO3HAYHBI.

Bpooswcoennvimu HazpiBaloT J100ble 3a00JI€BaHUS, MPOSBISIONIMECS Cpa3y
nocie  poxaeHus  pedbeHka. OHU  MoOryT  OBITh  HACHEJICTBEHHBIMU  H
HEHACJIeJICTBCHHBIMH.

K uucny nacneocmeennvix 601e3neii OTHOCATCA JIMILIB T€, B OCHOBE KOTOPBIX
JeXaT CTPYKTYpHbIE HU3MEHEHHWS B Te€HeTHUYecKoM Marepuane. OIHM U3 HHUX
KJIIMHAYECKU TIPOSIBISIOTCS YK€ B TMEPBBIE JHU IIOCIE POXKACHUSA, ApPYyrue —B
IOHOLIECKOM, 3PEJIOM, 2 HHOTJA U B MOYKUJIOM BO3pacCTe.

Henacneocmeennvte 6one3nu OOYCIOBIEHBI JEHCTBHEM HEOIAronmpUsTHBIX
(GakTOpoB cpeabl Ha pPa3BUBAIONIMUHCS IUIOA B TMEPHOJ OEpeMEeHHOCTH U He
3aTparMBaroOT €ro reHeTHYECKUH amnmapar.

(I)CHOKOHI/II/I, NPUIUHBbI HX PA3BUTHSA

B meaumnmHCKON reHeTuKe BBIACHSIOT €Ile OJHO TOHSATHE — (PEHOKOMHH.
denokonus TIPEICTABISICT COOOH KIMHUYECKUHW CHHIPOM, BO3HHMKAIOIIMN TI0]
BIUSHUEM (PAKTOpPOB BHEIIHEH Cpenpl B TMEpUoa SMOPUOHAIBHOTO Pa3BUTHS,
CXOIHBIN 1O CBOWM MPOSIBICHUSIM C HACIIEJCTBEHHBIM 3a00JIeBaHMEM, HO MMEIOIINI
HETCHETUYECKYI0 MPUPOAY BO3HUKHOBEHMsA. Hampumep, Takue aHOMaluu, Kak
«BONUBSL NACMbY, «3aA4bs 2yOa», MOTYT OBITh M HACJEICTBEHHO OOYCIOBICHHBIMU
(cunapom IlaTtay), u HeHacIeICTBEHHBIMU, BO3HUKAIOIIMMH B PE3YJIbTATE HAPYIICHUS
AMOPHOHATBHOTO Pa3BUTHS. [ unomupeo3 HaCIEAyeTCS KaK ayTOCOMHO-PEIIECCHBHBIH
MPU3HAK, HO MOKET BCTPEYaThCs U KaK (DEHOKOMHUS y JIOJIeH, MPOXKUBAIOIINX B
paiioHax, T/ie MUTheBas Boja OemHa WoaoM. Paruss 2nyxoma MOXKET HacledoBaThCs
KaK peIeCCUBHBIN WU JOMUHAHTHBIN IPU3HAK, 2 MOXKET BCTPEUYATHCS KaK ()EHOKOHS
y JeTei, POXKIEHHBIX >KEHIIWHAMHU, TEpPeOOJEBITMMU BO BpeMs OepeMEeHHOCTH
KPACHYXOM.



Takum o00pa3om, (HeHOKONMUU MPEACTaBISIOT COOOM 3a0oJieBaHUs, BHEITHE
MOXO0’KHE HAa HACIEJCTBEHHbIE O0JIE3HU, HO HE CBSI3aHHBIE C U3MEHEHUEM T'€HOTHUIIA.

[TprunHamMu GEHOKONHUH MOTYT OBITh:

— KHCJIOPOJHO€  TojioJaHue  mioaa  (BHYTpUYyTpoOHass  THUIIOKCHS),
BBI3BIBAIOIIEE PA3BUTHE CEPBE3HBIX Je()EeKTOB CTPYKTYphl MO3ra U 4Yeperna,
MUKpoLeaInio;

— OHJOKPUHHBICE HApyIIeHWsS B OpraHu3Me OCepeMEeHHOW I KCHIUHBI
(BEpOSATHOCTH POKIAEHUSI O0JBHOrO peOeHKa y TaKOM EHIIUHBI IPUMEPHO B 2,5 paza
BBIIIIE);

— uHEKIHOHHbIE 3a0o0yieBaHMsI OEpEeMEHHON JKEHIIMHBI (TOKCOIIa3MO3,
KpacHyxa, cudwiuc # JAp.), OCOOEHHO B paHHUM Tepuoj OEepPEeMEHHOCTH,
BBI3BIBAIOIIME B 3HAUUTEILHOM TpolieHTe ciydaeB (10 60—70 %) Tsokenbie ypoJcTBa
(Mukpornedanuio, TIIyXOHEMOTY, paclleInHy MSTKOro Heba u Jp.);

— TsKemas ~ TCHXUYecKas TpaBMa W JUIMTEIbHBIE  OMOIMOHAJBHBIC
TIepeHaNPSHKEHUS )KSHIIUHBI B IEPHO] OepeMEHHOCTH;

— JIeKapCTBEHHbIE  TMpemnaparbl, O00JaJalIue UUTOTOKCHYECKUM  WIIH
AHTHUMETa0OJMYECKUM JICHCTBHEM;

— XPOHUYECKHH alKOTONIM3M pOAMTENeH (IMMOpOKM pAa3BUTUS y JeTei
HEMBIOIINX POJUTENECH COCTABISAIOT OKOJIO 2 %, Y YMEPEHHO mbiomux — 10 9 %, y
CUJIBHO ThIomuX — 74 %) u np.

Knaccudpuxanus 6os1e3Heil ¢ y4eTOM B3aMMOOTHOIIEHHSI HACJIEICTBEHHBIX U
cpeaoBbiX GpakTopoB B UX pasButuu. [llonsatue
0 NEHETPAHTHOCTH M IKCIPECCUBHOCTH

B pasButum 00je3HH, KaK U B KU3ZHENEATEIHLHOCTH 3J0POBOTO OpPraHU3Ma,
NPUHUMAIOT ydYacThe [IBa OCHOBHBIX (pakTopa: BO3JCHCTBUSA BHEIIHEH CpEIb
(6newnuit hakmop) v HACIEACTBEHHOCTD (6HYymMpeHnull pakmop).

C ydeTroMm ymenbHOTO Beca BHYTPEHHETO M BHEIIHEro (PaKTOpOB B pPa3BUTHU
0oJIe3HU BBIACIAIOT cleaytoniye rpymmbl 3a0oneBanuii (H. I1. boukos, 2002):

1. Coocmeenno nacneocmeennwvie 6ore3nu. llpuanmHoil >TuX 3a00J€BaHUIMA
ABJISIIOTCSL @HOMAJIMU B TEHETHMYECKOM ammnapare KIeTKH, T. €. mymayuu (T€HHbIE,
XpOMOCOMHBIE U TeHOMHbIe). Cpefia onpenensier JUlllb HeHempaHmHocms (4acToTy
MIPOSIBIICHUS aHOMAJIBHOTO T€HA B MOMYJISIMN 0c00ei, 00IagaonuX JaHHBIM TE€HOM )
U 9KCNpeccusHocmy (CTETICHb BBIPAKECHHOCTH JIEUCTBHSI T€HAa Y KOHKPETHON 0COOM).
K »TOli rpymnme OTHOCATCA TakMe MOHOTEHHO OOYyCIIOBIEHHBIE 3a00JeBaHUs, Kak
aNKanToHypHs, (EHWIKETOHYpHUs, TemaTtonepedpanbHas auctpodus, reMobunus u
1p., @ TAKXKE BCE XPOMOCOMHEIE OOJIE3HHU.

2. Jkozenemuueckue 3a00neeanusn. JTa TPyNIa HACIEICTBEHHBIX OOJe3HEH
o0OycClIOBIIEHA MYyTalluel, NeHCTBUE KOTOPOUW MPOSIBISETCS TOJBKO MPHU BO3ICHCTBUU
Ha OpPraHW3M OIPEICICHHOTO, CIEeMU(PUISCKOTO JUIsi JAHHOTO MYTAaHTHOTO TeHa
dakTopa BHemHeW cpenbl. s sTUX OOJe3HE W reHeThuyeckas, W CpeaoBas



COCTaBIIAIOIIAsl  MPEACTaBICHbl  OJHO(MAKTOPHO: HMHAMBUAYaJbHBII Te€H —
cnenuuyeckuii K JaHHOMY TeHy cpenoBod ¢akrop. K Takum 3aboneBaHusiM
OTHOCUTCSl,  HalpuUMep, CEpPHOBUAHOKIECTOYHAs  aHeMus  (TOJyJAOMHUHAHTHO
Haclieayemass — reMorjioouHomatusi). Y reTepo3uroTHsix  Hocutenedt  HbS
reMOJIMTUYECKUE KPHU3bl, BEAYUIME K AaHEMUH, BO3ZHUKAIOT JIMIIb B YCIOBUAX
TUNIOKCUM Wiu anuao3a. [lpu HaciaeACTBEHHOW (EepMEHTONMAaTHH, CBS3aHHOW C
neUIMTOM TIII0K030-6-hochaTaerunporeHaspl, aHAJIOTHYHYIO POJb MOXKET UTPaTh
NPUMEHEHUE JIEKapCTB-OKUCIUTENEH, YNOTpeOJeHue KOHCKUX ©O000B, HHOrAa
BUPYCHAsI HHPEKIIHS.

3. bonesnu c¢ HacnreocmeenHHoll NPEOPACNONONHCEHHOCMBIO. SIBISIOTCS
PE3yJIbTaTOM B3aUMOJEHCTBUSA T€HETUUECKUX U CPEIOBBIX (PaKTOPOB, MPUUEM U TE, U
Apyrue MHOrouyucieHHsl. MiHorna 3t 060J€3HM Ha3bIBalOT MHOTO()AKTOPHBIMU, WU
MyJbTU(AKTOpUANTbHBIMU. K HUIM OTHOCUTCS MOAABIISIONIEE YUCIIO OOJIE3HEH 3pesioro
U TOXWJIOTO0 BO3pacTa: TUIEPTOHMYECKash OOJE3Hb, aTEPOCKIEpPO3, HIIeMHYecKas
00J1e3Hb cepaua, sI3BEHHAs 00J1e3Hb KEITyIKa u
12-nepcTHOM KUIIKHU, 3T0KaYECTBEHHbIE HOBOOOPA30BAHUS U JIP.

Mexnay BTOpO# U TpeTheil rpymnmoi O0ose3Hel HeT YeTKoM pasHuibl. Mx yacTo
O0BEUHSIOT B OJIHY TpyIly Oose3Hel ¢ HACIEeJICTBEHHON MPeapacoOKEHHOCTBIO,
pasnuyasi MOHOT€HHO U MOJIMTEHHO JIETEPMUHUPOBAHHYIO IIPEIPACIONIOKEHHOCTb.

4. bonesnu, odycnosnenuvie paxmopamu cpeovl, om O0eicmeus KoOmopwvlx
OpP2aHU3M He UMeenm CPeOCme 3aujumal (SKCmpemabhble). ITO Pa3IUYHbIE TPABMBI
(MexaHuueckasi, DJJIeKTpuueckasi), OO0Je3HH, BO3HHUKAIOIIME TOJA JeHCTBHEM
MOHM3UPYIOIIEH pajualuu, 05KOTH, OTMOPOKEHUS, 0CO00 OnacHble WHMEKIUU U Ap.
['enetnueckuii (akTOop B 3TUX ClydasX OINpeAeNseT JIUIIb TsHKECTh OOJIe3HH, ee
UCXO/I, B psAJIE CITy4aeB — BEPOATHOCTh BOZHUKHOBEHHMS.

Knaccudukanus HacjieACTBEHHBIX (POPM MATOJIOTUU

B cBsi3u cO CIIOKHOM MPUPOAON HACIEICTBEHHOW MATOJIOTHM CYIIECTBYET JIBA
OCHOBHBIX IPUHIIMIIA €€ KJIacCU(UKAIIUN: KITMHUICCKUN ¥ TCHETHYCCKUH.

Knunuuecxuii NPUHYUN Kaaccugpuxayuu MoJIpa3yMeBaeT JIeIICHUE
HACJICJICTBCHHBIX (OPM MATOJOTHMH B 3aBHCHMOCTH OT OpraHa HIH CHCTEMBI,
HanOosiee BOBJICYCHHBIX B IAaTOJOTHMUYCCKHUN TIpoOIlecC. B COOTBETCTBHM € 3THM
KPUTEPHUEM BBIJICIIAIOT HACJEJACTBEHHO OOYCIIOBIICHHBIC 3a00JieBaHUS HEPBHOM
CHUCTEMBI, 00JIC3HN ONOPHO-BUTATEIILHOTO ammapara, KOXH, KpOBU U JIp.

B ocHOBY eenemuueckoti knaccughuxayuu HacaeACTBEHHBIX 00JIE3HEH TOJIOKEH
ATUOJIOTUYECKUW MPHUHIIUII, & UMEHHO THUM MYTAallMd M XapaKTep WX B3aUMOJCHCTBHUS
CO cpenoil. B COOTBETCTBUM C 3TUM KPUTEPUEM BCIO HACJIEICTBEHHYHO MATOJOTHEO
MO>KHO Pa3JAeianuTh Ha TPYIIIbI:

1) eennvie 6one3Hu, BbI3bIBAEMbIE TEHHBIMU MYTaILUSIMU;

2) xpomocommble O0Nle3HU, BO3ZHUKAIOIIHME B PE3YJIbTaTe XPOMOCOMHBIX WU
F€HOMHBIX MYTallHii;



3) 6one3nu ¢ nacreOCmeeHHOU NPEOPACNONIONCEHHOCIbIO (MHO20aKmMOpHbIe)
— Ppa3BHBAIOTCS y JIMIl C COOTBETCTBYIOIUM COUYETAHHEM «IIPEAPACIIOIAraromInX»
HACJICJICTBEHHBIX U IIPOSIBIISIIOIINX)» BHEITHUX (DAKTOPOB;

4) cenemuueckue OONE3HU COMAMUYECKUX KIEMOK,

5) bonesnu cenemuueckor HeCOBMECMUMOCTNU Mamepu U niood.

Kaxxgas u3 3TUX Tpymm, B CBOIO OYepellb, MOApa3esieTcss B COOTBETCTBUU C
0oJee AeTaNbHON reHeTUYECKON XapaKTepUCTUKON U TUIIOM HaclleI0BaHUSI.

ITHOJIOTHSI HACJIEICTBEHHBIX ()OPM MATOJIOTHH.
Myrtanuu, ux Buasbl. [lousitue 0 myrarenax

OTtnenpHBIE TEHBI, XPOMOCOMBI U T€HOM B II€JIOM IOCTOSIHHO TMPETEPIICBAIOT
pa3HooOpa3Hble H3MEHeHus. HecMoTps Ha TO, YTO CYIIECTBYIOT MEXaHU3MBbI
penapanuu (BocctanoBienus) JIHK, vacte moBpexaeHU U OmUOOK COXpaHSETCs.
N3menenust B mocnenoBarenbHOCTH W uucie HykieotunoB B JIHK HaswsiBaroT
MYTaIUSIMH.

Mymayuu — cTOWKOE CKAayKOOOpa3HO€ W3MEHEHHWE B HACJIEeICTBEHHOM
ammapare KICTKH, HE CBS3aHHOE C OOBIYHONW peKOoMOWHAIMeld TeHETHYECKOTO
Marepuana.

Bce myTtaruu kinaccuguiupyoT B COOTBETCTBUU ¢ HECKOJIBKUMH KPUTEPHUSIMH.

1. ITo npuuune 603nHuKHOBEeHUA PAZTNYAIOT CIIOHTAHHBIE U UHAYLIUPOBAHHBIE
MyTalyu.

Cnoumannvle mymayuy — 3TO MYTallU¥, BO3HUKILIHE CAMONIPOU3BOIBHO TOJ
BJIUSIHUEM €CTECTBEHHBIX MYTAar€HOB 5K30- WJIM SHIOT€HHOTO IPOUCXOXKICHHUS.
[TpyunHON TakWX MyTalUMid MOXKET OBITh KOCMHYECKOE M3JyYeHHUE, PaJhOaKTHBHbBIC
U30TOIIbI, YHJIOTEHHbIE XUMHUUYECKUE MYyTareHbl (MepeKUcH U CBOOOIHBIE paTuKaIbl —
ayTOMyTareHel), oOpasymwliuecs B OpraHu3Me B TMpolilecce OOMeHa BEIIeCTB.
3HAUMUTENIbHYIO0 POJb B BO3HMKHOBEHHHM CIOHTAHHBIX MYyTalUid WUIpaeT BO3pacT. Y
MY>KYMH C BO3PAcTOM B TOJIOBBIX KJIETKAaxX HAKaIUIMBAIOTCA T€HHbIE MyTaluu. Y
KEHIIMH 3aBUCUMOCTb T€HHBIX MyTalldid OT BO3pacTa HE OTMEYEHAa, HO BbISABJICHA
YeTKasi CBA3b BO3pACTa MaTEPU C YACTOTON XPOMOCOMHBIX 3a00JI€BaHUM y TOTOMCTBA.

Hnoyyuposannvle mymayuu — 35TO MyTallud, BbI3BAaHHBIC HAIPaBJICHHBIM
BO3/ICHCTBHEM Ha OpPTaHu3M (aKTOPOB PA3IUIHOTO MPOUCXOKACHUS — (DU3UIECKUX,
XUMHYECKUX WIH OMOJOTHYECKUX MYTareHoB. PacmpocTpaHEHHOCTh HEKOTOPHIX
MyTareHoB B cpejie OOMTaHUS YeIOBEKa MpeJCTaBiIeHa B Mpuil. 1.

K @usuueckum mymazenam oTHOCATCS MOHUBUPYIOIINE U3ITydeHUs (0, - 1 Y-
Jy4d, PEHTICHOBCKOE W3IIydeHue, HeUTpoHbl) W YD-uzmyuenune. OcCOOEHHOCTH
HMOHU3HUPYIOIIETO U3IYUYEHHS] COCTOUT B TOM, YTO OHO MOKET UHIYLUPOBATh MYyTallMU
B HU3KHX J1033aX, HE BBI3BIBAIOIINX JTyUYE€BOTO MOPAKEHUSI.

K xumuueckum mymacenam OTHOCAT CHHUPTHI, KUCIOTHI, TSXKEIbIE METAJUIbL,
COJIU W JApPYrMe COEIUHEHUS. XUMHUUYECKHE MYTareHbl COJEp)KaTrcs B BO3AYyXE
(MBILLIBSIK, (QTOpP, CEPOBOAOPOJ], CBHHEL U [p.), HOuBe (MECTULUIBI U Jpyrue



XMUMHKAThI), MALIEBBIX MPOAYKTAX, BOJE. Y CTAHOBJIEHO, YTO MHOTHE JIEKAPCTBEHHbIE
npenapaTthl 0071aJal0T BBIPAXXKEHHOW MyTareéHHOM aKTHUBHOCThIO (mpui. 2). OdeHb
CHWJIbHBIM MYTareHOM SIBJISIETCS KOHJEHCAT CUTAapeTHOrO JIbIMa, KOTOPBIM COAEPIKUT
Ooensnuped. KoHpueHcar ApiMa W TOBEPXHOCTHAs KOPOYKa, oOpasyrolmuecs Ipu
o0OkapyBaHUU PHIOBI U TOBSAWHBI, COAEPKAT MUPOJIM3ATHl TpUNTOPaHa, KOTOPHIE
ABJIAIOTCS XUMUYECKUMH MyTareHaMu. (OCOOEHHOCTh XHUMHYECKMX MYTareHoB
COCTOUT B TOM, YTO UX JCHCTBUE 3aBUCUT OT JA03bl U CTAJUU KJIETOUYHOIO UK. YeM
BBIIIIE /032 MyTareHa, TeEM CUJIbHEe MyTareHHbIA 3 PexT.

K 6uonocuueckum mymacenam otHOCATCS OaKTepUadbHble TOKCHUHBI, BUPYCHI
KOpPH, KPaCHYXH, TPUIIa, repreca, aHTUI€Hbl HEKOTOPBIX MUKPOOPTaHU3MOB.

OcHOBHBIE METULIMHCKUE TIOCIIEJCTBUSA MyTareHe3a B pa3InuHbIX TUIAX KJIETOK
IpeACTaBIEHbI Ha pUC. 1.

2. Ilo eudy knemok, B KOTOPbIX NPOM3OLUIA MYTalUs, BbIICISIOT
raMeTH4ecKre, COMaTUYECKUE U MO3auYHbI€ MYyTallUU.

I'amemuueckue mymayuyu BO3HHMKAIOT B MOJIOBBIX KieTkax. OHU HaCIeAYyIOTCS
NOTOMKAMH M, Kak TMpaBWJIO, OOHApY>KMUBAIOTCS BO BCEX KIETKaX opraHuzma. Mx
NOCNIEJICTBUSL  CKa3bIBAIOTCA HA Cyab0e TOTOMCTBA U  CIyXaT MPUYUHON
HACJIEICTBEHHBIX 3a00JI€BaHU.



Puc. 1. MenuuuHcKue NOCIEACTBUS MyTareHe3a B pa3JInyHbIX TUIIAX KIETOK

Comamuyeckue mymayuu BO3HMKAIOT B COMATMYECKUX KIIETKaX, HOCST
CIIly4ailHbId XapakTep, MOTYT BO3HUKAaTh Ha JIIOOOM CTaJiuM pa3BUTHs, HAYWMHAs C
3uroTsl. [1o HacneaCTBY He nmepenarTcs.

Mosauunvie mymayuu — 3TO MYyTalHUH, KOTOPBIE BO3HUKAKOT B KIIETKax
sMOpHOHA WK MiIoAa. B pe3ynbrare BO3HHUKAIOT KIETOYHBIE JUHUU C PA3TUYHBIMU
reHoTunaMu. OJHU KJIETKU OpraHu3Ma MMEIOT HOPMAaJIbHbIM KapuOTHII, a JPYrUe —
aHOMaJIbHBIN. UeM paHbllle B OHTOIE€HE3€ MPOUCXOJIUT COMaTUYecKas MyTalus, TeM
OoJbIlle KJIETOK COJIEPKHUT JAaHHYI0 MYTallMl0O M TeM Oojiee BBIPAXKEHBI €€
POSIBJICHUS.

3. Ilo 3nauenuro pa3nuyalOT NMAaTOT€HHbIEC, HEUTpajbHblE U OJATOMPUATHHIC
MYTallHH.

Ilamozennvie mMymayuu TPUBOJAT K rudenu sMOpuoHa (WM TUIOJA) WIH K
Pa3BUTHIO HACJEACTBEHHBIX M BPOXKICHHBIX 3a0oneBaHuil. OHU jgenarca Ha
JI€TaJIbHBIE, TOJYJETalIbHbIE, HeleTalbHble. JIeTalbHOCTh MOXET MPOSIBIATHCS Ha
YPOBHE TaMET, 3UT0T, IMOPHUOHOB, IJIOJIOB, & TAKXKE MOCIIE POKIACHUS.

Heiimpanvnvle mymayuu OOBIYHO HE BIMSIOT HA KU3HEIEATEIbHOCTH
opraHv3Mma (HampuMmep, MyTallud, BbI3BIBAIOLIME IOSIBIICHHE BECHYIIEK Ha KOXKE,
M3MEHEHHE 1IBETa BOJIOC, Pay>KHOI 000JI0UKH TJia3a).

bnazonpusmnvie mymayuu TOBBIIIAIOT >KU3HECIIOCOOHOCTh OpPraHU3Ma WU
BUJa (Hampumep, TEMHas OKpacka KOXXHBIX IMOKPOBOB Yy JKHUTeNeH adpUKaHCKOTO
KOHTHHEHTA).

4. B 3aeucumocmu om 00vema nOBPEHCOCHHO20 Mmamepuana MyTaluu
NEeNsATCs Ha 2eHHvle (M3MEHEHUS! B OTHEIBbHBIX T'€HaX), XpOMocoMHble (CTPYKTYpPHBIE
XpPOMOCOMHBIE abepparun), ceHomHbie (YUCIICHHBIE XPOMOCOMHEBIE abeppariim).

AHTHMYTareHe3. MexaHu3Mbl 1eiicTBUSI AHTUMYTAreHOB

Anmumymazene3 — OTO  TIPOIECC  TOAABICHUS  CIIOHTAHHBIX U
WHIYIIUPOBAaHHBIX MyTanui. BemecrBa, oOnagarommue TakKUMH CBOWCTBaMH,
Ha3bIBAIOTCS aHTUMYyTareHaMu. HekoTopbie U3 HUX NPUBEICHBI B IPHUJI. 3.

CyIecTBYIOT pa3IMIHbIC MPUHITUIIBI KJIaCCU(PUKAIIMN aHTUMYTareHOB:

1) Mo TPOMCXOXACHUIO: SK30T€HHBIE W DHJIOTEHHBIC, BHYTPHUKJICTOYHBIC U
BHEKJICTOYHBIC;

2) MeXaHU3MYy JCHCTBUS;

3) XUMHUYECKOMY CTPOCHHUIO U aHTUKAHIIEPOT€HHBIM CBOHCTBAM.

K sx302ennbim OTHOCAT aHTUMYTar€HbI:

1) comeprkampecss B MHIIEBBIX MNPOAYKTaX M IONAJAIONIME B OpPraHU3M
yeJ0BeKa C MUIICH:



— HE3aMEHUMbIC aMUHOKHUCIOTHI (METUOHWH, THUCTUJUH, AapTUHUH,
[JIFOTAMUHOBAs! KUCJIOTA U JIP.);

— BUTaMUHBI U IPOBUTAMHUHBI (peumyniecTBeHHO A, E, C, K);

— MOJIMHEHACKIIIICHHBIC )KUPHBIE KUCIOTHI;

— MUKPO3JIEMEHTHI (Se), XJIopua KobanbTa;

— NUIIEBbIE BOJOKHA;

2) NIPOHMKAIOLIME B OPTaHU3M PECIIUPATOPHBIM NyTeM ((PUTOHLUIBI);

3) nmocrynarolmue B OpraHuM3M 4YelloBeKa MepopalibHO B MpoLecce
dapmakoTepanuu 1100 MPOPUIAKTUUESCKOTO MPUMEHEHUS :

— JeKapcTBa (CTPENTOMMIIMH, JIEBOMUIIETUH U JAp., PUMEHSAEMbIE B MalbIX
03aX);

— CIEeUHUAbHO CUHTE3WPOBaHHbIE JIEKapcTBa (OeMUTHII);

— OMOJOTHYECKHU aKTUBHBIE JOOABKH (MH10J1-3-KapOUHOI U JIp.);

— CHUHTETUYECKHUE aHTUMYyTareHsl (MOHOM, TUOYHOT U JIp.).

K 2n00cennbiv anTMMyTareHaM OTHOCATCS

1) cucrema penapaiuu nospexaeHHon JJHK;

2) aHTHOKCHUJ/AHTHAsl CUCTEMA;

3) depMeHTHBIE CHCTEMBI;

4) KJICTOYHBIC METaOOJIUTHI;

5) rOpMOHBI IIIUTOBHUIHOW )KEJIE3bI, MEIIATOHUH;

6) sMmOpuonanbHbie BemecTBa (Co);

7) S-comepskaliue coeUHEHHS (TyTaTHOH).

MexaHu3MBbl 1eCTBUS AHTUMYTATCHOB

K ocHOBHBIM MexaHHU3MaM JEHCTBUSI aHTUMYTareHOB OTHOCSTCS:

1. Unaxmueayusa mymaceno8 6HeUIHe20 NPOUCXONHCOEHUS U NpedoXpaHeHue
JIHK om ux nospedsicoarouezo oeticmsusi (macMyTtareHbl). B OONBIIMHCTBE CllydacB
JUCMYTareHbl YCTOWYMBO CBSI3BIBAIOTCS C MYTAareHOM M BBIBOZST €ro M3 OpraHu3Ma
(9KCTpAKTHI METPYIIKH, CBEKJIbI, PEINCA, CEeIbACpPes, CTUBbI, YEPHUKH, IOJIO0K).

2. Ilooasnenue  mpoyecca  o0bpazoeanus  UCMUHHBIX — MYMA2eHO8 U3
npedutecmeyowux Hemymaeennvix gewyecms (Buramunbl C, E, nyOUIbHBIE BEleCTBa,
HEKOTOpbIE (hEHOIIBI).

3. Ilooasnenue axmusHocmu Cc80000HBIX pAOUKANO8, KOMOpble MO2Yym
nogpexicoamau HHK (AHTHOKCHUIAHTHI: CYIIEPOKCUAANCMYTA3a,
[IIIOTaTHOHIIEPOKCHAa3a, Karanasza, ButamuH C, A, a-tokodepon, B-xapotun, E,
MEJIATOHUH U JIp.).

4. Tlogviuenue axmuHOCmMU (QEePMEHMHbIX CUCEM, 00e38PeHCUBAIOUUX
Mymazemnwvl, KaHyepo2euvl U Opy2ue 2eHOMOoKCcu4ecKue coeouHenus. Y HUBepCaabHbIN
MEXaHW3M  WHAKTHUBAllMM  KCEHOOMOTHMKOB  00ECIEeUYMBAIOT  MHUKPOCOMAIIbHBIE
(dbepMeHTHI TIeYeHH, KOTOPBIE METa00IM3UPYIOT 10 75 % BceX JIeKapCTB.

5. Aumumymacenvl, ymenvuaowue owubku penapayuu u penauxkayuu /[HK,
akmueayusi U  Koppekyusi penapayuu  (penapacenvt). K  penapalrOHHbIM



aHTUMyTareHaM, KOTOpBIE COJAEpX aTcsi B HEKOTOPbIX MHUIIEBBIX MPOJIYKTax
(HampuMep, B KYKYpPY3HOM, XJIOIIKOBOM, IIOJCOJHEYHOM, COEBOM U JIPYTUX
PACTUTENIbHBIX Macilax), OTHOCSTCS:

— BAaHWIMH, LUMAHAMAJbICTH]l U JPYrue ajbIerujibl, oOpa3ylouiecs Mpu
OKUCJICHUM HACBIIIEHHBIX JKUPHBIX KHUCJIOT. OTH BELIECTBA CTUMYJIUPYIOT
reHEeTHYECKYI0 pPeKOMOMHAIINIO, BPEMEHHO YIHETAIOT JAEJIEHHWE KIIETOK, YBEIU4HUBas
BpeMs penapauuu JJHK;

— COJIM K0OaJibTa, MoBbIIaoIIKe 3P HEKTUBHOCTh O€30IMO0UYHON penapaiuu
JHK (comepkatcd B JOCTaTOYHOM KOJMYECTBE B JIyKe, KaIlyCTe, TOMAaTax, cajate,
KapTodeie, Y4epHON CMOPOANHE U IpyIIax).

6. Aumumymazenvr ¢ HeuzgecmuvlM Mexanuzmom Oeicmeus. B mocienHue
roJibl YCTAaHOBJIEHA TNOJU(YHKIMOHAIBHOCTh Yy HEKOTOPBIX aHTUMYTareHOB
(peHONBbHBIN KOMITOHEHT 3€J€HOr0 yYasg — JMHUrajuloKaTeXUHranaT, U30LHaHAThl U3
KPECTOLIBETHBIX OBOIIEH — cynbpopaH U (PEeHOTU30UMOHAT U Jp.). AHTUMYTareHbl
BBICTYNAIOT B POJIM TEPEXBATYMKOB CBOOOJHBIX pPAJUKAJIOB, IMOJABISIOT CHHTE3
METa0OIUYECKON aKTUBAIIMM KCEHOOMOTHUKOB M CTHUMYIUPYIOT MX JETOKCHUKAIIMIO,
monynupyior penapamuio JIHK, Baustor Ha TpaHCKpUNIMOHHBIE (AKTOPHl H
CUTHAJIbHBIE IyTH, BOBJICYECHHBIE B aroNTO3 U PEryslyI0 KIETOYHOTO IUKJIA,
MOJABJISIIOT BOCNAJIEHUE U AHTMOT€HE3.

Takum 00pa3oM, K OCHOBHBIM aHTUMYTareHaM OTHOCSTCS:

1) coenvHeHusi, HEUTpanM3yoOUIUEe MYyTareH IO €ro peaklUuu C MOJIEKYJIOH
JTHK;

2) BemlecTBa, cHUMawume moBpexiaeHne wmonekynsl JIHK, Bb3BaHHOE
MYTareHoM, WK MOBBIIIAIOIINE €€ YCTOMYMBOCTh K MyTareHy;

3) coenuHeHUs, MPENATCTBYIOIIME IMPEBPAIICHUI0O B OpPraHU3ME KOCBEHHBIX
MYTareHOB B UCTUHHBIE.

I'EHHBIE BOJIE3HU

I'ennvie 6one3nu — pa3HOpPOAHAS MO KIMHUYECKUM IMPOSBICHUSIM Tpymna
3a0oneBaHnii, OOYCIOBICHHBIX MYTAllMsIMH Ha TE€HHOM YypoBHe. OCHOBOW s
OOBEIMHEHUS! WX B OJHY TPYINIy SBISAIOTCS JTHOJOTWYECKAas TEHETHYECKas
XapakTEepPUCTUKA M, COOTBETCTBEHHO, 3aKOHOMEPHOCTH HACJICIOBAHUS B CEMBSIX U
MOIYJISALUSAX.

ITHOJIOTUA TeHHBIX 00JIe3Hel

[IpuunHaMu reHHBIX OOJIE3HEU SIBIAIOTCA 2eHHble Mymayuu, KOTOPbIE MOTYT
3aTparuBaTh CHMPYKMYpPHblEe, MPAHCHOPMHble N IMOPUOHANbHLIE OelKuU, a TaKKe
Gepmenmoi.

I'ennvie mymayuu — 310 MoneKylsapHble u3mMeHeHnus: ctpyktyposl JJHK. Ounn
00yCJIOBJI€HBI U3MEHEHHEM XUMHUYECKOTO CTPOEHHUS T'€Ha, a UMEHHO crelupuuecKoit



IIOCJIEA0BATENBHOCTH IYPUHOBBIX U MUPUMHUANHOBBIX ocHOBaHuM ydactka /IHK. Ilo
TUILY MOJIEKYJISIPHBIX U3MEHEHUN Pa3/In4aroT CJIECAYIONMEe BUAbl TEHHBIX MYyTaLUi:
— Oeneyusi — ytpara cermenta JJHK pazmMepoM OT OJHOTrO HyKJIE€OTHIA A0

reHa;

— oynaukayusi — YyIABOCHUE WU TMOBTOpHOE AyOnmupoBanHue cermeHTta J[HK
pa3MEPOM OT OAHOTO HYKJIEOTHAA 0 LIEJIOT0 FeHa;

— ungepcusi — mnoBopoT Ha 180° cermenra JIHK pasmepom oT aAByx

HYKJIEOTHI0B 10 (hparMeHTa, BKIFOUAOLIEr0 HECKOJIBKO T€HOB;
— uncepyusi — BcTaBka pparmentoB JIHK pazmepom oT o HOr0 HyKII€OTHAA 10
LIEJIOTrO I'eHa;

— mpauceepcusi — 3aMe€Ha IypPUHOBOIO OCHOBAaHHS Ha MUPUMHIMHOBOE WIIH
HAa00OPOT B OJIHOM U3 KOJIOHOB;
— mpaH3uyusi — 3aME€Ha OJHOTO IIYPUHOBOTO OCHOBAHUS Ha JIpyroe

MyPUHOBOE WJIM OJHOTO MUPUMHUIMHOBOTO Ha JPYroe MUPUMUIMHOBOE B CTPYKTYpE
KOJIOHA.

B 3aBUCMMOCTH OT TOTO, CKOJIbKO T€HOB MOBPEKIACTCS B MPOIIECCE MYyTaIlUH,
BBIICIISIIOT MOHO2EHHblEe U NOJIUceHHble MYTAIlUH.

Kanaccupukanusa reHHbIX 00J1e3Heil

Bce rennbie 6osie3HN KIIaCCUPUIMPYIOT MO TPEM MPUHIIMIIAM: TEHETUYECKOMY,
KJIMHUYECKOMY U MMaTOT€HETUYECKOMY.

CornacHo  cenemuueckomy npunyuny (B  3aBUCUMOCTH OT  muna
Hac1e008anus) BRIIEISIOT TCHHBIC 00JIC3HH:

1) ayTOCOMHO-IOMUHAHTHBIE;

2) ayTOCOMHO-PEIECCUBHBIE;

3) X-cluernjieHHble JOMUHAHTHBIE;

4) X-ClLeTICHHbIC PELIECCUBHBIE;

5) Y-cuerieHHbIe (TOJaHAPUIECKHE);

6) MUTOXOHIpHaJIbHbIE (ITEpEeACT TOJIHKO MaTh).

[Ipumepbl 3a0o0jeBaHMI W aHOMAJIUK pPa3BUTUSA C Pa3IMYHBIMH THIIAMU
HaclleJOBaHUI MPUBEEHBI B IpUII. 4.

B ocHoBe kaunuueckozo npunyuna xnaccupuUKaAIMM TEHHBIX OOJE3HEH
HaxXOJIUTCSl CTENEHb BOBJICUYCHHOCTH OTAEJIBbHBIX OPraHOB W CHUCTEM OpraHu3Ma B
naTojioruueckuii mporecc. K 3Toit rpymme oTHOCAT HaclieCTBEHHO 00YCIOBIICHHbIE
reHHbIe 0O0JIE3HU KOKH, 0O0JIE3HU C TeMATOJOTUYECKUMHU TPOSBICHUSIMH, CUCTEMHbBIC
CKEJIETHBIC TUCIUIa311, HEPBHO-MBIIIIEYHBIC 3a00I€BaHus, TJIa3HbIC 00JIe3HH, 00JIE3HU
COEIMHUTEIBHOMN TKaHU U JIp.

CornacHo namozenemuyeckomy RPUHYUNY BbIICISIOT:

1) HacnenctBeHHble Oo0Jie3HW OOMEHa BEIIECTB (00JIe3HU )2lleB0OHO020,
JIUNUOHO20, AMUHOKUCTIOMHO20 0OMeHa u m. 0.);

2) BpoxaeHHbIe Topoku pa3zsutus (BIIP);



3) KOMOMHUPOBAHHBIE COCTOSIHUS.

ITaTorenes reHHbIX 00JIE3HEH

OcHOBHbIC 3BEHBSl MMATOTE€HE3a TEHHBIX OO0JIE3HEH MOXHO MPEICTaBUTD
CIEAYIOIIUM 00pa3oM: MyMAaHmMHbLL Al1e]b — NAMOJIOSUYECKUN NePBULHDLL NPOOYKMN
(KauecmeenHO UM  KOAUYECMBEHHO) — UYenb HOCIeOVIOWUX OUOXUMUYLECKUX
npoyecco8 — KIemKu — Opeamnvl — OP2AHUSM.

Takum  00pa3om, MeXaHM3M pa3BUTHS TEHHBIX OOJIE3HEH  cieayer
paccMaTpuBaTh Ha MOJIEKYJSPHOM, KIETOYHOM, OPraHHOM U OpPraHU3MEHHOM
YPOBHSIX CTPOEHHUSI OpraHu3Ma.

Ha monexynaprnom ypoene nepBuunble 3(PEeKThl MYTAHTHBIX ajUIeJIe MOTYT
IPOSIBIISITHCS B UETHIPEX BapUaHTaX:

1. Omcymcmeue cunmesa noaunenmuonoii wenu (6enxka). ITOT BapUAHT
HACJICJICTBEHHOW TMaTOJOTHM BCTpedaeTcs Haubojee dYacto. B 3Tux ycrmoBusix
HapymaeTrcss  Kakou-ImbO  Tpolecc HW3  BCEro  KOMILIEKCAa  HOPMAaJbHOIO
OMOXMMHYECKOTO TOMEOCTa3a, 4YTO BHIPAKACTCS B HAKOIUICHHWM TOKCHUYHBIX
POJYKTOB-TIPEIIIECTBEHHUKOB.  Hampumep, mnpu  (QEHUIKETOHYpUH  u3-3a
OmMCymcmeuss (heHUNaIaHUHeUOPOKCUIA3bl B KPOBU HAKATUIMBAIOTCS (PEeHUJIATaHUH U
MPOJIYKTHI €r0 MaTOJOTHYECKOTO MeTaboan3Ma — (EHUIIMTUPOBUHOTPATHASI KUCITIOTA.

B pesynbraTe OTCYTCTBUSA MEPBUYHOTO MPOAYKTA F€HA MOXKET 3aJ€PKUBATHCS
KaKOM-TO Ba)XKHBIA MPOLECC, MOCTOSIHHO OCYIIECTBISIOMIMICA B opranu3Me. Tak,
MYTallMMi T€HOB, JAETEPMUHUPYIOMINX cUHTE3 hepmenToB penapauuu JJHK, npuBoast
K HEBO3MOXHOCTHM BOCCTAHOBJICHHS TIOCTOSIHHO BO3HHMKAIOIMIMX HAPYIIEHUWA B
ctpykrype JJHK, uto oOycnaBnuBaeT pa3BuUTHE 3710Ka4€CTBEHHBIX HOBOOOpPA30BaHUI
(mMUrMeHTHas Kcepoaepma).

2. Cunme3 anomanbHo20 0enKa BbI3bIBACT HAPYIICHUS TOH CHUCTEMBI (KIETKH,
opraHa), GyHKIIMU KOTOPOH 00ECIIEUNBAIOTCS HOPMAIBHBIM O€JIKOM. DTH HaApYIICHUS
NEPBOHAYAIIBHO PAa3BEPTHIBAIOTCS HA MOJEKYJSIpHOM YypoBHe. I[Ipumepom Takoro
BapHaHTa MaToreHe3a OO0JIE3HU MOXKET OBITh CepnogUOHO- KIeMOYHAs aHemusi, TIPH
KOTOPOHl CHHTE3UpPYyeTCs IeNb MOJEKYJIbl TJIOOMHA C BAJIWHOM, 3aMEHUBIIUM
[JIIOTAMUH. 3aMEHbl OJHOM aMHHOKHCIIOTBI OKAa3bIBAa€TCS JOCTATOYHO, YTOOBI
U3MEHUTh  (QyHKIMOHAIbHBIE cBoiicTBa Hb  (MOHMXKEHHAs  PacTBOPUMOCTb,
MOBBIINIEHHAs TonuMepu3anusi). Takow Hb  yxke He MOXeT BBINOJIHATH
KHCIIOPOAAKIETITOPHYIO (DYHKIIMIO U KPUCTAITU3YETCS MPU HEJOCTATKE KUCIOPO/a, a
SPUTPOIUTHl TPUOOPETAIOT CEPIOBUAHYIO (QOpPMY, CKICUBAIOTCSA, TPOMOHUPYIOT
KalWuUISIphl U T. 1.

3. Konuuecmeenno mnedocmamounsvlii cunmes nOJUNENMUOHOU Uenu
(6enka). Tlatorenes Takmx 3a00JEBaHHMKN OTIMYASTCS OOJBIION BapuaOCITBHOCTHIO,
MMOCKOJIBKY Hapsily C HOPMAalbHBIM IIyTEM OOMEHa BEIIeCTB OYyIyT NpPOTEeKaTh W
MaTOJIOTHYECKHE Tpolecchl (Hampumep, remodwmms (A, B) — 3aboneBanue,
COMNPOBOXK/JAIOIIEECS] MACCUBHBIMU  KPOBOTEUEHUSIMHU U KPOBOMBIUSHUSIMU B



pe3yibpTaTe HeA0CTaTOYHOW BbIpaOoTKU cooTtBeTcTBeHHO VIII m IX dakropon
CBEPTBIBAHMS KPOBH).

4. KonuuecmeeHHO u30blmMOYHbBII CUHME3 NOAUNENMUOHOU uenu (Oenka).
Eciu B pesynbrare MyTtanuu OyAeT BbIpadaThIBaThCS H30BITOUHOE KOJIMYECTBO
MPOJYKTa, TO MaTtoreHe3 OOJe3HU B 1IeJIOM OyneT OOYCJIOBJIIEH MMEHHO YCHJICHHOM
IreHHOW AaKTUBHOCThIO. Hanuume Takoro BapuaHTa MOXHO THIpelrosiaratb, HO B
KOHKPETHBIX (popMax HACIEICTBEHHBIX 00JIe3HEH OH elle He OOHAPYKEH.

Takum o0pa3zom, HE3aBUCUMO OT XapaKTepa U3MEHEHHUI NEPBUYHOIO MPOIYKTa
reHa S(dekT MyTanuii MOXKET BbIpaXaThCSd B pa3HbIX BapUaHTaX HaPYIICHUS
GyHKIUI:

1) moteps  ¢yHkuumum Oeiaka 3a CYST HMHTHOUPOBAHHS  IPOIECCOB
TPAHCKPUIIUI/TPAHCISALUU JTUOO 32 CUET UBMEHEHUS CTPYKTYPbl U (PYHKIHOHATBHBIX
CBOJCTB,;

2) TOSBJICHUE HOBOW (YHKIMH, HOBBIX IIMTOTOKCUYECKHX CBOWCTB OeJKa,
MPUBOSIINX K THOCIH KIIETOK;

3) muruOupoBaHue (QYHKIUH HOPMAJbHBIX OCJIKOB MEPBUYHBIM HETaTHBHBIM
IPOIYKTOM MYTAHTHOTO aJlIeJs;

4) HapylleHHE MPOCTPAHCTBEHHOW CTPYKTYpPBhI MOJICKYJISIPHOTO MPOJYKTa B
pe3yibTaTe U3MEHEHUS J103bI I'eHA (ICICIUU WU TyTUTHKALAHN ).

[laTorene3 reHHbIX OoOJie3HEW HE 3aKaHYMBAETCA Ha MOJIEKYJIIPHOM YPOBHE
Jake B €ro TNEepBUYHBIX 3BeHbsX. Jis MHOrmx O0Je3Hel OCHOBHBIM 3BEHOM
naToreHe3a SBISIETCS KIETOYHBIM YPOBEHbD.

Knemounwiti  ypoeenv matoreHesa TEHHBIX OOJE3HEW O3HA4YaeT, 4YTO B
OTpPEJICTICHHBIX THUIAX KIETOK pa3BOPauyMBAIOTCS OCHOBHBIE IaTOJOTHYECKUE
IPOIIECChI, XapaKTepHbIe [JIi KOHKPETHOM Ho3o0sorudeckoir Qopmel. Toukoi
NPWIOXKEHUS SIBIISIIOTCS OTHENBHBIE CTPYKTYpPhl KJIETKH, pPa3IUYHBIE IMPU Pa3HBIX
007e3HAX (JIM30COMBI, TIEPOKCUCOMBI, MeMOpaHbl). KieTouHblii ypoBeHb MaToreHesa
TeHHBIX 0O0JIE3HEN MOXKET MPOSBIATHCS HE TOIBKO B KOHKPETHBIX OpTraHeliaxX, HO U B
BUJIE HAPYLICHUSI CKOOPAMHUPOBAHHOCTH (QYHKIIMI MHTEP(}HA3HOTO MEPHOa KIETKH U
pasMHOXeHUs. Tak, MyTaluu, 3aTparuBaroniie o0JacTH OHKOT€HOB, BEAYT K CHATHIO
KOHTPOJIS 32 pa3MHOKEHUEM KIIETOK (pernpecchsi aHTHOHKOI'€HOB) U, COOTBETCTBEHHO,
K 3JIOKQUECTBEHHOMY pOCTY (HAClE€ACTBEHHbIE pAaKKW TOJICTOTO KHUIICYHUKA,
peTuHOOIacTOMA).

OpeanHvlll  ypoeeHb TIATOTEHE3a HACIEICTBEHHBIX OOJIE3HEH  SABISCTCS
MPOU3BOJHBIM OT MOJEKYJIAPHOrO M KieTouHoro. Ilpu paznuyHbix Oo0Je3HIX
MHUILIEHBIO MATOJIOTHMYECKOr0 TMpolecca CIOyKaT pa3Hble OpraHbl — HWHOrAAa B
pe3yibpTaTe MEePBUYHBIX MPOLIECCOB, MHOTA — BTOPUYHBIX. Tak, OTJIOKEHHE MEAU B
MEYEHU W HKCTPANMpPaMHUJIHOM CHCTEME TOJIOBHOTO Mo3ra npu Oosie3Hu Buiibcona
SBJISIETCSL TEPBUYHBIM MPOLECCOM, a TEMOCHUIEPO3 MAapEHXUMATO3HBIX OPraHOB MpHU
TaJIACCEMHUH Pa3BUBAETCA BTOPUYHO BCIEACTBUE YCUIIEHHOIO pacnaaa 3puTPOLHUTOB.

B opeanusme 6 yenrom  B3aMMOCBSI3b IMATOIEHETHYECKUX IPOLECCOB
MPOSIBIISIETCS COUYETAHO HAa MOJIEKYJISIPHOM, KJIIETOYHOM M OPTaHHOM YPOBHSIX.



Takum 00pa3oM, mMaroreHe3 JrOOOW HACIEACTBEHHON OOJE3HU y pPa3HBIX
WH/IMBHUJIOB XOTSI U CXOJICH MO MEPBUYHBIM MEXaHM3MaM U 3TaraM, HO GOpMUPYETCS
CTPOTO MHIUBUIYaJIBHO.

Kiaunuveckue nposiBjieHHsl HEKOTOPBIX HACJIEICTBEHHO 00YCJI0BJIE€HHBIX
0oJ1e3Heli 00MeHAa BellecTB

Cpenu HacieACTBEHHBIX OoJie3HEH oOOMEHa BeliecTB Hauboyiee 4YacTo
BCTpedaeTcsl enunkemouypus — PELUECCUBHO HacieayemMoe 3a0oJieBaHUE,
00yCJIOBJIEHHOE HapYIIEHUEM aMUHOKHUCIOTHOIO OOMEHa.

[laTonorudeckue MPOSIBICHUSI ATOW OOJE3HU CBS3aHBI C HEJOCTATOYHOCTBHIO
MEYECHOUYHOTO (PepMeHTa — @DeHUNaNaHUHCUOPOKCUNLA3bl, — KaTaJu3h- PYIOILIEro
nporiecc mpeBpaiieHus GeHwIaJaHnHa B THPO3UH. B pe3ynbTare HEAOCTAaTOYHOCTH
depmenTa  okucieHue  (eHWIaTaHWHA ~ WAET MO  OyTH  00pa3oBaHUS
(GeHUINMUPOBUHOTPATHON M (EHUIMOIOYHOU KHUCIOT. OgHAKO 3TOT MyTh 00JagaeT
MaJIOM TPOIYCKHOW CIIOCOOHOCTBIO, W TOATOMY (CHHMIJIAJIaHMH HAaKaIUTUBAeTCS B
OOJIBIIIOM KOJMYECTBE B KpPOBU (Qenunanranemus), TKaHSAX M 1epeOpPOCTIMHAIBHON
KHUJIKOCTH, YTO B TEPBBIC MECAIBI JKU3HHU BeleT K Tsokenomy nopaxenuto [THC u
HEU3JICYUMOMY CJIa00YMHUIO.

N3-3a HemOCTaTOYHOrO CHUHTE3a THUPO3UHA CHUdcAemcs  00paso8auue
MelanuHa, 4To 00yCIOBINBAET MOCBETIIEHUE KOXKHU U BOJIOC.

et ¢ (heHUITKETOHYpHEeH pPOXAAIOTCA 3JO0POBBIMH, HO B IEPBHIE MECAIIbI
nociie POXACHUS B CBA3M C TMOCTYIUICHHMEM (eHWIalaHnHa C MOJIOKOM MaTepu
pa3BUBAIOTCA  KJIMHUYECKHE  TPOSIBIICHUS:  NOBbIUEHHAS  B030YOUMOCMb,
euneppeghiexcus, NOBbIUEHHbIN MOHYC MblUY, MPeMop, XAPaKmepHbulll MbIUUHbLU
3anax. 11o3xe pa3BUBAIOTCS YMCMBEHHASI OMCMANOCTb, MUKpoyepaius.

Pannss amarHoctuka u npoduiIaKTHUYECKoe JieueHue (MCKYCCTBEHHAs JHETa,
UCKJIIOYAIONas W3 palMoHa TMUTAaHUA TPOJYKTHI, COAepKamue (QeHuIanranmH)
NPEeIyNpeskIal0T pa3BUTHE KIMHUYECKON KapTHUHBI OOJIC3HH.

Anxanmonypusa npencTapisieT co00il perecCuBHO Haciexyemoe 3aboieBaHue,

0oOyCJIOBJICHHOE  HACIEICTBEHHBIM  nedekroM  dhepMeHTa —  OKCUOA3bl
20MO2eHMU3UH080U Kuciomsl. B pe3ynpTaTe HapymaeTcss oOMEH TUPO3MHA Ha JTare
MPEeBpAIICHUST ~ TOMOTCHTH3WHOBOW  KHCJIOTBI B MaJICWJIANETOYKCYCHYIO.

['oMoreHTH3MHOBAsT KUCJIOTa B OOJIBIIOM KOJWYECTBE OOHAPYKWBACTCA B KPOBH U
Moye. Moya Mpu CTOSHUM Ha BO3JIYyXE, a TakKe Ipu J00aBICHUU K HEH IIEI0YH
CTAaHOBHUTCS YEPHOU. DTO OOBACHSAETCS OKHCICHHEM TOMOTCHTH3WHOBOW KHUCIOTHI
KHUCJIOPOJIOM U 00pa30BaHUEM B MOYE anKkanmoHa («3aXBaThIBAIOUIUN LIET0UYbY).

['oMOreHTU3MHOBAsI KUCIOTA U3 KPOBU MOXET MPOHUKATH B TKaHU (XPAILIEBYIO,
CYXOXWJIMS, CBSI3KU, BHYTPEHHUN CJIOW CTEHKHU aOPThI), BbI3bIBAS MOSBICHUE TEMHBIX
MATeH B 00JIacTH YIIEW, HOca, IIEeK, Ha CKIEpaxX, a TaKXe pPa3BUTUE TKEIbIX
W3MEHEHUN B CyCTaBax.



I'anakmo3zemun — pPELECCUBHO HacieAyeMoe 3a00JieBaHUE, O0YCIIOBIEHHOE
HapylIeHueM OOMEHA rajlakKTO3bl, BXOJSIIEH B COCTaB JIAKTO3bl MOJIOKA, BCIIEJCTBHE
CHUKEHUS aKTUBHOCTH epMeHTa eanaxmo3so-1-gpocpam-ypuounmpancghepasol.

OOMeH ranakTo3bl 3aJE€pKUBAETCS HAa YPOBHE TOKCHYECKOIO 2110K030-1-
¢ocgama, KOTOPHIN, KaK U rajlakTo3a, HAKAIUIMBAETCSA B OMOJIOTHYECKUX HKUIKOCTIX
opraHuzma (KpoBH), CEJIe3CHKe, MEUeHHU, XpyCTaINKe. BhICOKME KOHIIEHTpAIIUU 3TOTO
BEIIECTBA MOBPEKJAIOT Pa3jIMYHbIE TKAHW, BBI3BIBASI YUPPO3 NEUeHU, Kamapaxmy,
Nno8pedcOeHUs. HelPOHO8 20JI08HO20 MO32d, NOYeK (XapakmepHa 2anaxkmosypus). Y
JIeTed OTMEUaroTCsl 3aJep)KKa pa3BUTHSA, HUCXYJaHHWE, YMCTBEHHAs OTCTaJIOCTh.
Uckirouenure rajgakTo3bl U3 MUIU COXpaHIET peOCHKY JKU3Hb.

I'enamouepeopanvnas oucmpogua (6one3nr Bunbcona—KoHoBagoBa) —
pelecCuBHO  Hacieayemoe — 3a0oyieBaHWe,  NIposBiAmolieecs B Jaeduumre
HepyJIoIja3MHHa, 00€CIEeYUBAIOIIET0 TPAHCHIOPT Meau B opranuzMe. CoearHEeHHs
MEIU UTParOT OOJBIIYI0 pOJdb B OOMEHHBIX MPOIECCAaX, MOHBI BXOJAT B COCTaB
MHOTHX (PEpPMEHTOB MHUTOXOHAPHH, y4aCTBYIOIIUX B peakmusx okucieHus. [lpu
HEJIOCTaTKe IepYJIoIUIa3MUHA TIOBBIIIACTCS KOHIEHTpAIlUs MeId B KpPOBU H
MIPOUCXOJAUT HAKOIUICHHWE €€ B TKaHAX IeYEeHW M Mo3ra C IMOCHeayIomend HX
JIeTeHEPAILIUEH.

3aboneBaHre dyalie NPOSIBISETCS B IIKOJbHOM Bo3pacte. [lepBeiMu
CUMIITOMAaMH MOTYT OBITh YBEJIIMUCHHE MEUYCHU M CEJIC3CHKH, HapylieHue (QyHKIUMA
neuenn, [{HC, uHorma movex, CHUKEHHE KOJIMYECTBA IPUTPOIUTOB, TPOMOOIIUTOB U
JEUKOLMTOB B KpoBU. l[lopakeHHe MeYeHU COMPOBOKIAETCA JKEINTYXOW, PBOTOM,
JTUCTIETICUEH, TIOCTENIEHHO pa3BuUBaeTcs Iuppo3. [Ipu Opromuoi ¢dopme O601€3HDb
IPOTEKAET MO TUITY MOAOCTPOM AUCTPOPUU MEeUEHU U OOJIBHON YMUPAET B COCTOSIHUU
NEYEHOYHOW KOMBI 10 BOBHMKHOBEHHUSI HEBPOJIOTMUYECKUX paccTpoucTB. [lopaxenue
IHHC mnposBiseTrcss CHIWKEHHEM HWHTEIUIEKTa, M3MEHEHHWEM moBeaeHus (drdopus,
IUIaKCUBOCTh). [lOSBNAOTCA JpokKaHUE pyK, HApacTaeT TOHYC MYCKYJaTyphl,
BO3HMKAIOT  BBIpa)XEHHAs  pPUTMOHOCTb, aMHUMHS:  JBMXKEHUS  CTAHOBSITCS
3aMEUIEHHBIMU.  PUTMOHOCTD  OCJOXHSETCA  KOHTpakTypamu.  Bo3Hukaror
KJIIOHUYECKHE M TOHUYECKHUE CYIOporu. IlosBISIIOTCS HACUIBCTBEHHBIE JIBUKEHUSA:
TUNIEPKUHE3bl THIA aT€T03a, HACWJIbCTBEHHBIN IUIa4, CMEX. THUIHMYHO MOSIBIEHUE IO
niepudeprr pOroBUIIBI 3€JICHOBATO-KEITOTO WM 3€JICHOBATO-KOPUYHEBOTO MTUTMEHTA
(xonbiio Kaiizepa—®dreiiniepa), 00ycI0OBICHHOTO N30BITOYHBIM HAKOTIICHUEM METH.

XPOMOCOMHBIE BOJIE3HHA

Xpomocomuvie 001e3nu  — AT0  OonbplIas  Tpynna  BPOXKICHHBIX
HACIIEJICTBEHHBIX OOJIe3HEH, 3aHUMAIOIIUX OJIHO W3 BEAYIIUX MECT B CTPYKType
HACIIEJICTBEHHOW MAaTOJOTMU 4YesioBeka. Kak mpaBuiio, mpu XpOMOCOMHBIX OOJE3HSIX
HapymarTcs cOamaHCHPOBAHHOCTh HAOOpa TEHOB M CTpOras JETSPMHHHPOBAHHOCTH
HOPMaJbHOTO PAa3BUTHUSl OpraHM3Ma. OJTO MNPUBOJUT K BHYTPUYTPOOHOU THOENH



AMOPHUOHOB U IJI0JI0B, nosiBieHnto BIIP u apyrux aneMeHToB KIMHUYECKON KapTHHbI
XPOMOCOMHBIX 00JIe3HEH.

ITHOJIOTUSI XPOMOCOMHBIX 00J1e3Hel

DTHOJOTHYCCKUMHU (PaKTOpaMH XPOMOCOMHOM MATOJIOTHH SIBIISTIOTCS BCE BUIBI
XPOMOCOMHBIX M HEKOTOPBIC TCHOMHBIC MYTAIIHH.

Xpomocomuvle mymayuu — OSTO CTPYKTypHBIC HU3MEHCHHS OTJEIBHBIX
XpOMOCOM. B XpOMOCOMHYI0 MyTaIii0 BOBJIEKAETCS OOJIBIIOE YUCIIO (OT ACCATKOB JI0
HECKOJIbKMX COTEH) I'€HOB, YTO MPUBOJUT K U3MEHCHHIO HOPMAJILHOTO JUILIOMIHOIO
Habopa.

Paznuuatror  nBe OoJIbIIINE TPYIIIBI XPOMOCOMHBIX ~ MYTAllHiA:
BHYTPUXPOMOCOMHBIC U MEKXPOMOCOMHBIC, OTACIbHO BBIICISIOT H30XPOMOCOMBI U
ring-xpomocomsl (puc. 2).

Puc. 2. Buapl XxpOMOCOMHBIX MyTallii

Buympuxpomocomusie mymayuu — 5>T0 abeppanuu B Mpeaenax OJHON
XpoMocoMbl. K HUM OTHOCSITCS:

— Jelenuu — yTpaTa OJHOTO M3 YYacTKOB XPOMOCOMBI (BHYTPEHHErO WIIH
TEPMUHAIILHOTIO);

— HWHBEPCHHM — BCTPaMBAHHUE Ha IMPEKHEE MECTO y4acTKa XPOMOCOMBI MOCIIE
nmoBopota ero Ha 180°;

— JYIUIMKAlUA — yJIBOCHUE KAKOTO-TU00 Y4acTKa XPOMOCOMBI.

Meostcxpomocomuvie mymayuu (MyTauud NEPECTPOUKHU, WA TPAHCIOKAIWH )
MPEACTAaBIAIOT  c000W  OOMeH  ¢parMeHTaMH  MEXAYy  HETOMOJIOTHYHBIMU
xpoMocoMamu. K HUM oTHOCATCS:

— PpEUMIPOKHAS TPAHCIOKAIUS — JIBE XPOMOCOMBI OOMEHHBAIOTCS CBOUMH
dbparmeHTamu;



— HEpeUMIPOKHAs TpaHCIOKauusi — (paHrMEHT OJHOW XPOMOCOMBI
TPAHCIIOPTUPYETCS Ha JPYTYIO;

— «UEHTpUYECKOE  ciausiHue»  (poOEepTCOHOBCKAas  TpaHCIOKalus)  —
COEJIMHEHHE JIBYX AKPOLIEHTPUYECKUX XPOMOCOM B pallOHE UX LIGHTPOMEP € MOoTepei
KOPOTKHX ILJI€H.

H30xpomocombr TIpeACTaBISAIOT COOOW abeppaHTHbIE MOHOLEHTPUYECKHE
XpOMOCOMBI C JBYMSl T€HETUYECKH HUACHTHUYHbIMU IuiedamMu. OHu oOpasyrorcs B
pe3ysbTaTe MONEPEUHOr0 pa3phiBa XPOMATH]I YEPE3 LEHTPOMEPHI.

Ring-xpomocombvt — 310 XpOMOCOMBI, 0Opa30BaHHBIC B PE3YJIbTATEe Pa3phIBOB
KOPOTKMX W JJIMHHBIX XPOMOCOMHBIX IUIE€Y, YTpaThl TEPMHUHAIbHBIX YYaCTKOB C
MOCIIEYIOIIMM 3aMbIKaHUEM UX B KOJBIIO.

UTto KacaeTcsi 2eHOMHBIX Mymayuil, TO y 4eloBeKa 0OHAPYKEHO TOJBKO JiBa
UX TUNA: TOJUIUIOUINU (TETPAIUIOUINU, TPUIIOUIUHM) U aHEYIJIOUIUU (TPUCOMUH,
MOJIUICOMHUH U MOHOCOMHHM ) (puc. 3).

Puc. 3. Buabl reHOMHBIX MyTaIui

Honunnououn — yBeaWYeHUE YHciIa HAOOPOB XPOMOCOM, KpaTHOE
ramioniHoMy Habopy (3n, 4n, 5n u T. A.) IlpuduuHON ATUX HApYIICHUH SBISIOTCS
IBOMHOE OIUIOJOTBOPEHHUE M OTCYTCTBHUE TIEPBOTO MEHWOTUYECKOrO JICJICHHUS.
Tempannououu (92, XXXX) NpUBOAAT K Pa3BUTHIO XPOMOCOMHOHM OOJIC3HHU.
Tpunniououu (69, XXX — neBouka minu 69, XYY — MalbyuK) HOPHBOIAT K
MpEPbHIBAaHUI0 OEPEMEHHOCTU (PENPONYKTUBHAS MOTEPs) U SIBIAIOTCA JIETAIbHBIMU
COCTOSIHUSIMH.

Aneynioudus — wu3MeHeHHE (YMEHbIIEHHE (MOHOCOMUS) WIIM YBEIUYECHHUE
(TpucoMUSs, TIOTUCOMUSI)) YKCIIa XPOMOCOM B TUIUIOMIHOM Habope (2n+ 1, 2n—1 u
T. [.). DT HapylIEHUs! BbI3BaHbI HEPACXOKIECHUEM XPOMOCOM IPHU JEJICHUU WU UX
«aHada3HbIM OTCTaBaHWEeM». V3 BCeX BapMaHTOB aHEYIJIOWIUNA BCTPEUYAOTCS TOIBKO
mpucomuu 1o ayrocoMam (cunapomsl [layna, [latay, DaBapaca u ap.), noaucomuu o
MOJIOBBIM XpOMOCOMaM (TpH-, TETpa- U MEHTACOMUU), & U3 MOHOCOMUL BCTPEUACTCS
TobKO MOoHOCcOMUS X (cunapoM IllepemeBckoro—TepHepa).



Kaaccuduxauusi XpoMOCOMHBIX 00J1e3HEH

B ocHoBe knaccupuKkanuu XpOMOCOMHOM MaTOJOTHHU JIEKAT TPU OCHOBHBIX
MPUHIIMIA, KOTOPbIE MO3BOJISIIOT TOYHO OXapaKTEpU30BaTh (HOPMY XPOMOCOMHOM
MATOJIOTUH Y 00CIEAYEMOT0 MHIAUBU/IA, @ TAKKE €€ BAPUAHTBHI.

1. Xapakmepucmuxa  XpomMoCOMHOU  UAU  2EHOMHOU  Mymayuu
(3THONOTUYECKUI TPUHITUI):

— TOJUIUIOUJUU (TETPAIJIOUIUU U TPUILIOUIUN);

— aHeymwiouauu (HeAoCTaTOK (MOJHAs WJIM YacTUYHAs MOHOCOMHS) WIIH
M30BITOK (TpU- WJIM TOJUCOMHS) XPOMOCOMHOIO MaTepHajia MO ayTocoMaMm WU
MOJIOBBIM XPOMOCOMaM ).

2. Onpedenenue muna Kiemok, 6 KOMopvlX 603HUKIA Mymayus (B TaMeTax
WJIU 3UTOTE):

— TaMETHYeCKHE — BBI3BIBAIOT MOJIHbIE (POPMBI XPOMOCOMHBIX OOJIE3HEH;

— COMAaTHYeCKHE — Pa3BUBAETCS OPTaHMU3M C KJIETKAMH pa3HOW XPOMOCOMHOM
KOHCTUTYLIUH (MO3aULIU3M).

3. Boiagnenue nokonenus, 6 KOmopom 603HUKIA MYMAYUA:

— CHOpaJUYecKUue XpPOMOCOMHBIE O00Jie3HH (BO3HHMKAIOT BHOBb B TaMeTax
3JI0pPOBBIX poauTeNeil);

— Hacyexyemble (CeMelHbIe) XPOMOCOMHbBIE 0O0JIE3HHU.

IIaTorene3 XxpoMoCOMHBIX 00J1e3HEH

[laTorene3 XpoMOCOMHBIX OO0JIe3HEH, HECMOTPS Ha XOPOILIYI0 H3Y4YEHHOCTb
KJIMHUKA W I[UTOTCHETHKH, Jdake B OOLMX YepTax OCTaeTcs OTKpbIThIM. He
pazpaboTaHa oOmas cxeMa pa3BUTHUS CIOXHBIX MATOJOTUYECKHX IPOIIECCOB,
O0OyCIIOBICHHBIX XPOMOCOMHBIMH AaHOMAJIUAMH W TPHUBOASIIUX K CIOKHEUIIUM
dbeHoTUIaM XpOMOCOMHBIX Ooje3Heil. KiroueBoe 3B€HO B pa3BUTHH XPOMOCOMHOM
0oJIe3HU HU TIPU OJTHOU (opMe HE BBISBIICHO.

OCHOBHBIM 3BEHOM TIATOTE€HE3a XPOMOCOMHBIX 3a00JeBaHUN  SIBISETCS
HeCOAIaHCUPOBAaHHOCTh TEHOTUIIA B pe3yJbTaTe TEHOMHBIX M XPOMOCOMHBIX
MyTaIlfii, 9TO MPOSIBISIETCS BHYTPUYTPOOHOW THOENbI0 AMOPUOHOB U IUIOMOB,
pa3BUTHEM  CHEHU(PUYSCKUX  CHUHAPOMOB,  TMPOSBISIOMIMUXCA  HAPYIICHUSIMH
(U3MUECKOTO U MICUXUIECKOTO 3/T0POBbS.

KiIMHMKO-IIMTOreHETHYECKAS XapPaAKTePUCTHKA HEKOTOPbIX XPOMOCOMHBIX
CHUH/IPOMOB

KauHuKO-IIMTOreHeTHYeCKAas XapaKTEePUCTUKA CHHAPOMOB, CBA3AHHbBIX
¢ AHOMAJIUAAMH IOJOBBIX XPOMOCOM

N3Menenne uymcna MOJIOBBIX XPOMOCOM MOXET BO3HHMKAaTh B pPE3yJIbTaTe
HApyLIEHHUS PACXOXKJCHUS KAaK B IIEPBOM, TaK M BO BTOPOM JICJIEHUH MeEHO03a.
Hapymienue pacxoxaeHuss B MEpBOM JIEIGHUH NPUBOAUT K 0Opa3oBaHUIO



aHOMAJbHBIX rameT: y keHIuH — XX u 0 (B mocienHeM ciydae sUIEKIeTKa He
COJIEP>KUT TMOJOBBIX XpOMOCOM); y MyK4iH — XY u 0. Ilpu cnustHum ramMmet Bo Bpems
OIUIOJOTBOPEHUS BO3HMKAIOT KOJHMYECTBEHHBIC HAPYILICHUs IOJIOBBIX XPOMOCOM,
MpUBEACHHBIC B TAOIHIIE.

Hapymelmﬂ IMOJIOBBIX XpOMOCOM, OﬁyCJIOBJ'IeHHbIe HU3MCHCHHUEM HUX KOJIHYIECCTBA

Orten
Mars, Y X XY 0
X XY XX XXY * X0**
HOpMa HOpMa
XX XXY * XXX XXXY * XX
TpuII0 X HOopMa?
0 YO X0 XY 00
JICTAJIb JIETAaJIb JICTAaJIb JICTAaJIb
* — cunapom Kraiindensrepa.
** — cunapowm lllepemesckoro—TepHepa.
Cunopom Illepewescxkozo—Tepuepa (MoHOCOMHST X-XpOMOCOMBI) — 3TO
€MHCTBEHHass (popMa MOHOCOMHH Y YeJIOBEKa, KOTOpask MOXET ObITh BBISBICHA Y
KUBOpOXIeHHBIX. [lomymsiimonnas dacrora — 1 : 3000 HOBOPOXKJICHHBIX JICBOYCK.

Kpome mnpoctoit monocomun mno X-xpomocome (45,X0), cocraBustomein 50 %,
BCTpPEYAIOTCSl MO3aWyHble (DOpPMBI, AENEeIUMU JUJIMHHOTO W KOPOTKOro rieda X-
XpPOMOCOMBI, U30-X-XpPOMOCOMBI, & TAKIKE KOJIBLIEBBIE X-XPOMOCOMBI.

Knunuueckue nposenenus. Pe6€HOK ¢ TaHHBIM CHHAPOMOM POXKJIA€TCA TOJIBKO
B Clydae yTpaTbl OTIOBCKOM X-xpomocowmbl. [Ipu yTpate maTepuHCKOM SMOpHOH
norubaeT Ha paHHUX dTanax pa3BuTua. CUHAPOM NPOSBISETCA B TPEX HANPABICHUSX:

1) runoronagusm, HeIOpPa3BUTUE MOJOBBIX OPraHOB W BTOPUYHBIX IOJIOBBIX
NPU3HAKOB (TUMOIUIa3usi MAaTKW, NEPBUYHAs aMEHOpEs, HEIOPa3BUTHE MOJIOYHBIX
’KeJe3, HeIOCTaTOYHOCTh 3CTPOT€HOB U AP.);

2) BIIP (cepaua u mouex);

3) au3kuii poct (1 M 30 cM — 1 M 50 cm).

Buemnuii Bua OOJBHBIX MMEET XapaKTEpPHbIE CHUMITOMBI: KOPOTKas IIes ¢
M30BITKOM KOXH M KPBUTOBUIHBIMH CKJIaIKaMU, TUM(PATHIECKUN OTEK CTOII, TOJICHEH,
KUCTEU PYK U IPEAIIICUUN.

Jleuenue 60npHBIX ¢ cuaApoMoM lllepemeBckoro—TepHepa KOMITJIEKCHOE:

1) pekonctpyktuBHas xupyprus (BIIP BHyTpeHHUX OpraHoB);

2) nnactuyeckas Xupyprus (yaajieHue KpbUIOBHIHBIX CKIIAJI0K);

3) ropMOHaNIbHOE (3CTPOTEHbI, TOPMOH POCTA);

4) ncuxoTepaneBTUYECKOE.

Cunopom noaucomuu  X-xpomocomst (CUHIPOM  «CYMEPKEHITUHBI).
[Monynsimuonnas yactota — 1 : 1000 HOBOpoXkIeHHBIX AeBoYeK. L{uToreHeTnuecku
BoIABIISIFOTCS (hopMbl 47, XXX, 48, XX XX n 49, XXXXX.

Knunuueckue nposaenenus. JXenmunsl ¢ kapuoturioM 47,XXX B NMOJIHON WIN
MO3au4HOU (hOopMe B OCHOBHOM HMEIOT HOPMAJIbHOE (PU3UUECKOE M TMCUXHYECKOE



pa3BHUTHE, UHTEIJIEKT — B Mpeleiax HMXKHEW rpaHuibl HOpMbl. Kak mpaBuiio, He
OTMEUYAeTCs OTKJIOHEHHH B TIOJOBOM pPa3BUTHUH, XapaKTepHA HOpPMalbHas
IUIOJJOBUTOCTh (KpallHE PEAKO OTMEYAlOTCS HapyLIEHUs PENpOAYKTHUBHOM (QyHKIUU
— BTOpHUYHAs aMEHOpes, JUCMEHOpes, paHHss MeHonay3a). C yBeIMYeHHEM uucia
X-XpOMOCOM HapacTaeT CTENeHb OTKIOHEHHH OT HOPMBIL. Y JKEHIIMH C TeTpa- U
neHracoMueil X onucaHbl OTKIOHEHHS] B YMCTBEHHOM pPa3BUTUH, aHOMAJIMU CKeJleTa
Y MOJIOBBIX OpraHoB. OHU UMEIOT BBICOKHUI POCT, TEIOCIOKEHHUE MO0 MYKCKOMY THUITY,
YEJIOCTHO-JIMIEBbIE JUCIUIA3UM  (SMHMKAHT, THUIEPTEJIOPU3M, TOTHYECKOe He0o),
HapyluIeHUsI MEHCTPYaJlbHOTO LHMKJA, OecIuiogue, NpeKIEeBPEMEHHBIN KIMMakKC,
CHW)KCHHE HMHTEJJIEKTa Pa3IuyHbIX cTeneHed (%3 OOJIbHBIX), HEPEAKH NCUXUYECKHE
3a0oneBanus (IKU30(PpeHNs, MaHUAKaJIbHO-IETIPECCUBHBIN TICUXO03, SMUJIETICHS).

Cunopom Knaiingpenosmepa onvican B 1942 r. IlonmynsiunoHHast yactota — 2—
2,5:1000 wmanbuukoB. lluToreHeTmyeckue BapUAHTHI CHHApPOMA MOTYT OBITh
pazmuunbl: 47,XXY; 48,XXXY; 49, XXXXY wu ap. Yame BcTpewyaeTcs BapUAHT
47,XXY. OT™MeueHbl KaK MOJTHbIE, TAK U MO3aUuYHbIE (POPMBI.

Knunuueckue nposienenus. BoibHBIE BBICOKOTO POCTa C HEMPONOPIIMOHATIBHO
JUIMHHBIMA ~ KOHEYHOCTSIMHM, BBIPA)KEHHOW THHEKOMACTHEH U OBOJIOCEHUEM TIO
KEHCKOMY THUIy. B meTcTBe oTiiMyaloTcs XpYyNKUM TeJlociaokeHueM, a nocie 40 ner
CTpajaloT OXUPEHHEeM. BaXHbIMH JAHATHOCTUYECKUMHU TMPU3HAKAMU SBIISIOTCS
TUIMOTOHAIN3M,  THUIOTeHUTanu3M, Oecmyionue (B pe3ysbTare  HapylIeHHUS
CIIEpPMATOTr€HE3a, CHUKEHUS NPOAYKIHU TECTOCTEPOHA W YBEIMYEHUS MPOAYKIUH
KEHCKHUX TOJIOBBIX TOpMOHOB). Koaddunument nnremnekra aHuxe 80 (uem OoJipliie B
KapuoTUIIEe I00aBOYHBIX XPOMOCOM, TeM 00Jiee BHIPAXKEHO OTKIIOHEHHUE OT HOPMBI).

Jleuenue MyXCKUMHU TOJIOBBIMH TOPMOHAaMH HAIPaBICHO HA KOPPEKLUIO
BTOPUYHBIX TIOJIOBBIX MPU3HAKOB, OJHAKO U TIOCJIE€ TEpamuu OOJIbHBIE OCTAIOTCS
O€ECIUIOTHBIMHU.

Cunopom noaucomuu Y-xpomocomul (cungpom
«cynepmyx4yuHbl»). [TonynsiuonHas 4acToTa — 1:1000 MaJIbUMKOB.
[{uToreHeTnyecku OTMEUYEHBI MTOJIHBIE U MO3aWYHbIE (DOPMBI.

Knunuueckue nposenenus. BOABIIMHCTBO HMHIMWBHIIOB MO (U3MYECKOMY U
YMCTBEHHOMY Pa3BUTHUIO HE OTIMYAETCS OT 370POBBIX MYX4HH. OOBIYHO OHU HUMEIOT
POCT HEMHOT'O BBIIIE CPEHEr0. 3aMETHBIX OTKIIOHEHWH HU B ITOJIOBOM Pa3BUTHH, HU B
TOPMOHAJIBHOM CTaTyCe, HU B IUIOJOBUTOCTH Y O0ibInHCTBA XY Y -UHAUBHUIIOB HET.
B 3040 % ciygaeB oTMedaroTcs ONpeAcICHHbIE CHUMITTOMBI — TPYyOBIe YEPTHI JIMIIA,
BBICTYIAIOIINE HAJOPOBHBIE IYTH U MEPEHOCUIA, YBEJIWYEHHAs HWKHSSA YEIIOCTb,
BBICOKOE HE0O, aHOMaJbHBINA POCT 3yOOB, OOJbININE YIIHBIE PAKOBUHBI, JehopMarus
KOJIEHHBIX M JIOKTEBBIX CyCTaBOB. VIHTEJUIEKT WM HECKOJIBKO CHUKEH, WJIH B HOPME.
XapakTepHbl SMOLMOHAJIBHO-BOJIEBbIE HAPYLIEHUS: CKIOHHOCTh K arpecCHBHBIM U
JaXe KPUMHUHAJIBHBIM MOCTyNKaM. [IpofoKUTENBbHOCTh KU3HU HE OTIMYAETCS OT
CPEAHETIONMYJIALIMOHHOM.



KJII/IHI/IKO-HI/ITOFGHCTI/I‘-ICCKZISI XapaKTePUCTHKA CUHAPOMOB, CBAA3AaHHBIX
C YUCJIOBBIMH AaHOMAJIUAMHU ayTOCOM

Cunopom /Jlayna (tpucomuss Xpomocombl 21) — Hauboiee YacTo
BCTPEYAIOIIMICSA XPOMOCOMHBIN CUHAPOM. BriepBele onucan B 1866 r. aHrIMiCcKUM
Bpauom [laynom. Ilonmynsiuunonnas yactota coctapisieT 1 1 600—700 HOBOPOXKICHHBIX
nerert. llutoreHeruueckue BapuaHThl pazHooOpasHbl: 47,XX(XY),+21 (mpocrtas
tpucomuss 21) — 96 %; 46,XY,14-t(21/14) (rpancmokamuu) — 3 %;
46, XX/47XX,+21 (mo3zammm3m) — 1 %. UYactota poXAcHHS JeTedl ¢ JaHHBIM
CUHAPOMOM 3aBHCHUT OT BO3pACTa MATEpPU U PE3KO yBEJIMUMBAETCS mocie 35 ner.

Knunuueckue nposenenus. Jletu ¢ cunapoMomM JlayHa poxaaroTcsi B CPOK, HO C
YMEPEHHO BBIpaXXEHHOW mNpeHaTanbHOM rumnoriazue (Ha 8-10 % Hike cpeaHux
BeIUYUH). MUHUMAIbHBIMU TUATHOCTUYECKUMHU TTPU3HAKAMHU SIBJISIIOTCS: YMCTBEHHAS
OTCTaJOCTh, MbIIIEYHAs TUIIOTOHHUS, MJIOCKOE JIMIIO, MOHTOJIOMIHBINA pa3pe3 TIia3HbIX
miesnield, SNUKAHT, KPYNHbIA (OOBIYHO  BBICYHYTHIM) s3bIK, Opaxuuedanus,
neOpMHUpPOBAaHHBIE YIIHBIE PAKOBUHBI, «OO0E3bsIHBS» CKJIaJKa Ha JIaJlOHH,
OTBEJICHHBIN («XBaTaTeNbHBIIY) OoNbIION manen Ha crorne u Jp. KioumHudeckue
NPOSIBJICHUST TPUCOMHOM M TpaHCIaKalMOHHOW (opm Oorne3nu /layHa coBepiieHHO
uaeHTu4YHbl. [lpu MozawuHoi ¢opme HaOmMOgaeTcss OONMBIION  KIMHHUYECKUM
nonumopdusM. Jletu ¢ cunapomoMm JlayHa TpucomHOM (HOpMBI Hallie poxKAAIOTCS Y
*KeHIIMH cTtapuie 35 net. TpaHciokanmoHHbie GOpMbI, HAOOOPOT, Yallle BCTPEUAOTCS
y MOJIOJIBIX poauTeneil. Mo3anunbie (OpMbl OTMEYAIOTCS ¢ OJUHAKOBON YaCTOTON BO
BCEX BO3PACTHBIX IPYIIAX.

Cunopom Ilamay (tpucomus mno xpomocome 13) BnepBbie onucan B 1960 r.
amepukanckuMm reHetukoMm K. Ilaray. Ilomynsumonnas uwacrora — 1 :5000-7000
HOBOPOXXJIEHHBbIX. lluTOreHeTnyeckrue BapuUaHThl MOTYT OBITh PA3IMYHBL: Ienas
tpucomusi 13 (HepacxoxaeHue xpoMmocoM B menose, B 80 % ciydaeB y martepm),
TPAHCIOKAIIMOHHBIN BapHUaHT, MoO3au4Hble (OPMBI, JOMOJHUTEIbHAS KOJbIEBas
xpomocoma 13, u30XpoMOCOMBI.

Knunuuecxue nposienenus. Jletm poXHAAOTCI C HUCTUHHOW NPEHATAJIbHOU
runoraszueii. OCHOBHBIMU TPU3HAKAMU SIBIISIIOTCS: HU3KHM CKOIICHHBINA 7100, y3KUE
rJIa3HbIC IIETH, 3aMaBIlIee NEPEHOChe, HU3KO PACIOJIOKEHHBIC U JAe(OpPMUPOBAHHBIC
VIIHBIE PAKOBHUHBL. TUNHWYHBIA Npu3HaK cuHapoMma llatay — pacmiennHbsl BepxHEn
ryopt u Heba (00BIYHO JBYCTOpOHHHE). Bcerma oOHapyXHBalOTCS TOPOKHU
HECKOJbKUX BHYTPEHHHUX OPraHOB B Pa3HON KOMOWHAIWH: NEe(PEKThI MEePEropoIoK
cep/lla, He3aBEPIUICHHBIN MOBOPOT KUILIEYHHUKA, KUCThI IOYEK, aHOMAJIMU BHYTPEHHUX
MOJIOBBIX OPraHOB, IePEKThl MOJKETYyA0YHOH xene3bl. Kak mpaBuio, HaOmoqaercs
neyctoponHsis nonuaaktunud. [I{THC nopaxaerca B 100 % ciyyaes.

B cBs3u ¢ tsxkensimu BITP GonbuinHeTBO AeTel ¢ cunapoMoM [laray ymuparot
B MEpBble Henenu win mecanbl ku3Hu (95 % — go 1 roma). OnHAKO HEKOTOpHIE
OONBHBIC JKUBYT HECKOJIBKO JIET. boilee TOro, B pa3BUTHIX CTpaHAX OTMEUYACTCS
TEHJICHIIMS K YBEJIMYECHUIO MPOJOJDKUTEIIBHOCTH KU3HU OOJBHBIX C CHUHIPOMOM



[Tatay go 5 (oxono 15 % nereit) u gaxe go 10 net (2—3 % nereit). OqHako Bce 3TH
JETH UMEIOT TSDKEITYI0 YMCTBEHHYIO OTCTAJIOCTh — IIYOOKYIO HANOTHUIO.

Cunopom 30sapoca (tTpucomus 1o xpomocome 18) Brepsbie onrcan B 1960 r.
aHTJIMHACKUM yudeHbIM OnapacoM. llonmynsmuonnast yactota coctasisgeT 1 @ 6500
HOBOPOXIEHHbIX. [{luTOreneTnyecku B OOJIBIIMHCTBE CIYyYaeB CUHIPOM IPEICTABICH
ueno Tpucomuen 18 (ramernyeckas MyTanusi OJHOTO M3 POAMTENEH, Halle Mo
MaTtepuHcKkoil nuHuM). Kpome Toro, BCTpeyaloTcss U MO3aWuHble  (OPMBI
(46, XX/47XX,+13). Knuauueckux pa3ivuuuil MKy LHUTOT€HETHYECKUMU (hopMamMu
HE 00HAPYKEHO.

Knunuueckue nposasnenus. Jljiga cuHapoma XapakTepHbl MHOKecTBeHHbIe BIIP
JUIEBOM YacTH yepemna, cep/ia, KOCTHOW U MOYEBOM cucTeM (CpalleHUe U yJIBOEHUE
MOYEK, KUCTHI TIOYEK), MOJOBBIX opraHoB. OTMEYaeTCsl TUIOIJIA3Usl HIDKHEN YeTIOCTH
U MHUKPOCTOMHS, y3KHME W  KOPOTKHE  TJIa3Hble  IIEJH,  MaJCHBKHE
HU3KOPACTIOJIOKEHHBIE YIITHbIE PAKOBHUHBI, BBICTYIAIOIIUN 3aThUIOK, XapaKTEPHOE
cru0areabHOE TOJOKEHUE TMajbleB KUCTH, AHOMAalbHO pa3BuUTas croma (IMmaTKa
BBICTYIIAET, CBOJ MPOBUCAET), MEPBbIN Masel] CTOI KOPOYe BTOPOTO.

[IpoaoIKUTENBHOCTh KU3HU OOJBHBIX C CHHAPOMOM DnBapjica pe3Ko
cHmkeHna. Ha mepBoM rony >xu3nu noru6arot 90 % O60JIbHBIX, K 3-JIETHEMY BO3pacTy
— Oonee 95 %. IlpuunHONW CMEPTH SBISIOTCA MOPOKH CEPACHYHO-COCYIUCTON
CHUCTEMBbI, KHIIICUHUKA WJTU TIOYEK.

Bce BbDKuBIIME OOJIBHBIE HWMEIOT TIyOOKYIO CTENEeHb OJUTrodpeHuu
(uauoTuio).

CpaBHUTENbHAS XapaKTepUCTHKA HauOoJiee YacThIX TPUCOMUN (CHHAPOMOB
Hayna, ITatay u DaBapjca) npuBeJieHa B IpUIL. S.

Cunopom mpucomuu XxXpomocomsl 8 BIepBble omnmcaH B 1962 .
[Tonynsauuonnass yactora — 1 : 5000 HOBOpokIeHHBIX. CHUHIPOM BO3HUKAET B
pE3yNbTaTe HEPACXOXKCHUS XPOMOCOM Ha PaHHUX CTAUAX ONACTYNbI, KPOME PEIKUX
ciyyaeB myranuid de novo B ramertoreHese. LluToreHeTWyecKkHu BBISBISIOTCS Kak
nosiable (47,XX(XY),+8), Tak u mo3auunble Gopmbl (46,XX/47XX,+8), KOoTOpHIC
coctaBisAOT 10 90 % Bcex ciydaeB. Koppenduuu mMexay TsSKecTbio 3a001€BaHUs U
J0JIel MO3aUYHOTO KJIOHAa HE OOHAPYKEHO.

Knunuueckue nposignenus. Jletm ¢ TpucoMuen 8 poKAAarOTCsA JOHOIICHHBIMHU.
Jlist 6one3nu Hanbosee XapaKTepHbl OTKIOHEHHS B CTPOSHUH JIUIA, TOPOKHU OTIOPHO-
JIBUTATEJIBLHOIO ammapara U MoueBoil cuctemsbl. [Ipum kinmHHueckoMm oO0cieT0BaHUU
BBISIBIISIFOTCSI BBICTYTAIOIINM JI00, KOCOTIa31e, SMUKAHT, TITyOOKO MOCaKeHHBIE TJ1a3a,
TUNIEPTENIOPU3M TJIa3 U COCKOB, BBICOKOE HE0O (MHOTJa pacliesiHa), TOJCThIe I'yObl,
BBIBEPHYTAs HIDKHSS Ty0a, OONBIINE YITHBIE PAaKOBUHBI C TOJICTOM MOYKOH, aruia3us
HAJKOJICHHUKA, TJIIYOOKHE OOpO3Ibl MEXIy MEXNATbIIEBEIMU TOAYIIECYKAMH,
yeThlpexnanblieBas ckiaagka. Anomanuu anyca. [Ipu Y3U BbISBASAIOTCS HapylIEHUS
MMO3BOHOYHHKA, aHOMAJINU (DOPMBI U TTOJIOKEHUS pedep wim 1006aBoYHBIE pedpa.

[Ipu Tpucomuu 8 MporHo3 (PU3HUUYECKOTO, MCUXUYECKOrO Pa3BUTHS U KU3HU
HeOJIaronpusTHbIM, XOTA OMHMCaHbl NManueHThl B Bo3pacte 17 ner. Co BpemeHeM y



OOJBHBIX MMPpOABIIAIOTCA YMCTBCHHAA OTCTAJIOCTD, FHI[pOHe(l)aHI/DI, ImaxoBas I'pbIKa,
HOBBLIC KOHTPAKTYPbI, HOBBIC H3BMCHCHM CKCJICTA.

MGTOI[OB CHGHI/I(i)I/I‘IeCKOFO JCUYCHHUA HCT. OHGpaTI/IBHBIe BMCHIATCIIbCTBA
IMPOBOJATCH 110 ) XKU3HCHHBIM ITOKAa3aHUAM.

KiIMHUKO-UMTOreHeTHYeCKAsl XaPAKTEPUCTHKA CUHAPOMOB, CBS3aHHBIX €CO
CTPYKTYPHBIMHM NEePeCcTPOHKAMEU XPOMOCOM

Cunopom «xowauveco Kpuxka» onucan B 1963 1. JIxk. Jlexxenom.
[Monynsimonnas yacrora — 1 : 50 000. [{utoreHeTnyeckre BapuaHThl BAPbUPYIOT OT
YaCTUYHOW JIO MOJIHOM JENEIUH KOPOTKOIo miedya XxpoMocoMbl 5 (46,XX(XY),5p).
Kpome mnpocroii penenmu OTMEUEHBI KOJBIEBBIE XPOMOCOMBI 5 € JAenenuei
KpUTHYECKOTO (hparmMenTta, Mmo3auunbie ¢opmbl (46,XX(XY)/46,XX(XY),5p), a
TAaK)K€ TPAHCIOKAIMM MEXIY KOPOTKHM IUIEYOM XPOMOCOMBI 5 (C moTepei
KPUTHUUYECKOTO CErMEHTa) U JPYroil ayTOCOMOM.

Jluacnocmuueckumu npusHakamu 3a00J€BaHUS SBISIOTCA: MUKpoLedaus,
cienuPpUYeCKUii TIad HOBOPOXXKJACHHBIX («KOIIAYUH KPUK»), OOYCIOBICHHBIH
U3MEHEHUEM TOPTaHU — CYXKEHHUEM, MSATKOCTBbIO XpAIICH, OTEYHOCTHIO WIIH
HEOOBIYHON CKJIQJUYaTOCTBhIO CJIM3UCTOM, yMEHBIIIEHWEeM HaJropTraHHuka. Yacto
BBISIBJITIOTCS MHKpoIedanis, HU3KOPACIOJIOKECHHbBIC U Ae)OPMUPOBAHHbBIE YIIIHBIC
PaKOBHHBI, JIYHOOOpa3HOE JIUII0, THUIEPTEIOPU3M, IMUKAHT, MOHTOJIOUIHBIN pa3pes
rjia3, CTpabu3M, MbIllIeYHasi TUMIOTOHUS. J[eTn OTCTaroT B PU3HMUECKOM U YMCTBEHHOM
Pa3BUTHUH.

BIIP BHyTpeHHHX OpPraHoB BCTPEYAIOTCS PEIKO, HauOOoJIee YacTO MOPaXKaETCs
cepaue (AedeKThl MEAOKETyI0YKOBON 1 MEXIPECEPAHON IEPETOPOIOK).

Bce OonbHBIE HMMEIOT TXKEIYH0 CTENEHb YMCTBEHHOW  OTCTaJOCTH.
[TpoaoKUTENPHOCTh JKM3HU Y OOJBHBIX C CHHIPOMOM 5P 3aBHUCUT OT TSKECTH
BPOXKJECHHBIX TMOPOKOB BHYTPEHHUX OpPraHoB (0COOEHHO cepala). bonbmmHCTBO
OONBHBIX YMHPAIOT B mepBbie rojabl, okoio 10 % mocturator 10-meTHero Bo3pacra.
Hemuorue noxusarot 1o 50 jer.

Cunopom Bonvgpa-Xupwxopna (cunopom 4p-) omnucan B 1965 .
[Monysimonnas yactota — 1 : 100 000. IluTorenernuecku oOyCIOBICH YaCTUIHOM
nenenuend koporkoro mieda 4 xpomocombl — 46,XX(XY),4p . HacneactBeHHas
dopma cocraBiser 10 %, a 90 % cayuaeB mpenctaBieHbl MyTanusaMu de novo.
OTmedeHbl KOJBIEBBIE U HW30XPOMOCOMBI C TmoTeped ¢parmenta 4plé —
KPUTHUYECKON 00JacTH, OTBETCTBEHHOW 3a (OpMUPOBAHHE OCHOBHBIX TMPU3HAKOB
CUHIpOMA.

Knunuueckue nposenenusn. Jletn ¢ cunapomom Bonbda-XupurxopHa oObIYHO
POXKAIOTCS Y MOJIOABIX POAUTENEH, JOHOLIEHHbIE, HO CO 3HAYUTEIbHO CHUYKEHHBIM
BecoM (okomo 2000 r). Jlms Takux geTeil xapakTepHa peskas 3a7epikka (pu3ndeckoro
U TICHXOMOTOPHOTO pa3BUTHS. Y HUX HaONIOMAIOTCS YMEPEHHO BBIpAXKEHHAsS
MUKpotedamus, KJIFOBOBUJIHBIN HOC, BBICTYyTAIOLIEE HAJIIEPEHOCHE,
neOpMUpPOBAHHBIE HHU3KOPACTIOJIOKEHHBIE YIIHbIE PAKOBHHBI, BEPTUKAJIbHBIC



CKIaJKH KOXXM BIEpPEAN YIIHBIX PAKOBUH, TUIMOTOHUS MBIIIL, 3HAYUTEIBHOE
CHI)KEHHE pEaKUUMUd Ha BHEIIHUE pa3JIpaXeHHs, CYJOPOKHbIE MPUIAIKU.
OTmevaroTcsi TakKe pacllleluHbl BepxHel ryObl u HeOa, aedopmalnuu CToIl,
aHOMAaJINH TJIa3HBIX sI0JIOK, STTMKAHT U MAJICHBKUN POT C OMYIIEHHBIMU YTOJIKAMH.

W3 BHYTpEHHUX OpraHOB Yallle MOpa)KkaroTcs cepiaue (MOPOKH pa3BUTHUS) U
OPUMEPHO B TOJOBHHE CIIy4aeB — TMOYKH (THUMOIIIA3us M KHUCTHI). BONBIIMHCTBO
neTeil ¢ cuHIApoMOM 4p yMHUpaeT Ha MEpBOM TOAYy JKU3HU. MaKcuUMalbHBIN
M3BECTHBIN BO3PACT MAIIUEHTOB ¢ cuHApoMoM Bomnbsda-Xupriixopua — 25 jer.

METO/JbI MEJJUIIMHCKON 'EHETUKHA

Jlns u3ydeHHWs] W JMArHOCTUKU HACJIEJACTBEHHOW MMATOJIOTMM B HACTOSIIEE
BpEMS HCTIOJIb3YIOTCS CJICIYIONINE METOIBI UCCIIEIOBAHNS :

1. TI'enemuko-Inudemuonocuueckuii nooxoo. llpeanonaraeT COBMECTHOE
IPUMEHECHHE TeHEaJIOTHYeCKOoro, OJM3HEIOBOTrO M MOMYJSIIMOHHO-CTATUCTUUYECKOTO
METO/IOB.

I'eneanoeuyeckuti memoo POJIOCIOBHBIX BBISBIISCT MATOJIOTHYECKUE MPU3HAKHU
U TIPOCIICKMBAET OCOOCHHOCTH HUX Tepe/adyd B TOKOJICHHUSX TPU COCTABICHUU
POIOCTIOBHON. DTOT METO/T MO3BOJISIET OTBETUTH HA JIBA BONIPOCA: SBIISICTCS JIU JAHHASI
NaTOJIOTHS HACIEACTBEHHOM U 10 KaKOMY THUITY HaclleyeTcs ?

bnusneyoswiti memoo naet BO3MOXKHOCTb pPa3rpaHUYUTh POJIb HACIIECTBEHHBIX
¢dakTopoB U (akTOpoB BHEIIHEH cpenbl. OmHOsIEBbIe OJIM3HENBI T€HETHUYECKU
a0COJIOTHO OJMHAKOBBI, U pa3Inune MEXIY HUMH OIpeaesieTcs TOIbKO (haKTopaMu
OKpyXxatoiei cpenpl. JIBysiinieBble OMU3HENBI T€HETUYECKH MEHEe CXOJHBI, 4eM
OpaThs M CECTPBI, POXKICHHBIC B pA3HOE BPEMsI, OITOMY aHAIIM3 UX 3a00JI€BaEMOCTH
OTpakaeT BIMSHUE CXOAHBIX YCIOBUHN Ha Pa3IMYHbIC T€HOTHIII.

THonynayuonno-cmamucmuyeckuti memood 3aKIIOYAETCS B  COCTaBJICHUU
POJIOCIIOBHBIX Cpeu OOJBIION IPYIIbI HAceIeHUs (B mpenaenax 00JacTh Uiu 1EeIon
CTpaHbl), U UCCIIEIOBAHUU T€HETHUYECKUX U30JIATOB (M30JIST — 3TO TPYyIIa JIOJEH, OT
500 yenoBeK 10 HECKOIBKHX ThICSY, >KUBYIIAs U30JIMPOBAHHO OT BCETO OCTAIBHOTO
HaceJeHUsl CTpaHbl). ['€HEeTHYEeCKM W30JIAT XapaKTepU3yeTcss TeM, YTO Opaku
3aKJTFOYAIOTCSl TOJIBKO B €ro Mpejeliax, ¢ BBICOKOW YacTOTOW SHJOTAMHBIX OpakoB.
DTO BeleT, B KOHIIE KOHIOB, K TEHHON M30JSILUHU OT OCTaJbHOI'O Hapoja CTpaHbl. B
pe3yipTate MPOUCXOIUT TMepefadya AaHOMAJIbHBIX PELECCHUBHBIX TI'€HOB W3
FE€TEPO3UTOTHBIX B TOMO3UTOTHBIE IMAPBI, YTO COMPOBOXKAAECTCS YBEJIMUYCHUEM YHCIIA
HACJIEJICTBEHHBIX OOJIE3HEH.

2. Memoowl knunuyeckoii ouaznocmuku. BximodaoT B ceOs crienraabHbIC
nabopaTopHble  METOAbl  JIUATHOCTUKHU:  IIUTOTEHETHYECKHE,  MOJIEKYJSPHO-
reHEeTUYECKHe U Onoxumuueckue. VX 1enp 3akitovyaeTcss B TOM, YTOObl OOHAPYKUTh
cneruuyeckue YepThl OOJIE3HH, YKa3bIBAIOIIME HAa HACIEACTBEHHBIM XapakTep
MOPAKECHMUSI.



Llumozcenemuyeckuti Memoo OCHOBAaH Ha MHUKPOCKOIMUYECKOM HU3YYEHUU
XpPOMOCOM C LIEJIbIO BBISIBJICHUSI CTPYKTYPHBIX HapylIEHUH B XPOMOCOMHOM Habope
(kapuomunuposanue). B kadecTBe MaTepualia HCIOJB3YIOT TKAHEBBIC KYJIBTYPBI C
OOJBIIMM YMCIIOM AENAIIMXCS KIETOK (Jalie JUMQOUUTHI nepudepuueckod KpOoBH).
XpoMOcOMBI Ha cTaguu MeTadasbl W3y4yaroT NPU MOMOLIM CIEUHUAIBHBIX METOJIOB
OKpAILIMBAHUS U COCTaBISAIOT HIEOrpaMMbl (CUCTEMATU3UPOBAHHBIE KAPUOTHUIIBI C
PacnoioKEeHHUEM XPOMOCOM OT HauOOJIbIIEH K MEHBIIIEH), UTO U O3BOJISET BBISBIATD
T€HOMHBIE U XPOMOCOMHBIE MYTallUU.

Monexynapuas oOuaenocmuxa. 1o Oojblias W pa3HooOpaszHas Tpymnna
METOJIOB, MPEJHA3HAYEHHBIX JJIs BBISIBJICHUS BapHallMil B CTPYKTYpE HCCIEAYEMOro
yuactka JIHK. TIIpm mnomomm wmerogoB JIHK-muarHocTMku ycTaHAaBIMBAIOT
NOCJIEIOBATENIbHOCTh PACIIONIOKEHHS OTJIEIbHBIX HYKJICOTUIOB, BBIACIIAIOT T€HbI U UX
(parMeHTbl, yCTAaHABIMBAIOT UX HAJIMYME B U3yYaeMbIX KJIETKaX.

buoxumuyeckue memooOwsl HamNpaBlIeHbl Ha BbISBICHHE OWOXUMHYECKOTO
reHOTUIIa OpraHu3Ma — OT MEPBUYHOIO MPOJYKTa TeHa (MOJUNENTUIHON 1enu) A0
KOHEYHBIX META00IUTOB B MOYE WJIH TOTE.

3. Buonozuueckoe mooenuposanue (SKCIEPUMEHTAIBHBIA MeTon). [laHHBIN
METOJl MPUMEHSAIOT ISl aHalIM3a BO3MOXKHBIX N'€HETHYECKUX Je(EKTOB YeNOBEKa C
UCIIOJIb30BAaHMEM B KadecTBe OOBEKTa HCCIIEOBAHUS JKUBOTHBIX (KPOJMKH IS
U3Yy4YEeHHs aXOHAPOIUIa3uu, cobaku — remoduiiuu A, B).

METO/IbI MPOPUJIAKTUKHA HACJIEICTBEHHON
ITATOJIOT'NA

Paznmuuator crnemytoniue BBl MPO(PUIAKTAKA HACJIEICTBEHHOW MATOJOTHU:
NEPBUYHYIO, BTOPUYHYIO U TPETHUHYIO.

[lon nepeuunoint npogunakmukoii TOHUMAIOT TaKue JCHCTBUS, KOTOpHIC
JIOJDKHBI OBITh HAMPABJICHBI HA MPEIYIPEKISHNE POXKICHHUS 00IbHOTO peOeHKa. ITO
peanusyeTcs uepes:

1) nnaHupoBaHWE  NIETOPOXKACHUS  TyTeM  BBIOOpa  ONTUMAJIBLHOTO
pPENpOayKTUBHOIO Bo3pacTta. [ >KeHIIMH TakoW Bo3pacT cocTtaBiser 21-35 ner
(Oonee paHHHME W TMO3MHHE OCPEMEHHOCTH YBEIWYMBAIOT BEPOSITHOCTH POKIACHUS
pebeHKa ¢ BPOXKJIECHHOM MaTOIOTHEN 1 XPOMOCOMHBIMU OOJIE3HAMH );

2) oTKa3 OT JAECTOPOXKICHUS B CIy4asX BBICOKOTO PHCKAa HACJIECICTBEHHOW U
BPOKJIEHHOM MaTOJOTHU (B TOM 4YHCIE TPU Opakax ¢ KPOBHBIMH POJCTBEHHUKAMH U
reTePO3UTOTHBIMU HOCUTEIISIMH ITaTOJIOTHYECKOTO TeHA);

3) )KeCTKHUI KOHTPOJIb COAEPKaHUSI MYTareHOB U TEPATOT€HOB B OKPYXKaIoIlei
cpene (oxomo 20 % Bcex HACICACTBEHHBIX OOJE3HEH B KaXJIOM IOKOJICHUHU
00yCIIOBIICHBI HOBBIMU MYTAITHSIMHU ).

Bmopuunaa  npogunakmuka  OCymIECTBISICTCS  IMyTeM  TNPEPBIBAaHUS
OCpeMEHHOCTH B Clydae BBICOKOW BEpPOSTHOCTH 3a00JIeBaHUS IUIOAA WJIU



MpeHaTaIbHO JUArHOCTUPOBaHHOW Oomne3Hu. lIpeppiBaHME MPOM3BOAUTCS TOJNBKO C
corjacusi JKEHIIMHbI U B YCTaHOBJICHHbIE CpOKH. [IpepbiBaHHEe OEpEeMEHHOCTH —
pelieHre SBHO HE caMoe€ Jy4llee, HO, K COYKaJEHHUIO0, B HACTOSALIEE BpPEMS OHO
SBIISICTCSl €AMHCTBEHHBIM MPAKTUYECKU MPHUTOJHBIM MPU OOJBIIUHCTBE TSHKEIBIX U
CMEPTEJNIbHBIX TEHETUYECKUX 1€(PEKTOB.

BropuuHas npodunakTuka OCyIecTBISIETCS IMyTeEM:

1) MEIUKO-TEHETUUECKOTO0 KOHCYJIbTUPOBAHUS;

2) npoBeAeHUs] CKPUHUHTA OEPEMEHHBIX C TOMOIIBIO OMOXMMUYECKUX METOJIOB
(manpumep, ompeneneHue KoHUeHTpauuu anbha-peronporenna (ADII) B kposu
OepeMEeHHOM KEHIIUHBI);

3) Y3U-nuarHocTuku;

4) nmpUMeHEeHHUs] HEKOTOPbIX MHBA3MBHBIX METO/I0B OOCJeAOBaHMs (Hampumep,
Ouoricusi BopcuH XxopuwoHa (nmo 13 Henmenb), amHuoneHtes (16—19 Henmenp) —
UCCJIeIOBaHNE OKOJIOTUIOIHBIX BOJ], COJIEPXKAILIMX CIYIICHHbIE KIETKH IJ10/1a).

[lon  mpemuunoii  npogunaxkmukeir  HaACIEICTBEHHONW  TATOJOTUH
MOJIPa3yMEBAIOT KOPPEKIUIO TMPOSIBICHUS TMATOJOTUYECKUX TEHOTHIIOB IyTEM
Ha3HAYEHUsl PAHHETO JICYEHUs NMPU OOHApPYKEHUH MATOJIOTHH. B pesynbTate MOXKHO
NOOUTHCS TOJIHOM HOpMalIM3allMUd WM CHWKEHHUS BBIPAXKEHHOCTH MAaTOJIOTUYECKOTO
nporecca. TpernuHas mnpoduiIaKkTHKa  OCYIIECTBISIETCS TyTeM  CKPUHUHTA
HOBOPOJKJICHHBIX ISl BBISBIICHHS HEKOTOPBIX HACIEJCTBEHHBIX (OpPM NATOJIOTUU
(Harmpumep, (EHUIIKETOHYPUM, THUIOTUPEO3a, AaJPEHOICHUTAJIBHOIO CHHIPOMA,
MYKOBHUCLIH103a U [JIp.), @ TAK)K€ PAHHEr0 Ha3HAYEHUs KOPPUTHPYIOIIETO JICUEHHUS.

[IpenorBpalenne pa3BUTHs HACIEACTBEHHOIO 3a00JI€BaHUs BKJIIOYAET B ceOs
KOMILIEKC JIEUEOHBIX MEPONPUITUH, KOTOPbIE MOXKHO OCYIIECTBISATh BHYTPUYTPOOHO
WIN TIoclie poXAeHUs. B naHHOM ciydyae mpo@uiiakTHYecKue MEpONpPUATHS TECHO
CBSI3aHBbI C JICUEHUEM HACJIEICTBEHHBIX O0JIE3HEH, U YETKON I'pPaHUIBl MEXAY HUMU HE
CYIIECTBYET.

INPUHIUIIBI TEPAIINU

JleueHne HaCIEICTBEHHOM TMATONOTMHM Oa3upyeTcs Ha TPeX IPUHIIUIAX:
3THOTPONHOM, NATOTC€HETUYECKOM U CUMIITOMATHYECKOM.

Omuomponnaa mepanusa HaNpaBjicHa HA yCTPaHECHHE MPUYUHBI 3a00IC€BaHUA.
C oToli 1EeNbI0 UCHONB3YIOT METOABl KOPPEKIMHU T'eHETHYECKUX J1e(EKTOB,
Ha3bIBa€MbI€ 2eHHoU mepanueti. 1[enbl0 TEHHON Tepanuu SBISICTCS BHECCHHUE B
KJIETOYHBIA TEHOM IMTOPAKEHHBIX OPTaHOB HOPMAIBHO 3KCIPECCUPYEMOTO «30POBOTO
T'CHA», BBIMOJHSIONIETO (PYHKIIUIO MYTaHTHOTO («O0JIBHOTOY) TeHa.

Ilamozenemuueckana mepanusa HAINpaBICHA HA Pa3pbiB 3BEHBLEB IMATOTEHE3A.
JI71 1OCTHKEHYS ATOM LIEIU MPUMEHSFOT HECKOJIBKO METO0B:

— 3amecmumenvHyl0 mepanuid — BBEIAECHHE B OpPraHu3M JIe(PUIIMTHOTO
BemiecTBa (HE CHHTE3UPYIOMIETOCS B CBS3M C aHOMaJIMEH TeHa, KOTOPBIH



KOHTPOJUPYET MPOAYKIUIO TaHHOTO BEIIECTBA — HWHCYJWH MpPU CaxapHOM Auadere
¥ 71p.);

— Koppekyuio memaboauzma MyTeM: 1) orpaHUYEHNs MONAJaHus B OPraHU3M
BEILIECTB, META0OJIMYECKM HE YCBAMBAIOIIMUXCS, Hampumep (EHUJATaHUHA WU
JAKTO3bl; 2) BBIBEACHUS W3 OpraHM3Ma MeTaOOJIMTOB, HAKAIIMBAIOIIKUXCS B HEM B
n30bITKE (Hampumep, (QEHWINMUPOBUHOTPATHON KHUCIOTHI WM XOJECTepHHa); 3)
pPEryJsiiud  aKTUBHOCTH  (€PMEHTOB  (HampuMmep, MOJABICHUE AKTHUBHOCTH
KpeaTuH(oc(hHOKMHA3Bl TOPH  OTIAEIBHBIX BUAAX MHOJIUCTPOPUH, aKTHBAIUA
JUNONPOTEUHIINNA3bl KPOBH MPU THIEPXOJIECTEPUHEMUN );

—  Xupypauueckyro Koppekyuro oegpekmos (HaipuMep, CO3/1aHUE LIIYHTa MEXIY
HIWJKHEM T1OJOM M BOPOTHOM BEHaMHM Y TAIlMEHTOB C «TEMaTOTPOIHBIMI
TTMKOT€HO3aMH ).

Cumnmomamuueckas mepanusa HANpaBICHa Ha YCTPAaHEHHE CHUMIITOMOB,
yCYryOJsIOIMX  COCTOSIHME  MalMeHTa  (Hampumep, NPUMEHEHHE  BEIEeCTB,
CHI)KAIOMIMX BS3KOCTh CEKPETOB DHJIOKPUHHBIX JKEJe3 TpPH MYKOBUCIHIO03E,
XUPYPrudyecKoe ynajeHue AOMOTHUTENbHBIX NaNbIEB U/WIU NEPEMbIUEK KOXKU MEXKIY
HUMHU TpU TOJNH- U CUHIAKTUIIUHU, BBIMOJHEHUE TUIACTUYECKUX OMepaluidl Mpu
nedeKTax JMia, MOpoKax CepAla U KPYIMHBIX COCY/IOB).

CUTYAIIMOHHBIE 3ATAYAN

3agaya 1. KakoBa BepOsATHOCTb POXIECHUS JET€l C CHUHIAKTHIHEH
(cpocmMMucCs MalbllaMH) B CEMbE, TJI€ Y OTIIa UMEETCS 3Ta aHOMAJHs Pa3BUTHUS, & Y
MaTEepH U MEePBOT0 peOeHKa — HOPMaJIbHOE CTPOSHUE MaNIbLIEB?

3anaua 2. Onpenenure BEPOSITHOCTh POKIECHUS KOPOTKOIAJBIX IETEl B CEMBE,
I71€ POAUTEIN UMEIOT 3TY aHOMAJIMIO PAa3BUTHS U SIBIISIIOTCS T€TEPO3UTOTaAMU.

3agaua 3. B cembe, re oba cympyra cTpajgaloT axOHAPOIUIa3UeH, POIUiICs
HOpMaJTbHBIN peOeHOK. KakoBa BEpOSTHOCTD POXKICHHS 3I0POBBIX JAeTei?

3apaua 4. Omnpenenure BEPOSTHOCTb POXKICHHS NIETE C OTOCKIEPO30M B
CeMbE, B KOTOPOW PpOIAUTENN TE€TEPO3UTOTHHI [0 AHAIU3UPYEMOMY MPU3HAKY
(nenerpantHOCTh 30 %).

3apaua 5. Onpenenure BEpOATHOCTh POXKACHUS AETEH C aCTUTMAaTU3MOM B
CeMbe, I OTEl] FTE€TEPO3UTrOTEH, @ MAaTh HE UMEET JaHHYIO MATOJIOTHUIO.

3apauya 6. ['oMo3uUroTHRIE OCOOM MO T€HY CEPIIOBUIHOKIETOYHOCTH YMUPAIOT
OOBIYHO IO TIOJIOBOTO CO3PEBaHMUSI, T€TEPO3UTOTHI KU3HECTIOCOOHBI, aHEeMHUS y HHX
nposiBisiercss npu  runokcur. KakoBa  BEpOSITHOCTh  POXKACHUS — 30POBBIX
(beHOTUIMMYECKN W TEHOTUIMYECKH JETeH, €clii 00a POIUTENS TeTePO3UTOTHBI IO
aHaJIU3UPYEMOMY MIPU3HAKY?

3agaya 7. KakoBa BepOSITHOCTh POXKACHUS OOJBbHBIX JE€TEH B CEMbE, T/I€ OJIUH
U3 POJMTEINICH reTePO3UTOTEH MO TeHYy (DEHUIKETOHYPHUH, a APYTou 340pOB (310pOBBI
OBLIN €ro poauTeNH, OpaThst U CECTPHI)?



3agaya 8. Ycmexu COBpPEMEHHOW MEIULMHBI TO3BOJIAIOT MPEAyNPEInUTh
pa3BUTHE TajakTO3eMUU U H30eXaTh MOCIEACTBUN HapylieHuil obOmeHa. Kakosa
BEPOSITHOCTh POKJEHUS OOJIBHBIX JIETEN B CEMbE, I/I€ OJUH U3 CYNPYyroB FTOMO3UIOTEH
M0 TeHYy TaJlaKTO3eMHH, HO Pa3BUTHE OOJIE3HM y HEro MpelOTBPAILIECHO JHETOH, a
JIPYroi reTepo3uroTeH Mo aHAIU3UPYEMOMY IIPU3HAKY?

3agaya 9. Kakoe mOTOMCTBO MOKHO OXHUJaTh OT Opaka TIeTEepO3UTOTHBIX
POIMTEIIEN O FEHY ANKAITOHYPHUH?

3apaua 10. Ornpenenute BepPOSTHOCTh POXKACHUS OOJBHBIX JETeH C
renarouepedpanbHoil nuctpodueit (6one3npio Bunbcona—KonoBanoBa) B cembe, riae
otell 00JIeH, a MaTh 3/10pOBa (30POBbI ObUTH €€ POAUTENH, OpaThs U CECTPHI).

3agava 11. Myxuuna, 601abHOM remoduiineit A, Bctynui B Opak co 3J0pOBOM
KEHIIMHOM, OTell KOTOpoH crpagan remoduiuet A. Onpenenure BEpPOATHOCTH
POKIEHUS B 3TOM CeMbe 370POBBIX ACTEH?

3agaua 12. B cembe, rae y poauTeneil oTMedaeTcsl TUIOIUIa3usl AManu 3y00B,
CBIH POAMWIICS C HOpMasbHbIMU 3yOamu. KakoBa BEpOSITHOCTb POKIECHHSI CHIHOBEH C
HOpMaJIbHBIMU 3y0amu?

3apaua 13. KakoBa BEpOSITHOCTh POXKJICHHS JETel ¢ OTCYTCTBHEM OOKOBBIX
pE3lLOB, €ClU Yy pOAMUTENEd HMEeTCsl 3Ta aHOMalusi MU OHHM TEeTePO3UTOTHBI IO
aHANIM3UPYEMOMY MpU3HAKY?

3agauya 14. CkoigbkO HMeEeTCA TeJell MOJOBOTO XpPOMAaTHHA Yy JIIOAEH C
regoturioM 0X? XXY? XXX? XXXY? KakoB 1101 3TUX JIOA€H U YEM OHUA OOJILHBI?

3agaua 15. Kapuotun naHHOTO OOJIBHOTO XapaKTEPU3YETCS HATUYHEM TpeX
MOJIOBBIX XPOMOCOM. XapakTEpHBbI BBICOKHM POCT, €BHYXOUIHOE TEJIOCIOKEHHE,
HapylIeHUs] crepMmaTtoreHesa, ncuxuku. Kak HaspiBaeTcs mAaHHbd cuHApoM? KakoB
KapUOTHUII JAHHOTO CUHApOoMa?

3agaua 16. Y OGonpHOM M. poct 153 cM, KOXXHasg CKJIajgka Ha Iee, IIes
«cunkca», mepBUYHas aMmeHopes, Oecruiogue. Mmerorcs BpOXKIACHHBIE MOPOKHU
cepaua u moyek. Kak Ha3piBaeTcss JaHHBIA cuUHIApoM? KakoB KapHOTHI JaHHOTO
CHUHJIpoMa?

OT1BeTHI HA CUTyallHOHHbIC 3a/1aY1

3agaua 1. 50 %.

3agaua 2. 75 %.

3agaua 3. 33,3 %.

3agaua 4. 40 %.

3agaua 5. 50 %.

3agaua 6. 25 %.

3agaua 7. 0 %.

3agaua 8. 50 %.

3amada 9. 75 % — 310poBBIX; 25 % — OOJBHBIX.
3agaua 10. 0 %.



3anpaua 11. 50 %.
3apaua 12. 50 %.
3anpaua 13. 75 %.
3apaua 14. 1) tenen bappa — 0; mon — xeH.; cunapom lllepenieBcko-ro—
TepHepa;
2) tenen bappa — 1; mon — myx.; cunapom KinaitHdensrepa;
3) Tenen bappa — 2; mon — *keH.; CUHAPOM «CYNEPKEHIIUHBIY;
4) renen bappa — 3; mon — myx.; curapom KnaitHgensrepa.
3anpaua 15. Cunnpom KinaitHdensrepa.

3amauya 16. Cunnpom IlepemeBckoro—TepHepa.
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Ipunoorcenue 1

PaCHPOCTpaHeHHOCTL MYTarc¢HoB B Cpeae 00HMTaHUSA YeJIOBeKa

3arpsisHuTEN

OCHOBHbBIE€ HCTOYHHKH 3arps3sHeHUA

AcOecTOBbIE BOJIOKHA

AcOecTaoObIBarolee, ac0eCTOTEKCTHIILHOE u
acOeCTOIIEMEHTHOE IPOU3BOACTBO

KaMeHHoyFOJILHaﬂ NnbLJIb

JloObIua u TpaHCHOPTUPOBKA KAMEHHOT'O YIJIs

JpeBecHasi nbLIb

HepeBooOpabarbiBaromiasi MPOMBIIUIEHHOCTh,  BKIIIOYAs
MeOeIbHOE MPOU3BOJICTBO

YacTunpl, BXxoaflue B

Tpancnopr,  pasniuyHOro  poja  IPOM3BOJACTBA €

cocTaB AU3eJbHBIX | HCIIOIb30BAaHUEM JTU3EIbHBIX JBUTATENEH

BBIXJIONIOB

AKpHIaMHUJA XHUMHYECKOE IPOU3BOJICTBO

MBIIbSIK CrexyoBapeHHOE, JIepeBOo0OpadaThIBAIOIIEE U XUMHUECKOE
IPOU3BOJICTBO, 3arPsI3HEHUE BOJ

ben3oa Hedreneperonnoe npon3BoicTBO

bensuaun XHWMHYECKOE M JIAKOKPACOYHOE IPOM3BOJCTBO, a TaKKe

MIPUMEHEHHE KPACOK, COJEPIKAITUX OCH3UINH

1,3-0yraguen

[1pon3BOICTBO MOJIMMEPOB U NOJUMEPHBIX U3AEIIAN

ITHJIEHOKCHUL XHUMHYECKOE U JTA0OPATOPHOE TPOU3BOICTBO

DopMaibaeru [Ipon3BOCTBO pE3UHBI U JAPEBECHOCTPYKEUYHBIX IUINT,
TEKCTHJIBHOE, KOXKEBEHHOE U JIP.

IIponuieHokcug XMMHYECKOE MPOU3BOJICTBO U MPOU3BOJICTBO Kpaxmasa

Ctupen [TonumepHoOe M XUMUYECKOE MPOU3BOJICTBO

Tosyoa [TpousBoacTBO OEH3MHA

Bunnixjaopua

[Tpon3BOACTBO MIaCTMACC




Ipunoocenue 2

QapMakonornquRne CoeAMHEHUS C yCTaHOBHeHHOﬁ HJIHA npeunonaraeMoifl
T€HOTOKCHY€eCKOM 1 MyTaFeHHOﬁ AKTUBHOCTBIO

I'pynna npenapaTtos

HaszBanme

HpOTI/IBOHapa3I/ITapHI)Ie, aHTI/IMI/IKp06HbIe H AaHTHBHPYCHBIC CPEACTBA

AHTHUIINCTOMATO3HbIE ['MKaHTOH, aMOCKaHAT, JIYKaHTOH, TyOepLUUIUH U JIp.
AHTUMUKPOOHBIC Jnokcuaun
AHTUBUDPYCHBIE B-ponnoJIaKTOH, ALUKIIOBUP, TAHIIUKJIOBUD
AHTHMAJIIpUIHBIE [Inpuramux
AHTUTYOEpKYJIE3HbIE W30HMna3na, nupasuHaMux
AHTHOMOTHKH Pudamnunmsg, TeTpariukint, XxaopamMmbeHUKOI
AHTHIIPOTO301HBIE Metponugaszoun
['opmoHanbHBIE JyaTuncTuibe03CcTpoI, 1eKCaMeTasoH,
MECTPaHOJI, HOPITUCTEPOH, (hITYOKCUMECTEPOH
IIcuxoTponHbie cpeacTBa
AHTHIETTPECCAHTHI deHen3uH, HUATAMKJI, MeOaHa3WH, N30KapOOKCaA3HU]/I,
JIe3UTPaMHH, UMUIIPAMHH, KJIOMUIIpaMUH, 0edot
[IcnxoCTUMYISATOPBI AmderamuH, peHpTopamut, KodenH
AHaNbre3upyronme u | [Tapaneramorn, ¢penareTus, MophuH
KapOMOHMKAIOIINE
NmmyHOCympeccopsl [{uxnodochamua, xmopamOyIni, a3aTHONTPUH
IIpoTuBOOMyXO0JIEBBIE IIpakTuyecku Bce U3BECTHBIE JEKAPCTBA
JlexapcTBa Jpyrux rpymi [Tupmenon,  audeHWITHIAHTOMH,  aidb(aa3apoH,

aHTpaJIMH, KJI10(}a3umMuH, HeHondTanenH u Jp.




Ipunoocenue 3

OcHOBHbBIE MUIIEBbIC MPOAYKTDI, COACPKAINNEC AHTUMYTarcHbI

IInmeBbIe MPOAYKTHI,
IMumesas rpynna o0Jaaole AaHTUMYTAT €HH O AKTHBHBbIE€ KOMIIOHEHTBI
AKTHBHOCTBIO
Cojaepikat AucMyTareHbl*

OBo1u cemeicTBa [Terpymika, ykporl, | CTpyKTypHBbI€ NOJIMCaXapu/bl:

30HTHYHBIC cespJiepent — T[HIIEBbIE BOJIOKHA (HE

OBomu cemeicTa Caexkna MepeBapUBAIOTCS B

MapeBbIX KUILIEYHHKE);

DpYyKThI sl6noko, cnuBa —  KJeT4aTtka, LIEJUII0IO3A,

Sroasl I—IepHa;{ " KpacHast TEMUICIIIII0I03a, JIMTHUH, U
CMOpO/IMHA, YePHUKA MEKTHH (CBS3BIBAIOT Pa3IUYHBIC

3aKu OrpyOM  mnuleHuupl 1 | MYTareHbl MM KaHLEPOTCHBI 10
KYKypY3bl WX TMOCTYIUICHHS B KJIETKY)

Coaep:kaT MeTa001H4YeCKHEe AHTUMYTAreHbI * *

OBomu cemerictBa | Kamycta ~ GemoxauanHast, | a0l (MHIOT-3-KapOMHOT) U

KpPECTOLIBETHbIE LBETHasA, Oproccenbckasi, | THOTJIMKO3UIbI (MakCUMallbHas
penpKa, pena, XpeH 3¢ GEKTUBHOCTH BBISBIIEHA TPU

NEUCTBUU MYTareHoB,
IIPEJICTaBICHHBIX

MU KITNIECKUMHA
apoMaTUYeCKUMU
YIJIEBOI0POJAMH,
JTUATHITHUTPO3AMHHOM )

OBomu MopkoBb, nerpymika, | [lomudenonsr,  (maBoHOUIBI,

CEMEMCTBA 30HTUYHBIE cenbpaepen, YKpOII, | KyMapuHbI
KOpHaHJIp, MacTEPHAK

Osomu Cos, T1OpOX, YEUYEBHIIA,

cemeiicTBa 0000BbIE 3eJIeHBII ropoIeK, KpacHas
dacoinb, KpacHbIN KJIeBEp

OpyKThI [HutpycoBble  (amenbcuH, | MOHOTEPIICHBI
JIUMOH, rperndpyr,

IIUTPOH)

Opexu I'peukue, ¢byunyk, | TaHUHBI 3171aT0BOI KUCIOTHI —
KEJPOBEIE, MUHJAJIb, | PACTUTENIbHbBIE dbeneomns
dbucranku (cHIKAIOT MeTab0JIM3M

Sroapt TemHbIi BUHOTpAL MYTareHOB M KaHIIEPOTEHOB)

>l<BGH_[CCTBEI, CIIOCOOHBIC CBS3BIBATh Pa3JIMIHBIC MYTArcHbI
MOCTYIUICHUS B KIICTKY.

**BeIJ_leCTBa, KOTOPBIC OKa3bIBAKOT BJIUAHUC HA (bepMeHTHBIe CUCTCMBbI, YUACTBYIOIIHUC B AKTHBAIIUU
HCIIPSAMBIX  KAHIOCPOI'CHOB (HpOKaHHepOFCHOB) U ACTOKCUKAIIMK  PA3JIMYHBIX TOKCHUYCCKUX
COCOUHEHHI (KCCH06I/IOTI/IKOB) MOCpCACTBOM HX OKHUCIICHUA, 06pa30BaH1/15{ TJIFOKYPOHU OB,
CYJ'IL(I)EITOB, TJIIYTaTUOHOBBIX KOMIIJICKCOB, KOTOPBIC BBIBOAATCA U3 OpraHru3Ma.

HJIM  KaHIOCPOI'CHBI COI€ 0 HUX



Ipunoocenue 4

KJIaCCI/I(l)I/IKaIIHH TeHHbIX 00J1e3HeH COrJIACHO T€eHETUYCCKOMY IIPU3HARY

Tun HacjeqoBaHuS

IIpu3Haku Hac/iel0BaHUsI

Dopma NoTAJIOrI

yTOCOMHO-TOMUHAHTHBIN (A-]])

1. OpunakoBas yacTOTa MATOJOTUU
y JIMI] MYXCKOTO M )KEHCKOTO I10JIa.

2. Hamuume OONBHBIX B KaXIOM
MOKOJICHUU (BEPTHKAIBHBIN XapakTep
pacripeenenus 00JIe3HN).

3. Beposrthocth POKICHUS
O6osbHOTO pedenka coctarisieT S0 %
(He3aBUCMMO OT TMoja pedeHKa u
KOJIMYECTBA POJIOB).

4. 370poBbIE WIEHBI CEMbBH, Kak
NPaBUJIO, IMEIOT 37I0POBBIX TIOTOMKOB

[TonmunakTunus
bpaxunaktunus
CuHpakTHIus

W ckpuBiieHre naibLes,
AHOHUXUS (HEAOPa3BUT
OTtcyrcTBUE OOKOBBIX PE
bimsopykocts
JanbHO30pKOCTH
AcTUrmMatuzm
OTtockiepos
AXoHJporia3us
CemeliHas TUIIEPXOJIECT!
Xopest XaHTUHITOHA
[Toanno3 ToICTOM KUIIK

Heiipodubpomaros

'TOCOMHO-petieccuBHbIN (A-P) 1. OnunakoBas gactota | CeprnoBUIHOKICTOYHAS

NaTOJIOTUU Yy JIMIl MYXCKOro H | (1o TUITY

D—‘—O YKEHCKOTO T0JIa. JOMUHHUPOBAHUS)

2. [IposBnenue maronoruu B | ['anmakTozemust

POJIOCIIOBHOM O TOpH30HTaH, 4acTo | DeHunkeTonypus

y cuOCOB. AJKanToHypus

3. Pogutenmn  OoJbHOTO,  Kak | AJILOMHH3M

MPAaBUIIO, 3/I0POBBI. ['mukoreHo3bl

4, 3abosieBaHue MOXeT | MyKOBHCIIUIO3

00HapyXHBaThCs y npyrux | bonesns  Buibcona—k

POJICTBEHHUKOB, HampuMep y | (remarouepeOpanbHas 1

bae  Shdm

JBOIOPOJIHBIX ~ WJIM  TPOKOPOJHBIX
OpatbeB (cecTep) OOJIBLHOTO

ANpeHOTreHUTaIbHBIN CV
BposkieHHas riyxoHeMc
Muxkponedanus




IIpooonscenue npun. 4

Tun Hacjeg0oBaHUS

IIpusHaku HacJIe10BaHuUsI

JomunanTtheiil X-cuerienabii (-X) 1. bonetor smma Myxckoro u | Oy
JKEHCKOT'0 TI0Jila, HO JKEHIIMHBEI B 2 | I'm
pasa Jaie. Ka
2. Tlepemaua 3a00JICeBaHHSI ot | Pa:
00JBPHOTO MY)KYMHBI BCEM J[OYEPSIM,

| | | HO HE CHIHOBBSIM (CBIHOBBS ITOJTYYaIOT
o Q .TD 0T OTIA Y-XpOMOCOMY).
| | | | | 3. Ilepenaua 3ab0JieBaHUsA oT
|:| . . |:| |:| . 00JILHOM )KeHHII/I\I'{LI 1 CBIHOBBSAM, U
JIOYEPSIM C PABHOM BEPOSITHOCTHIO.
‘ ‘ ‘ ‘ 4. bornee TSDKETIOe TEUEHUE
B O @& O [ ® 3a00JieBaHUA y MYX4YMH, YeM Yy
YKEHIIIHH

PeneccuBnbiil X-cuerienssiii (P-X) 1. bombHble pnetm poxpatorcs Yy | [er
(EHOTHITMYECKU 310poBhIX | Jla.
poauTENEn. T'm
2. 3aboieBanue HaOmomaercst | Mk

G

TJIaBHBIM 00pa3oM y JIUI[ MYKCKOTO
mnoja (Marepu OOJIbHBIX —
oOnHraTHbIE HOCHUTEITbHUIIBI
MaTOJIOTUYECKOTO TeHA).

3. CelH HHKOTIA HE Haclemyer
00JIE3HB OT OTIIA.

4. Y HOCHTENBHHIIBI MYTaHTHOTO
reHa BEPOSITHOCTh POXICHUS
O6onmpHOTO pebenka paBHa 25 %
(HEe3aBHCHUMO oT noja
HOBOPOXKJICHHOTO), BEPOSITHOCTD

pOXKAeHUsT OOJBHOIO MajlbuMKa paBHA
50 %




Oxonuanue npun. 4

Tun HacJeg0BaHUS

IIpu3Haku Hac/Ie10BaHUsI

lNonanapuyeckuii Y-cueruieHHbii (I'-Y)

g =

1. llepegaya mnpu3HaKa OT OTIA BCEM
CBIHOBBSIM (M TOJIBKO CHIHOBBSIM!).
[odyepn HHMKOTZA HE HACIEIyIOT
NpPU3HAK OT OTIIA.

2. «BepTukaibHBIN» XapaxkTep
HaCJIC/IOBAaHMs  NpHU3HAaKa. BeposT-
HOCTh HACIIEJIOBAaHUS IS JIAI MYXK-
ckoro noJia pasaa 100 %

MuTtoxoHpuanbhelii (M)

£ ®

1. bone3np mepenaercss TOJIBKO OT
MaTepH.

2. BoJIbHEI ¥ IEBOYKH, ¥ MAJTbYHKH.

3. bonbHBIE OTIBI  HE  MEpenaroT
0o0J1e3HH HA A049€psAM, HU CBIHOBBAM

Z Y >

= Z QO

Ilpunoscenue 5

XapakTepucTuKka HandoJ1ee YacThIX TPUCOMMH

XapakTtepuct Tpucomus 21 Tpucomus 13 Tpucomus 18
uia (curnpom Jlayna) (cunapom Ilartay) (cunapom DaBapaca)
Yacrora 1:800 1:5000-7000 1:5000-7000
BO3HUKHOB
eHMS
Tonyc ['mnoronus ['uno- wiu runeptonus | ['unepronus
MBI
Yepen/ro- | YMepeHHas Muxkpouedanus, Muxkponedanus,
JIOBHOM MuKporuedanus, CKOILUEHHBI  3aTbUIOK, | BBICTYIAIOIINI
MO3T IUIOCKUM 3aTBIJIOK, TpH | Ae(eKThI KOXXHU B | 3aTBUIOK
pPOJHHYKA obnacTu cBoja uepemna
Y 3aThLIKa
I'naza Packoceie,  maTHucrtas | Mukpodraabmus, V3kas rnasHas 1ueib,
panyxHas 000JI04YKa | TUTIOTEIOPU3M, IIOMYTHEHHE
(matHa  bpamdunbaa), | konoboma  pagyKHOU | POTOBUIIBI
SIUKAHT 000JI0UKH, JUCILIA3US
CETYaTKU
Y Huszko nocaxeHsl, | Huzko nocaxeunsl, | Huzko MMOCAXKEHBI,
JOTIOJTHUTEIIbHBIE IIOPOKH PA3BUTHUSL IIOPOKH Pa3BUTHUSL
CKIIAJIKH Ha BEPXHEM
3aBUTKE
JInuo Boinaparomuii a3bIK, | Pacmennienne ry6sl u | ManeHbKHiA poT,




OoJpIIMe MEKH, TUIOCKOe | Heba MUKpOTHATUs
NIEPEHOCHE
Ckeuier Kimmnomaxkrunus [TomupaxTunus, CxaTue KUCTEH PyK B
MHU3HHIA, 00JbIIOE | IJIOCKHE HOTTH, CXKATHE | KYyJaK, OTCYTCTBHE
paccrosiHue MEXKIy | KHCTEH PYK B KYyJIaK JUCTAIbHON  CKJIAIKHU
HepPBBIM U BTOPHIM Ha MU3HHLE,
HajbleM HOTH, TUNOIUIa3usl  HOTITEH,
U30BITOYHOE KOJIMYECTBO Majiblii POCT, TOHKHUE
KOXH Ha 3a/IHeH pebpa
HOBEPXHOCTHU IeH,
MaJIbI POCT
IMopoku 40 % 80 % 60 %
cepaua
BoikuBaem | Beicokas 80 % morubdator Ha 1-M [ 90 % mnorubator Ha
0CTh roJ1y *KU3HU 1-M roxy >kxu3HU
Apyrue [Topoku pa3Butus | M3oruyras cToma,
NPU3HAKHU MOJIOBBIX OpraHoB, | MOJMKUCTO3  TIOYEK,
MOJINKHUCTO3 MoYeK, | JepMarorauduka Jyru

YBEJIMYEHHE BBICTYIOB
Ha siipax HeUTpo(UIIoB
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