Jleknusg 8.

Tema: Kuaccudukanusi HacaeACTBEHHbIX 3200/1eBaHUIA.
SJIEMEHTBI ITPOT'PAMMBI
Hacnenctennsle 0osie3Hu U UX Kiaccudukanus
['ennbie Oose3nu. I IpuanHbI TeHHBIX 3a00JICBaHUA.
AyYTOCOMHO-/IOMHUHAHTHBIE 3a00JIeBaHUS. AyTOCOMHO-PELECCUBHbIE 3a00JI€BaHMUSL.
X - CIeIUICHHBIE PEIleCCUBHBIC U JIOMUHAHTHBIC 3a00JI€BaHMs. Y- CIICIUICHHBIE 3a00JICBaHNSI.
MoHoreHHbIe 60JI€3HU C HACIEICTBEHHOH MTPepacioNoKEHHOCTBIO.
[Tonurennsre 0ONE3HN C HACIEICTBEHHOH MPEIPACIIONIOKEHHOCTHIO.
Buabl MynbTH(aKTOpHATEHBIX TPU3HAKOB.
MeTo 161 H3ydeHUs] MyIbTH()AKTOPHATBHBIX 3200 I€BaHUN
Oco0eHHOCTH HACIIEOBaHUSI IPEPHIBUCTHIX MYJIbTH()AKTOPHATHHBIX 3200I€BaHHIA.

['mnepronnueckas 60s1e3ub. PeBMaTonanbiil apTpuT. SA3BeHHas 0o1e3Hb. bpoHxuanbHas actMa u
Ap.
Ocobennoctu 0oie3HEH C HACIEICTBEHHOW MPEAPACIIOI0KEHHOCTHIO.

XpoMocoMHbIe Oonie3an. KonrmdecTBeHHBIE U CTPYKTYpPHBIE aHOMAIIUU ayTOCOM: CHHIPOM
Hayna, cunnpom DnBapaca, curapom [laray. Knunuka, mutoreHeTuueckrue BapuaHThl.

Knuandeckue cMHAPOMBI IPU aHOMAJUSX TOJOBBIX XpoMocoM: cuuapoM lllepereBckoro-
Tepuepa, cunapom KiaitadenpTepa, CHHIPOM TPUCOMHH X, CHHIPOM JIUCOMUH T10 Y -
XPOMOCOME.

CTpyKTypHBIE aHOMAJIHH XPOMOCOM.

I/I3OJ'H/IpOBaHHBIe BPOXKICHHBIC ITIOPOKU PA3BUTHA.

IIUTAH JIEKIITNHN

1. OGmuiee npeacTaBieHrue O MEAUIIMHCKONR T€HETHKE.

2. llouarue «HaciencTBEHHBIE OOJIE3HIY.

3. Kinaccudukamnms Gonezneit yenonexa.

4. Knaccudukarus HaclleICTBEHHBIX 0OJIe3HEH.

5. T'ennsie 6one3nu. Kinaccuduxanms. [Tpuunnbl reHHBIX 3a00J1€BaHUH.
6. Tumbl HaclieIOBaHUS MPU3HAKOB y UeIOBeKa. 3a00IeBaHuUs.

7. Tlonurenusie 60ne3HU (MYTbTH(PAKTOPUATHHBIE).

8. XpomocomHbIe 00JIe3HHU.

9. CTpyKTypHBIE aHOMAJIUU XPOMOCOM.

10. BposkneHHBIE TOPOKH Pa3BUTHSI.



Bce mvt cmoum na nnevax nHawux npeoxos”.
AdpukaHckas IToCJIOBUIIA

1. O6mee npeacraBieHne 0 MeTHIHHCKON reHeTuke. llesm u 3agaum MeTHIIHHCK O
reHEeTHKH.
I'enemuxa - HayKa 0 HACJIEJICTBEHHOCTH U U3MEHUYUBOCTH.

Meouyunckan cenemuka - pa3fei FeHeTUKH, N3YYalolnil HacJIeCTBEHHOCTh U U3MEHYHBOCTh
YeJIOBEKA 101 YIJIOM 3pEHUS aTOJIOTHH.

Meouyunckaa zememuka - 53TO pa3liell TEHETHUKU YeIOBeKa, KOTOPBIA H3y4yaeT poib
HACJIEJICTBEHHOCTH B BO3HHKHOBEHHH OoOJIe3HEW y denoBeka. HaclieCTBEHHBIMU Ha3BIBAIOTCS
00J1€3HU, KOTOpbIE OO0YCIIOBIIEHBI Pa3IMYHBIMU HapylleHusiMu reHotuna. [Ipum sTom mpuHnun
HacJIelyeMOCTH (Ilepe/jaud MOTOMKaM) He SIBJsieTcsl abCONIIOTHBIM: OJHU 3a00JIEBaHHUSI MOTYT
repeiaBaThesl MIOTOMKAM, JPYTHE K€ SIBJISIIOTCS CIIOPaInYecKUMU (BIIEpBbIE BO3HUKIIUMHI) U HE
nepeaoTes MOCeIyIOIUM TOKOJICHHSIM.

3aoauu:

1. 3y4yenne HacieICTBEHHBIX ()OPM MATOJOTUH: ITHOJIOTHH, TATOTEHE3a XapaKTepa TEUCHUS
COBEPITICHCTBOBAHUS TUATHOCTHKY pa3pab0TKa METOJIOB JICYCHHS B MPO(PHIaKTHKH

2. 3yuenne HacIeICTBEHHOM MPeApacoioKeHHOCTH U PE3UCTEHTHOCTH K HACTIeICTBEHHBIM
3a00JICBaHUIM.

3. V3ydenue myTanuii ¥ aHTUMyTareHesa.

4. 3yuyeHue poiv HACIeCTBEHHOCTH B IPOIeccax KOMIICHCAIMA U JICKOMITCHCAITUH.

5. N3yuenue o01meOM0IOrMYeCKUX U TEOPETHUYECKUX BOIIPOCOB MEAUIIMHBI: MAJIUTHU3AIHS,
TKaHeBass HECOBMECTHMOCTb U JIp.

2. IlousiTHE HAC/IEACTBEHHDBIE 00/1€3HHA

HacaencrBennbie 6ojie3Hn — 3a007eBaHUs YeNOBEKa, OOYCIOBJICHHBIE XPOMOCOMHBIMU H
TeHHBIMH MYTallHAsSIMH.

Bo Bcex citydasix roBopst 0 HacJeICTBEHHBIX 3a00JI€BAHUSAX, MBI I0pa3yMeBaeM HapylIeHHe
ctpoenus JIHK B knerkax (kak nepBonpuurHa - Hapymenue crpoenns JIHK B nonoBoii kietke).

= '"[loka He cymecTByeT OOIENpUHATON KiIacCU(UKAIIMN HACIEICTBEHHBIX Oone3Hel. J{o
CHUX IIOp OKOHYaTeJIbHO OHa He paszpaboraHa. B mocnenHue roisl B CBSI3HM €O
3HAUUTENIBHBIMU YCIEXaMH, JOCTUTHYTBIMU IIPH M3YyUEHUH IPUPOJBI OOJBLIOrO YHCIIa
HaCJIe/ICTBEHHBIX ~ 3a00JIeBaHUIl, BO3HMUKIM BCE IPEANOCBUIKM JJIS  CO3/IaHUs
TreHEeTHYeCKO  Kiaccupukanuu. B OCHOBY  reHeTHYecKo — Kiaccu(uKaluu
HaCJIe/ICTBEHHBIX 0OJIE3HEH IOJIOKEH STHOJIOTMYECKMH IPUHIMI, a HMMEHHO THII
MYTallUi U XapakTep B3auMOJIEHCTBUS CO Cpeloi".

Hepenxo ommOOYHO TEPMHHBI «HACIEOCMBEHHAS 00/e3HbY W «BPONCOEHHAS 001e3HbY
yIOTPeOSIOTCS KaK CHHOHUMBI, OJHAKO BPOXKIEHHBIMH 00JI€3HIMH HA3BIBAIOT Te
3a00J1eBaHUsI, KOTOPhIE UMEIOTCS YXKE MPU POXKICHUU peOeHKa U MOTYT OBITh 00YCIIOBIIEHBI KaK
HACJIE/ICTBEHHBIMH, TaK W JK30T€HHBIMH (pakTopaMu. TakoBBI, HampuMep, MOPOKUA pPa3BUTHI,
CBSI3aHHBIC C BO3JICHCTBHEM Ha SMOPHOH W TUIOJI MOHH3HPYIOMETO W3IYYCHHS, XUMHUECKUX
COCTMHEHUH, JIGKAPCTBEHHBIX CPEJICTB, MPUHUMAEMBbIX MaTephiO, a TaKXKe BHYTPHUYTPOOHBIX
WHDEKITHA.



OnHako Aajgeko He BCE HACIEJICTBEHHBbIE OOJE3HM OTHOCST K BPOXKJICHHBIM, IOCKOJBKY
MHOTHE W3 HHUX NPOSBILIIOTCS YK€ IIOCie IMepruoja HOBOPOXKAEHHOCTH (HAmpUMep, Xopes
['enTuHrTOHA KIMHNYECKH 0OHapykuBaercs nociue 40 ner).

Hacnenctennblie v BpoKIeHHBIE OOJIE3HU SBISIOTCS MPHYMHON TOCTIMTATIN3AIUMY AeTel MOUTH B
30% cmygaeB m pgaxe Oombine (¢ ydeTtoM OoJe3HEH HEWM3BECTHOW NPHPOJIBI, KOTOpHIE B
3HAUUTENBHON CTETIEHH MOTYT OBITh BBI3BaHBI TEHETHUECKUMHU (DaKTOpaMH).

B kauectBe CHHOHMMA TEepMHHA «HACJIEJICTBEHHBbIE OOJE3HM» HE CJIEAYeT TaKKe
paccMaTtpuBaTh TEPMUH «ceMeliHble 0o/e3Hu», T.K. ceMeiiHbIe 3a00/1eBAHHA MOTYT OBIThH
OOyCIIOBJIEHBI HE TOJBKO HACJIEJICTBEHHBIMH (pakTOpamMu, HO H YCJIOBUSMH JKU3HH,
HaIMOHATBHBIMH JIN00 TPO(eCcCHOHATHHBIME TPATUIASIMU CEMBH.

3. Knaccudukanus 6oJie3Heil yeioBeKa.

B 3aBHCHMOCTH OT COOTHOIIIEHUS POJIM HACTEACTBEHHBIX W AK30T€HHBIX (DaKTOPOB B ITHOJIOTUU
Y TIaTOreHe3e pa3JInyHbIX 3a00JIeBaHU

BCE 60:1e3H1 yeioBeKa yCIOBHO MOXKHO pa3fielIuTh Ha TPU TPYIIIIHL.

[lepBas rpymnmna — coOCTBEHHO HacJ/eACTBeHHbIe 00J1e3HH, T.e. 0O0JIE3HU, TMPU KOTOPBIX
MPOSIBJICHUE TIATOJIOTHYECKON MYyTaIli! KaK 3THOJIOTHYECKOTO (paKTopa MPAKTHICCKH HE 3aBHCHT
OT BIMSHUS OKpYXarollel cpeapl, KOTopas B ITOM CiIy4yae ONpelessieT IHUIIh CTeleHb
BBIPQXKCHHOCTH CHUMITOMOB Oosie3Hu. K Oosie3HSM TeEpBOM Tpynmbl OTHOCSTCS  BCE
XpPOMOCOMHBbIE M TeHHbI€ HACJIeJICTBEHHBIE OOJE3HW C TOTHBIM MPOSBICHUEM, HAMpPUMEP
0ome3nb JlayHa, reModuas.

K 6one3nsM BTOpoi rpynmbl OTHOCST TaK Ha3blBaeMble MYJIbTH(aKTOpHAIbHBIE 00/1€3HH, B
OCHOBE KOTOPBIX JIGKHUT B3aUMOJICHCTBUE TEHETUYECKUX MU CPeloBBIX (akTopoB. K Gome3nsm
STON TPYNIBI OTHOCSITCSI THIIEPTOHUYECKAs! 00JIe3Hb, aTEPOCKIIEPO3, SI3BEeHHAs O0JIE3Hb JKelyaKa
YU JBEHAJIATUIEPCTHOM KHIIKH, CaxapHbld Aualder, aiepruueckue 3a0o0JeBaHUsl, MHOTHE
MIOPOKU Pa3BUTHS, OIIpe/IeTICHHbIE (POPMBI 0KUPEHUSI.

I'enetnueckne  (akTopbl, MPEJICTABICHHBIE  OINPENCICHHOW  TOJUTCHHOH  CHCTEMOW,
00yCJIOBIMBAIOT FEHETUUYECKYIO IPEAPACIIOI0KEHHOCTh, KOTOPas MOKET ObITh peajn30BaHa Mpu
BO3JICHCTBUU HEOJIATONPUSATHBIX WM BPEIHBIX (aKTOPOB OKpYXKaromen cpeisl (pu3maeckoro
WM YMCTBEHHOTO TMEpEeyTOMIICHUS, HAPYIICHHUS peXuMa U CcOaTaHCUPOBAHHOCTH MHTAHUS
U T.1.). J7Is OJHUX W3 HUX BIMSHUE OKpY)KaloIlel cpelapl uMeeT Oosbliee, A JAPYTUX —
MEHbIIEE 3HAYEHUE.

K wynbTHdakTOpHaIbHBIM OOJE3HSIM OTHOCAT TaKXe COCTOSHUS, TPH KOTOPBIX POJIb
TCHETHYECKOTO (paKTOpa MOXKET UTpaTh OJWH €JAMHCTBCHHBIA MYTAHTHBIA T€H, HO TPOSIBIIACTCS
9TO COCTOSHHE TaKXe TOJBKO TPH OIpPECICHHBIX YCIOBHSAX. [IpUMEpOM TaKoro COCTOSHHS
MOJKET CIIYKHUTh e(UIIUT TTFOK030-6-PocdaTr — JIeruporeHassl.

bonesnn Tperheil rpynmnbl CBA3aHbl UCKIIOUUTENBHO C BO3JEMCTBHEM HEOIAronpUsSTHBIX WA
BpEIHBIX (aKTOPOB OKPY KArOIIeH CpeIbl, HACIEACTBEHHOCTh B X BO3HUKHOBEHUH ITPAKTHUECKH
He urpaeT HUKakod poiu. K 3To#l rpymme OTHOCSAT TpaBMBI, OXKOTH, OCTpble WH(EKIIHMOHHBIC
6oe3an. OHAKO reHeTHYecKrne (PaKTOPBI MOTYT OKa3bIBaTh OIPE/ICNICHHOE BIIMSHUE HA TCUCHHE
MaTOJOTUYECKOTO IpoIlecca, T. €. Ha TEMIIbl BBI3JIOPOBIICHUS, TEPEXOJ] OCTPBHIX MPOIECCOB B
XPOHHYECKHE, Pa3BUTHE IEKOMITCHCAIH (DYHKIIHI TOPaKEHHBIX OPTaHOB.




4. Knacenduxanus Hac/ieICTBEHHBIX 00/1e3Hell Yel0BeKa.

HACJIEACTBEHHBIE BOJIE3HM YEJIOBEKA:
1. TEHHBIE —
1. MOHOTI'EHHBIE
®*  AyTOCOMHO-JAOMUHAHTHBIE
®=  AyTOCOMHO- PELECCUBHBIE
= X — CIEIUICHHEIE
=V - cuensecHHbIE
2. TIOJIMT'EHHBIE
3. MVYJIbTUD®AKTOPUAJIbHBIE
2. XPOMOCOMHBIE -
N3MEHEHUWE YN CJIA XPOMOCOM
=  MoHocomus
=  Tpucomus
= XpOMOCOMHBIE IEPECTPONKH.

Kinandecknii npuHmmn kjaaccuUKAIAN HACICICTBEHHBIX OOJIe3HEH OCHOBBIBACTCS Ha
OTHeceHWU OOJIe3HEeW K TOW WIM WHOW TpyIIe B 3aBUCUMOCTH OT CHUCTEMBI WM OpraHa,
HamOoJiee BOBJICUCHHBIX B TATOJOTMYECKHHA TIporiecc. Tak, pa3IudaroT HacJeICTBEHHBIC
0oJIe3HHU:

Hepsnrbie

HepBHO-MBIIIEUHBIE= HEHPOTreHeTHKA
DHJIOKpUHHBIE

Kosxnbie

['nazuple © odTajJbLMOreHeTHKA
OnopHO-ABUTaTENBHOTO alapara
JlprxarenbHoMi

CepaeuHo-cOCYUCTON CUCTEMBI & KapAHOreHEeTHKA
[leuenn

XKexy0uHO-KHUIIIEYHOT O TPaKTa

[Touex

Kposu

[Icuxnueckue

Mo4enosoBoil CUCTEMBI

Jlerkmx

Kinaccuduxanus no npuHIMITY COOTHOIEHUSI HACIEICTBEHHOCTH U cpe/ibl B PA3BUTHH
3a0o0/1eBaHMSA:

1. Cobcmeenno nacneocmeenuvie OONE3HU.

a) MoHnorennsie 3aboneBanus. Pemmaroniast posbk ogHoro TeHa. Cpena BIUseT TOJIBKO Ha
BBIPOKEHHOCTDH T'€HA UJIH MPOSIBISIEMOCTb.

[leHeTpaHTHOCTD - ITPOSBISEMOCTh JAHHOTO T€Ha B MOILYJISIIIUKA 0co0€ei, 00J1aaromX JaHHBIM
reHoM. BbIcokast MeHeTpaHTHOCTh, CPETHSISI U HU3KAast

OKCIPECCUBHOCTD - CTETIEHb BHIPAXKEHHOCTHU JACUCTBUSI FreHa Y KOHKPETHOTO OOJIBHOTO.

0) XpoMocoMHBIe 00JIe3HH 00YCIIOBICHBI HATMYMEM MaTOJIOTUUECKOTO TeHa WIIA XPOMOCOMHBIX
MYTaIuu.

2. Hacneocmeennvie 601e3nu (00yCIIOBIIEHBI TATOIOTUYECKON MyTanueit). Permaromast posis
reHeTH4eckoro (akropa. Jist mposiBIeHUS IeHCTBHSI TeHa HY)KHO BO3/ICHCTBUE OTPEICTICHHOTO
(dakTopa cpeibl (0COOEHHOCTH MUTAHUS MIPH TOAATPE).




3. bonesnu ¢ HacneOcmeeHHOU NPedpacnoiONCeHHOCMbIO (MYlbMuUpakmopuaivhoie).
Bosznukarot npu Bo3ieiicTBIM HEOIarompHsITHBIX (aKTOPOB BHEITHEH CpeJlbl, HO pealn3anus uX
nerctBust 3aBucut ot renotuna (MbC, runepronndeckast 00J1e3Hb, si3BeHHas! 00JIE3Hb,
ajuleprudeckue 3a0osieBaHusl, OOJBITMHCTBO 3JI0KaYeCTBEHHBIX HOBOOOPA30BaHMA).

4. bonesnu, yacmoma 603HUKHOBEHUSL KOMOPbLIX 3a8ucum om ¢akmopos (0co00 omacHbIe
nHpeKIun). ['eHeTHYecKn ONpeNeNsIOTCs TSHKECTh TEYSHUS U UCXO]] 3a00JICBaHHUS.

HacaencrBeHHble 00/1€3HI MOKHO TaK:Ke KJIACCH(UIIUPOBATH HA ¢JIeAyH0IIHe IPyNnbl:

Tennvie 6onesnu

Xpomocomuvie bonesnu

bonesnu ¢ nacneocmeenHoil npedpacnoLOHCeHHOCmMbIO
T'ennvie Oonesnu comamuyeckux Kiemox

bonesnu ecenemuuecxoii Hecoemecmumocmu mamepu u ni00d.

5. I'ennsble 6ose3nn. Kiacenpuxanus. IIppaunbl reHHBIX 3200/1€BaHUMIi.

Monorennble HacjencTBeHHbIe Oone3nu (10 1500 HanmeHoBaHuUM) - 3a00JIeBaHUs,
00yCIIOBJICHHBIE HAPYIIIEHUEM JIEATEILHOCTU U MOPAKEHUEM OJTHOTO OIPEJIETICHHOIO T'eHa
(reHHBIE MyTAallVH).

D10 paznopoanas ( oxono 3000 Hozomornueckux Gopm) rpymnmna 3adoaeBaHui, 00yCIOBICHHBIX
MYTaIsIMA Ha TEHHOM YPOBHE.

Knaccndukanus reHHbIX 00/1e3HeH

1. 'eHeTHYeCcKUii MPUHITAI B 3aBHCAMOCTH OT THIA HacjienoBanus (Padora ¢ Tabmureit):
- ayTOCOMHBIC (JOMHUHAHTHBIE U PEIIECCUBHBIC)

-X-cIeruieHHbIe (JOMUHAHTHBIC U PEIIECCUBHEIE)

-Y-cuemieHnbie (TOMaHIpUIecKOe HACIeI0BaHHE)

-MHUTOXOHIpHATILHBIC

2. [IaToreHeTn4ecKuii NPUHIUN KJIacCH(PHUKALMH.

1. Hacneocmeennwvie bonesnu oomena éewyecmea. K 310l TpyIine oTHOCATCS 00JIe3HH
00yCJIOBJICHHBIE HEIOCTATOYHOCTHIO (PEPMEHTOB, YUACTBYIOIINX B META0OIM3MeE BEIIECTB, a
Tak)Ke HeIOCTAaTOYHOCTHIO TPAHCIIOPTHBIX OENIKOB, OETKOB KaHAJIOB U PEIENITOPOB, OEITKOB
WMMYHHOW CHCTEMBI.
Hayunoii rpynnoit BO3 pa3paborana u pekoMeH/10BaHa K IPaKTUYECKOMY IIPUMEHEHUIO

ciemyromas KiaccuuKamus HacIeICTBEHHBIX 3a00JIeBaHMii OOMEHa BEIEeCTB:

1) HacenCcTBEHHBIC HAPYIICHHUSI 0OMEHa aMUHOKHUCIIOT ((DeHUITKETOHYPHSI U JIP. );

2) HaclleJICTBEHHBIC HAPYIIIEHUSI OOMEHa yTIIeBOIOB (TJTUKOTEHOBAsI O0JIe3HB, TATAKTO3EMUS U
Jp.);

3) HacneCTBEHHBIE HapyIleHUus oOMeHa TunuaoB (Oone3nn Humanna - [luka, 6ose3ns I'ome
U JIp.);

4) HacneICTBEHHBIE HAPYIIIEHUs 0OMEeHa CTePOUIOB (aIpEHOTCHUTAIBHBINA CHHIPOM U JIP.);

5) HacjeACTBEHHbIE HapylIeHUss OoOMeHa NypUHOB M HUPUMHUAMHOB (cuHapom Jlema—
Haiistna ut 1p.);



6) Haclle/ICTBEHHbIC HApyIICHUsI OOMEHa COCIUHHUTEIbHON TKaHH (MYKOIIOJIH-Caxapuio3bl,
cunapom Mapdana u 1p.);

7) HacleICTBEHHBIE HapylleHWss OOMEHa B spuTporuTax (aHemMuss MHHKOB-CKOTO —
[Toddapa u ap.);

8) Hacie/IcCTBeHHBIC HAPYIIICHHSI BCACHIBAHUS B MMUIICBAPUTEILHOM TPAKTE

(MYKOBHCIIUIO3, IIETHAKHUS, HETIEPEHOCUMOCTD JIAKTO3BI | JIP. ).

P aCCMOTpUM HanOoJIee Y4acTo BCTpCHArOImueCcs Q)epMeHTOHaTI/II/I, BO3HHKAIOMUEC B PE3YJILTATC
T'CHHBIX MYTaHI/Iﬁ Ha MPAKTHYCCKOM 3aHATUU

2. Hacneocmeennwvie gpopmor myzoyxocmu. VI3omapoBaHHbIE (MOHOCHHANITHYECKHE) (POPMBI
TYTOYyXOCTH HaCJeAYIOTCs M0 ayTOCOMHO-perieccuBHOMY (0K0110 80%) 1k ayTOCOMHO-
JIOMHHAHTHOMY THITY.

3. Hacneocmeenuwie ocmeoxonopooucniiazuu. I IposBISIFOTCS B BUJIe PA3TUYHBIX CKEJIETHBIX
aHoManui (nedopMarus U ICTOHYCHHUE KOCTeH ), 3a7IepIKKOM pocTa, KapIMKOBOCTHIO.

4. Hacneocmeenuwie 3ab6onesanus nepsHoti cucmemol. [Ipumepsr: muoguctpodus Jromenna (X-
CIICTIJICHHBIA PEeIIeCCUBHBIN THI HACTICIOBAHUS) KIIMHUYECKH TIPOSIBIISICTCS] CHUYKEHUEM
MBIIIIEYHOTO TOHYCa, UCKPUBIIEHUEM TTO3BOHOYHHKA, CTA00CTHIO ABIXATeTFHOM MYCKYIATypPHI;
pa3uyHble POPMBI MO3KEUKOBBIX ATAKCHIA.

5. Hacneocmeennvie enasmvie 6onesnu. [IposBISIFOTCS B BUe SMOPHOHAIBHBIX HAPYIICHUH
pa3BuTHUs T71a3a (MUKpoTaTbMUs WK aHOPTATEMUS ), TOPAKEHUEM POTOBUIILI (TOMYTHEHHE),
paxykHOH 000710YKH (aHUPUIUS), XpyCTalIiKa (KaTapakTa), a TaKKe 3pUTeIbHOTO HepBa.
OcobeHHOCTH KIMHHYECKHX MPOSIBJIEHNI TreHHBIX 00J1e3Heii:

1. B maronoruueckuit mporecc 0OBIYHO BOBJICKAIOTCS pa3IMUHbIe OPTaHbl M CUCTEMBI OPTaHOB.

2. 3aboeBaHue MPOTEKaeT [UIUTEIEHOE BPEMsI C IPOTPECCHPOBAHIEM.

3. Ilpu3Haku 3aboeBaHUS MOTYT HAa4aTh MPOSBISATHCS B pa3HbIe IEPUOBI OHTOTEHE3a: OT
AMOPHOHATIEHOTO JI0 TTOXKHIIOTO.

4. O4eHp 4aCTO UMEET MECTO YMCTBEHHASI OTCTAIOCTh.
5. bonbHBIE, KaK TPaBUIIO, HETPYAOCIOCOOHBL, MTPOJIOKATEIHHOCTD UX KU3HU CHI)KEHA
6.Tunbl HAc/Ie10BAHHA MPU3HAKOB Yy Ye/10BeKAa. 3a001eBaHHSI.

['ennbie OOJ€3HM BCTpEUarOTCs yallle, YeM XpOMOCOMHBbIE. JluarHocTuka 3Tux 3a0oJeBaHui
OOBIYHO HAYMHAETCS C aHalu3a KIMHUYECKUX M OHMOXMMHUYECKHX [aHHBIX, POJIOCIOBHOU
npoOaH/ia, TUIA HacleoBaHUsl. MOHOTE€HHbIE OOJIE3HU MOTYT UMETh ayTOCOMHO-JOMUHAHTHBIH,
ayTOCOMHO-PEIECCUBHBINA U X-CIETINIEHHBIN THUITHI HAC/IEJOBAHMUSI.

AyTOCOMHO-TOMUHAHTHBIH THII HACJIEJOBAHUA XapAKTEPU3YETCs CIACAYIONIMMHI TPpU3HAKAMMU:

e OOJIbHBIE B KQXKJIOM TIOKOJICHHH;

e 0OJBHOM peOCeHOK Y OOTBHBIX POJIUTENEH;

e 0OJICIOT B paBHOW CTENEHN MYKYHUHBI U KEHIIUHEI;

e TposiBJIeHHE OO0JIE3HN HAOTIOAeTCs IO BEPTUKAIM W TOPH30HTAIIH;



e BeposTHocTh HacnenoBaHus 100 % (eciii xoTst Obl OJJUH POJUTENH TOMO3UTOTEH), 75 %
(ecim 06a poauTest reTepo3uroTHbl) u S0 % (ecnu oauH POAUTENH T€TEPO3UTOTEH).

JIOMHHaHTHO HacjeayeMble OOJIE3HN XapaKTEepPU3YIOTCs Pe3KO OTIMYAIOLUIUMUCS APYT OT Japyra
NpOSIBJICHUSIMH W CpOKaMu Havaja Oone3nu. J[[ns OonbmimHcTBa OOJNE3HEH ATOro Tuma
XapaKTepHbl TaKue IaTOJIOTUYECKUE COCTOSIHUSI, KOTOphIE HE HAHOCIT CEpbe3HOro yiepoa
3I0pPOBBIO YEJIOBEKAa M B OOJBIIMHCTBE CIy4aeB HE BIMSIOT HAa €ro CIOCOOHOCTh HMETh
MIOTOMCTBO, HalpuMep, IIeCTUIAJIOCTh, BECHYIIKH, KypuaBble BOJIOCHI, HeipopudpomaTos,
axoHIpoIuIa3us, cuHapoM Mapdana u 1p.

[Ipn3Haku ayTOCOMHO-JTOMMHAHTHOTO THUIA HACJIEIOBaHUS OyIyT HPOSBISTHCS TOJBKO MpU
MOJTHOM JOMHHHUpPOBaHWH. [Ipy HEMOTHOM JOMUHUPOBAHUHU Yy MOTOMKOB OYJET MPOSBISATHCS
MIPOMEXyTOYHAs! opMa HACIIeOBAHMS, OOJTBHBIE MOTYT OBITh HE B KQKJIOM MTOKOJICHUH.

AyTOCOMHO-pellecCUBHBII THII HACIeI0BAHUS XapaKTepU3yeTcs CIeNyIOUMMU PU3HAKaAMHU:

e 0OJBbHBIE HE B KAXKIOM MOKOJICHUH;

¢ OO0JIbHOH peOEHOK (FOMO3UT0Ta) POKIAETCS Y 3JOPOBBIX POJUTENEH (F€TEPO3UTOT);

e 0OJCIOT B PaBHOI CTENICHN MYXYMHBI ¥ )KEHITUHBL,

e IposiBJIeHHE O0JIe3HN HAOIIOIaeTCs IO TOPU30HTAIIH;

e BEpOATHOCTH HacjemoBaHus 25 % (ecam oba pomutens reTepo3uroTHsl), S0 % (ecnu
OJIUH POJUTENb TeTEPO3UTOTEeH, a BTOPOH TOMO3ZUIOTEH IO PELECCUBHOMY MpPU3HAKY) H
100 % (ecimm 06a poauTes peleCCUBHBIC TOMO3UTOTHI).

BeposiTHOCTh HaciezoBaHUsI 0OJIE3HM ayTOCOMHO-PEIIECCUBHOTO THMa cocTaBiseT 25 %, T. K.
BCJICJICTBHE TSDKECTH 3a00JieBaHUS OOJBIMMHCTBO OOJBHBIX HE JIOKUBAIOT 0 JETOPOIHOTO
BO3pacTa UM HE BCTYMAIOT B Opax.

MPaBHJILHOMY aHAJIHM3y JTaHHOTO THIIA HACIIEOBAHUS CIOCOOCTBYIOT YKa3aHUS HA POJICTBECHHBIHN
Opak (IBOIOPOJIHBIN OpaT U cecTpa), JaHHbIE OMOXUMUYECKUX UCCIIeOBaHMM AeeKkToB oOMeHa
BemmecTB (BbIsIBIEeHUE dH3UMONatuit). Hayunoit rpynmoit BO3 paspabotana n pekoMeH0BaHa K
MPaKTUYECKOMY TMPUMEHEHUIO Cleayommas KiacCuuKaius HacIeJICTBeHHBIX 3a00JieBaHUN
oOMeHa BEIIeCTB (CM. BBIIIE)

Tak wHaciemytorcss (EHWIKETOHYpHUS, CEpPIOBHIHO-KIETOYHAS AaHEMHUsS, MYKOBHCIHIO3,
raJIakTO3eMUsl, 00J1e3Hb Bunscona-Konosaiosa, aJpeHOTeHUTAJIbHBIN CUHJPOM,
MYKOTIOJIMCaXapyu103bl U Jp.

X-cuenuieHHbIH pellecCHBHBIIT THN  HAC/IeIOBAHUSl  XapaKTepU3yeTCsl  CIIETYIOIUMU
MIpU3HAKAMU:

e  QOJBbHBIE MOSBIISIIOTCS HE B KaXJOM MOKOJICHUH;

e 0OJBHOM PeOCHOK POXKIIAETCS Y 37I0POBBIX POJIUTENEH;

e 0OJICIOT MPEUMYIIECTBEHHO MY>KUUHBI;

e TIposiBIeHHE 00JI€3HN HAOMIOAACTCS IPEUMYIIIECTBEHHO IO TOPU30HTAIIH,

e BEpOSTHOCTH HaclieJJoBaHus y 25 % Bcex aeteit, B ToM uucie y 50 % MalbuukoB;
e 3JI0POBBIC MY)KUHMHBI HE TIEPEeIatOT O0JIE3HHU.

Tax HaciemyroTCcss reMOQUIHs, TaTbTOHU3M, YMCTBEHHASI OTCTATIOCTh C JJOMKOH X-XpOMOCOMOM,
MbIteuHast nuctpodus Jromenna, cuaapom Jlemra-Haiixana u ap

X-cuenyieHHbIH JOMHUHAHTHBIA THI HACJEJOBAHHS CXOJIEH C ayTOCOMHO-IOMHUHAHTHBIM, 3a
HCKJIIOYEHUEM TOTO, YTO MY’KUMHA MEePeJaeT STOT MPU3HAK TOJIBKO JouepsMm. [Ipumepom Takoro
3aboJeBaHus ABISIETCS 0co0ast popMa paxuTa, yCTOWIHBAS K JICUSHUIO BUTAMUHOM D.



TNonanapuyecknii Tun HacjaexoBanusi (Y - cHelVIEHHBII) XapaKTepU3yeTcs CIEAYIOIIAMHA
MpU3HAKAMU:

e OOJIbHBIE BO BCEX MOKOJICHHUSIX;

e 0OJEIOT TOIBKO MY>KYHHEI,

ey G0JBHOrO OTIA OOJIEHBI BCE €TI0 CHIHOBBSI;

e BEpOSITHOCTH HACIIeOBAaHUS Y MATbUUKOB 100 %.

Tak HacmemayrOTCst HEKOTOpble (OPMBI HUXTHO3a, OOBOJIOIMIEHHOCTh HAPYKHBIX CIyXOBBIX
MPOXOJIOB M CpelHuX (hajmaHr maiblieB, HEKOTOPBIE (GOPMBI CHHIAAKTHINN (TIEPEMOHKU MEXIY
MaJbIlaMA HOT) | JIP.

7. Illourenunie 00J1€3HU.

[IpuunHOW pa3BUTHS MOHOTCHHBIX OOJIE3HEH SBISIETCS TMOpPaXEHHE T'€HETHYECKOTO
Marepuaia Ha ypoBHe mouekyibl JIHK, B pe3ynbrare uero moBpexaaeTcsi ToJbko ofauH reH. K
MOHOTE€HHBIM OOJIE3HSIM OTHOCHTCSI OOJBITMHCTBO HACJIEJACTBEHHBIX OOJie3HEH oOMeHa (Takux,
KaKk (DEHHIKETOHYpHS, TallakKTO3eMHUs, MYKOBHUCIH/03, aIpPCHOTCHUTATBHBIA CHHJIIPOM,
TJIMKOTEHO3bI, MYKOTOJIMCAaXapua03bl 1 MHOTHE JApyrHe). MoHOTeHHBIE O0JIE3HN HACIEAYIOTCS B
COOTBETCTBUU C 3aKoHaMM MeHzenss U 1O TUIly HacleI0BaHUs MOTYT OBbITh pa3JejeHbl Ha
ayTOCOMHO-JIOMHUHAHTHbBIE, ayTOCOMHO-PEIIECCUBHBIE U CIEIIEHHBIE ¢ X-XpPOMOCOMOM.

bone3nn ¢ HaciaeICTBEHHBIM MPEIpacloNoXKeHHEeM (MYIbTH(PAKTOpUATbHBIE) SBISIOTCS
MOJINTEHHBIMU, U JUI UX MPOSBIECHUS TpeOyeTcsl BIUSHHUE OMpPE/IeICHHBIX (PaKTOPOB BHEITHEH
CpenBl.

BI/I):[LI MyJIbTI/I(l)aKTopl/IaJIbHLIX NIPU3HAKOB.

1) BbICOKas 4acTOTa Cpe/Iv HACEJIECHUSI;

2) BBIp@XKCHHBIM KIIMHHYCCKUH TTOJIMMOPPHU3M;

3) CXOJICTBO KJIMHUYECKHUX MPOSIBICHUH Y TpoOaH/ia U OJIMKalIIuX pOJACTBEHHUKOB;

4) Bo3pacTHbBIC OTINYMS;

5) MONOBBIE OTINYHS;

6) pa3au4Has TeparneBTHYecKas 3 (peKTHBHOCT;,

7) HECOOTBETCTBUE 3aKOHOMEPHOCTEH HACJIeIOBAHUSI IIPOCTHIM MEHICIIEBCKAM MOJIEIISIM.

['enHble W XPOMOCOMHBIE OOJI€3HU TMOJHOCTBIO ONPENENSIFOTCS MaTOJOTUYECKOM
HACJIEJICTBEHHOCTHIO, T. €. MyTalusMi. BMecTe ¢ TeM U3BECTeH IMUPOKHUI Kpyr 3abojeBaHMUiA,
TaKUX KaK THIEpTOHHYECKas 00Je3Hb, HEKOTOphIe (POPMBI caxapHOro jauabeTa, OpOHXHUATbHAS
acTMa, s3BeHHash OOJe3Hb KelyJKa, aTepoCKIepo3, IMU30(QPEeHHs, BPOXKIECHHBIE IOPOKU
pa3BUTHS W MHOTHE JpyTrHe, BO3HHKHOBEHHE KOTOPBIX BO MHOTOM 3aBHUCHUT OT (DaKTOpPOB
BHEUIHEN CpeJIbl.

Bo3HUKHOBEHHE HIMPOKO  pPacHpOCTPaHEHHBIX 3a00JieBaHUM, KOTOPbIE  BHOCST
HauOONBIMIA BKIAJ B 3a00JeBAaEMOCTh, WHBAIMIU3AIMIO W CMEPTHOCTh HACEJICHHS,
OTIpeNieNIsieTCsl B3aWMOJICHCTBHEM HACIEJCTBEHHBIX (DaKTOpOB W pa3zHOOOPa3HBIX (aKTOPOB
BHEIIHEH cpelpl. Ty MHOTOOOpazHylo Tpymmy 3a0osieBaHUM Ha3bIBAlOT OOJE3HSIMH C
HACJICJICTBEHHBIM TPEPACIONIOKEHHEM WM MYJIbTH(AKTOpHAIbHOW Tarojiorueil. B ocHoBe
HACJIEJICTBEHHOW MPEeNpacloOKEeHHOCTH K OONe3HSM JIeXKHUT OOJBIIIOe TEeHEeTHYEeCKOoe
pazHooOpa3ue (TeHEeTHYSCKH IMOJIMMOpPPHU3M) TOMYJSIHA dYejloBeKa 10 (epMeHTaMm,
CTPYKTYPHBIM, TPAHCTIOPTHBIM O€JIKaM ¥ aHTUTE€HHBIM CUCTEMaM.

JlaHHBIE O pPOJIM HACJIEICTBEHHOCTH B BO3HUKHOBEHHH TIOJOOHBIX 3a00JIeBaHHWM ObLTH
MIOJIy4eHBI PU PA3TUYHBIX HUCCIICTOBAHUSX.



MeToabl n3ydeHus1 MyJbTH(HAKTOPHAILHBIX 3200/1eBAHUIT

1. Cewmeitapie wuccienoBaHus. MeIUIUHCKAM pabOTHUKAM XOPOITIO M3BeCTeH (akT
HAKOIUICHHUSI OMpEeJIeICHHBIX 3a00JIeBaHM B Tpejaenax OJHON poJOCIOBHOH. B aTolt cBs3W,
HalpuMep, BO3HUK TEPMHUH «OHKOJIOTMYECKas CEeMbs», T. €. CHUTyalllusl NMOBTOPHBIX CIIydaeB
3JI0Ka4eCTBEHHBIX 3a00JIeBaHUI Y POJICTBEHHUKOB OOJIBHOTO.

Korna 3aboneBanne B 3HAUUTENBHONH Mepe OIpenessieTcs] HacleICTBeHHBIMH (hakTopamu,
TOTJa Cpeau POJCTBEHHUKOB MpoOaHaa (OOMBHOTO) HaOmMIoAaeTcs OoJbIliee YHCIO CIIydaeB
00JIe3HU TI0 CPABHEHUIO C COOTBETCTBYIOINIEH BEIOOPKOM KOHTPOJIBHON IPYIIBI 3/I0POBBIX JIUII.

2. Uzyuenune Onm3HeroB. bin3HENOBHIN METO] O3BOJISET MOMYUYUTh HAJICKHBIE CBEJCHUS O
HacJIeJICTBEHHOU mpupoze 3abosieBaHus. Eciu BO3HWKHOBeHHE 3a00JieBaHUs B 3HAUUTETIHLHOU
CTETIeHH 3aBUCUT OT HACIEJACTBEHHOCTH, TO YacTOTa KOHKOPAAHTHOCTH (COBMAACHUS) s
MOHO3HUTOTHBIX OJIM3HEIOB JIOJIKHA ObITh CYIIECTBEHHO BBIIIE, YEM Y JU3UTOTHBIX OJM3HEI0B

3. V3yuenue cBs3M 3a00JIeBaHUs C TeHETUYECKUMU cucTeMamu. OOHapyKeHHe CBs3H, T. €.
HECITy4alHOTO coudeTaHus 3a00JIeBaHUS C OMpPEIEIEHHON TeHETHUYECKOW CHUCTEMOU (Hampumep,
rpynmnoii kpoBu cuctembl ABQ), cBUAETEILCTBYET B MONB3Yy MPUUYMHHOW POJU T€HETUYECKUX
¢dakropoB. IlokazarenbpHOW SBISETCS CHTyallus C S3BEHHOW OOJE3HBIO JBEHAIATHIIEPCTHOU
KUKy 1 yactoroit 0(1) rpymnmsl KpoBwu.

4. Pe3ynbTaThl SKCIEPUMEHTOB Ha MOJEIBHBIX JXHUBOTHBIX. Y HEKOTOPBIX MKHBOTHBIX
OTMEUAIOTCSl TaKHe ke 3a00JeBaHMs, KaK U y YellOBeKa. DTO HCIONB3YIOT JJIsI T€eHETHIeCKOTO
aHayn3a 3a00JIeBaHuUs IyTEM MPOBEICHUS ONPEJIETICHHBIX THUIIOB CKPEIIMBAaHUS U HAOJIIO/IEHUS
3a MOTOMKaMH.

OcobenHocTH G0JI€3HEl ¢ HACIEACTBEHHBIM MPEIPACIIOJIOKEHTEM

1. B ominMume OT MOHOTEHHBIX 3a00JeBaHMIA aHAU3 POJOCIOBHBIX HE TIO3BOJSET
JTUArHOCTUPOBAThH O0JIE3HH C HACJIEICTBEHHOU MPeIpacioioKEHHOCThIO

2. Ilpm Oone3HsX ¢ HACIEACTBEHHBIM MPEAPACIIONOKEHUEM COOTHOIIEHUE 3J0POBBIX H
OOJBHBIX, KaK IMPaBUJIO, HE COOTBETCTBYET MEHJIEJIEBCKOMY paCHICIIEHUIO. DJTO U
MOHSATHO, TOCKOJIBKY JUIS  BO3HUKHOBEHHS] MYIbTH(HAKTOpUATBHBIX  OoJe3Hel
HE00X0 MO JIeiicTBIE (PaKTOPOB BHEITHEH CPeIbI.

3. OueBUIHO, YTO pa3Hble MHIWBUJBI JaKe B paMKaX OJHON pPOJOCIOBHOH MOABEPIKEHBI
BO3JICHCTBUIO PA3IIMYHBIX (PAKTOPOB CPEJIbI.

4. Jlnga MynbTH(QAKTOPUATBHBIX 3a00JEBaHUN BEPOSITHOCTh (WM PHUCK) Pa3BUTHS
3a00JIeBaHUs y POJICTBEHHUKOB OOJILHOTO rOpa3 o BhIIIE, YEM B MOMYJISIUH.

5. HacnenctBeHHass mpeapacroioKEHHOCTh K Pa3lTUYHBIM 3a00JI€BaHUSIM MOXKET HMETh
pa3IMYHYI0 TE€HETUYECKYI0 OCHOBY. B  HEKOTOphIX ciy4asX HacjeJICTBEHHas
MPEeIPACTIONOKEHHOCTh OMpPEeNsIeTCss OJHUM €IWHCTBEHHBIM MYTAaHTHBIM TE€HOM, B
Ipyrux (GOPMHUPYETCS IPH COBMECTHOM JICHCTBUU HECKOJIBKHUX TeHOB. B mepBoM ciydae
TOBOPSIT O MOHOTEHHOU MpeapacroioKeHHOCTH, BO BTOPOM — O TOJIMTEHHONH OCHOBE
3a00JIeBaHUS.

MoHoreHHbIe §0J1€3HH ¢ HACIeICTBEHHOH MPeIPACII0JI0KEHHOCTHIO

MoHoreHHBIE 0OJI€3HH C HACIEICTBEHHON IMPEIpacloOKEHHOCTRIO XapaKTepH3yIOTCs TEM,
YTO MPEAPACTIONOKEHHOCTh K Pa3BUTHIO 3a00JIEBaHUS OMPEIEISIeTCS TOIBKO OJTHUM MYTaHTHBIM
reHoM. J[JIsI TaToJIOTUYeCKOTO TPOSIBICHUS MYTAaHTHOTO TeHa Tpelyercss o0s3aTebHOe
JeCTBUe, Kak MPaBUJIO, CHENU(PUYIECKOro BHEIHecpenoBoro ¢akropa. Takue BoO3aeHCTBUS
MOTYT OBITh CBSI3aHBI C (U3NYSCKAMH, XHUMUYECKHMH, B TOM WYHCIE JIEKAPCTBEHHBIMH,
mpemapataMu W OuoiloruyeckuMu  ¢dakropamu. be3  Bo3meHCTBUS  cHENU(PUIECKOTO
(pa3pemaroriero) gakropa Jaxe IpH HAIWYAU B TEHOTHIIE MYTaHTHOTO I'eHa 3a00JieBaHUE HE
pa3BuBaercs. Eciam wHauBUI He oO0MamaeT MOAOOHOW MyTalueil, HO MOJBEpPKEH BIUSHUIO
cnenuduyeckoro (akropa cpeapl, 3a00eBaHNe TaKke He pa3BuBaeTcs K HacTosmemMy BpeMeHH
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m3BecTHO Oosiee 40 TeHOB, MyTallMd KOTOPBIX MOTYT BBI3BIBATH OONE3HU TpPH ACHCTBUU
«TIPOSIBIISIFOIINX» (aKTOPOB CPebl, CIEIMPUIHBIX TSI KAXKIOTO reHa.

ITosurennnbie 00J1€3HH ¢ HACJICACTBCHHBIM NPEAPACIIONOKEHUEM

[ToymrenHble 0OJIE3HH C HACICACTBEHHBIM IMPEAPACIIONOKEHUEM OIPEICIISIOTCS COYCTaHHEM
aJuleNie HeCKOJBKUX TeHOoB. JIr000ii U3 TreHoB,

dakTop MyrauTHEd | ——

gl ——— sy Lo, Bonen
DakTo MyTaHTHRIH | ——

npe,u,up T aAnnens —— | 3nopos
Dakrop Hopmamsbiit | —— | 376008
CPeIbI AIUTENk g

Puc. 5.14. BoaMoxHbie HCXOLB! MPH MOHOTEHHOH TNpelpacnonokeHHOCTH

BXOJAIINX B «KOMIIJIEKC HPEAPACHOI0KEHHOCTH», KaK IPaBHJIO, OKa3blBaeT Majioe, HO
CyMMHpYyIOIeecsl BIMSHHE Ha (OPMHUPOBAHUE IPEAPACIIONOKEHHOCTH. ['€HeTUKH Ha3bIBAIOT
mojIo0HOe BIMsIHUE aaauTHBHBIM (aHri. additive — mobOaBka). Ha mpakThke BO3HUKAIOT
3HAYUTEJIbHbIE TPYJHOCTH B AudQepeHnnpoBke cuTyaruii, koraa 3adojieBaHre 00YCIOBIECHO
TOJBKO HOJMMEPHBIM XapaKTepOM B3aMMOJEHCTBHS T'€HOB WM COYETAHHEM B3aMMOJEHCTBHUS
HECKOJIbKUX FeHOB M (PaKTOPOB cpelibl (MYIbTU(AKTOpHAIbHBIE 3a00I€BaHU).

OcobenHocTH Hac/IeJ0BaHNS PEPHIBUCTHIX MYJIbTH(AKTOPHAIBLHBIX 3200/1eBaHUH

MynbTudakropuanbuble MPU3HAKE MOTYT OBITh MpepbléHbiMU WA HenpepbleHbIMU, OJIHAKO
mobas moaoOHas 0oJie3Hb (WM MPHU3HAK) BCErJa ONMpeesieTcs] B3auMOJISHCTBHEM reHa (WIid
MHOTHX T€HOB) U (haKTOPOB BHEIITHEH CpeIbl.

[lo MHOTMM mpuU3HAKaM OTMEYaeTCsl HEIPEPBIBHBIN Iepexo] OT MHUHUMAJbHBIX 3HAUCHUN
MpU3HAKa JO MAKCUMAIBHBIX. BOJBIMMHCTBO JIOJIEH OTHOCATCS K CpeHEH YacTH pacipe/ie/ieHus
Y TOJIBKO OY€Hb HE3HAUUTEJIbHOE YHCIIO MONaJaeT B KpaltHHe yacTH (Kak ClieBa, TaK U cIipaBa OT
CpellHei yacTn).

Uueno HHAMBHIOB

)

. _,Eu-......--.:;.;_..‘...._,'...us-.'_...h L
135 150 - 17 185 200
Poct (cM)

Puc. 5.15. «KonokonoofGpasHoe» pacrnpenesieHHe HHIHBHAOB
B NONYIALUHK 1O POCTY
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[Ipu3Haku, A KOTOPBIX XapaKTepeH MOJOOHBIM THUN pacHpeAeieHus, OOYCIOBIEHBI
COBMECTHBIM JIEHCTBUEM MHOTUX T€HOB U MHOTUX (PAKTOPOB Cpebl.

BoJbIIMHCTBO HOPMAIBHBIX M IMATOJOTHYECKUX XapaKTEPUCTHUK UYeJOBEKa SBISFOTCS
HENPEPHIBHBIMU ~ MYJIbTH(QAKTOPHATIBHBIMA ~ TpU3HAaKaMu. [logo0HBIE TPH3HAKH HMEIOT
HEeNpephIBHOE pacHpesiesieHne B MOMmysiuuu. Tak, HanpuMep, B HOpME 10 POCTY B HOMYJISIHH
CYIIECTBYET HeNpepbIBHAs HN3MEHYMBOCTh: OT OYEHb HU3KOIO POCTa JI0 OYEHb BBICOKOTO CO
cpeIHUM 3HaueHueM, omu3kuM K 170 cM (cM. puc.)Pacnpenenenue o pocty cOOTBETCTBYET TaK
Ha3bIBAEMOMY HOPMAJIBHOMY pacIpeeeHII0 («KOJIOKOoJIooOpa3Has» KpHUBas), MPH KOTOPOM
OOJBIIMHCTBO HWHAMBHUJOB HAXOJAATCS BOJM3M CpeAHEro 3HaueHUs. Takoe pacmpejeieHue
3HAYEHHH JFOO0TO CBOMCTBA OpraHu3Ma (B JaHHOM CJIydae pocTa) SIBISETCS XapaKTePUCTUKOM
HENPEPHIBHOIO MYJITH(HAKTOPHATIFHO 00yCIOBIEHHOTO MpHu3Haka. OnucaHHoe pachpesesieHne
XapaKTepHO ISl TAKMX MPU3HAKOB, KaK HHTEJUIEKT, POCT, BEC, pa3Mep IPUTPOIUTOB, KOJIUYECTBO
JIEUKOIIUTOB, COJIEp)KaHUe caxapa B KPOBH, OKPAcKa KOKHBIX TIOKPOBOB U T. 1.

B meaunuHe m3BecTeH LENbIH psii aHOMAJ Wi U pazIUYHBIX 3a00JIeBaHUM, B OTHOIICHUU
KOTOPBIX ~ JONYCKAlOT, 4YTO OHM BO3HUKAIOT y JIMI C  MYJIbTU(AKTOpHUATIHHBIM
MpeIpaciooKEeHUEM, TPEBBIIAIOITIM HEKOTOPBIH MOPOT.

[IpuBeneM mpuMephl HEKOTOPBIX «IPEPHIBUCTHIX» MYIbTU(GAKTOPUATHHBIX 3a00IeBaHMIMA
YyeJloBeKa:
"  M30JMPOBAHHbIE BPOXKIECHHBIC TIOPOKU PA3BUTHUSI — paclesnHa ryosl 1 Heba,
" BpOXKIECHHbIE ITOPOKH CEPALA;
* nedeKThl HeBpaJIbHOH TPYOKH;
"  UJIOPOCTEHO3;
" yacTble 3a00JIeBaHMsI Y B3POCIBIX — THIIEpTOHUYEcKast O0JIe3Hb; peBMATOMIHbIN
apTPHT; SI3BeHHAs 00JIE3HB; IMU30(PPEHUS; SIMUICIICHSI; OpPOHXHATBHAS acTMa.

JIyis mepevyrciIeHHbIX U TMOJOOHBIX MAaTOJOTMUYECKHX COCTOSIHUK oTMedaeTcsi 0oiee BBICOKast
yacToTa y OJIM3KUX POJICTBEHHUKOB 10 CPAaBHEHHUIO ¢ OOIIEH MOIMyJsiueld, 3aBUCUMOCTh pUCKa
pa3BUTHSI 3a00JI€BaHUs OT CTEIIEHU POJICTBA C 3a00JIEBIIUM U TSKECTBIO 3a00JIeBaHUs TpoOaHa.
Kax mpaBmiio, B poJ0CiIOBHBIX MpOoOAaHI0B HE HAOMIOJAeTCs XapaKTEPHOIO JUIsi MOHOTEHHBIX
3a0oJeBaHui pacnpesieNieHus OOJIbHBIX U 30POBBIX.

OcoOeHHOCTH HaCIeIOBaHMsI MPEPHIBHCTHIX MYJIbTH()AKTOPHUATBHBIX 3a00JI€BaHUN XOPOIIO
JIEMOHCTPHUPYIOTCS Ha MPHUMEpE BPOKICHHOTO MOPOKa Pa3BUTHsI — pPACIIEIUHBI TyObl U HEOA.
Pogutenu pebGeHka c JaHHBIM BpOXKICHHBIM IIOPOKOM, KaK IpaBuio, 310poBbl. OaHaKO
poxJieHHe OONBHOrO peOeHKa CBUJETEIBCTBYET, YTO KaXIbIi W3 HUX SIBJISETCS HOCHTEIEM
MHOTHUX aJJINTUBHBIX, YCIIOBHO aHOMAJIbHBIX I'€HOB, KOJIMYECTBO KOTOPHIX BCE K€ HEAOCTATOUHO
it popmupoBanus aedexra. Ecnu pebeHOK ciaydallHBIM 00pa3oM yHacleayeT KpUTHYeCKOe
YHCJIO «aHOMAJIbHBIX» I'€HOB, T. €. MPEBBICUT MOPOI, Y HEro BO3HUKAET MOPOK Pa3BUTUSI —
pacmenuna ryosl. [Ipenpacnonoxennoe! (onpenensemas reHeTHIECKUMH (DakTOpamu) B JAHHOM
CIydae MOXKET COOTBETCTBOBAaThH KPHBOW HOpPMaJIbHOTO pacmpeneneHus (puc. 5.16). Yacts
MOMYJISIIUY, paclojlararolasics CHpaBa OT IOPOrOBOIO YPOBHS, COOTBETCTBYET YacTOTe
3a00JIeBaHUs B TIOMYJISIIIAU, paBHOW i manHOoro mopoka 0,1 %. Jlns pomurteneit GobHOTO
peOeHKa KpuBas MpelpacloyioKEHHOCTH CJABHUTAeTCs BIpaBo. OTO O3HA4YaeT, 4YTO JUId
POJCTBEHHUKOB TIEPBOM CTETIEHHW POJICTBA YacToTa (MM PUCK) 3a00J€BaHUS COCTaBIsACT yxe 4
%. brn3ocTh K MOPOry KOHKPETHBIX MHMBHJIOB B MOIMYJISLUN OTPAXKaeTCsl HAKOIJICHUEM Y HUX
MUKPOIIPH3HAKOB I MHKpO(GOpM, OOHApyKMBaeMbIX B 30HE pa3BUTUS TOpPOKa (TaKWX,
HalpuMep, KaK paclleIuieHue s3bIuKa, aHOMaJIMU 3y00B U MPUKYCa, aCUMMETPHS TPUKPETIICHUS
KpBUIBEB HOCA | JIP.).

Jlis mo6oro moJ00HOTO NMpH3HaKa WM 3a00JIeBaHUS MOXKHO YTBEp)KJaTh, YTO WHAWBUIBL,
pacmojoKeHHBIE JIeBee OT JIMHUU IIOpOora, pacipe/ieeHbl 10 OT/IeIbHBIM T€HETUYECKUM KilaccaM
(B 3aBHCHMOCTH OT TF€HETHYEeCKOH KOHCTHUTYIMM). Ecnm B KiaccaX, pacmoJOXKEHHBIX B JIEBOU
yacTU KpUBOM, O60sieeT HeOOIbIIOe YHUCIIO JIIO/IeH, TO 10 Mepe CIIBUTa BIIPABO YACTOTa OOJIBHBIX
YBEJIMYMBACTCS BIUIOTH JIO MOJAABIISIONIEr0 OOJIBIIMHCTBA B KpaifHe# mpaBoil yactu KpuBou. B
MEJMKO-OMOJIOTUYECKOM  CMBICJIE  3TO  O3HA4aeT, YTo IMpU HU3KOM TeHeTHYecKou
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IPEeIpacIoNOKEHHOCTH U Pa3BUTHs 3a00JieBaHMS HEOOXOAMMO OYEHb HeOIarompHsTHOE
COYeTaHHe MHOTHX CPelOBBIX (hakTopoB. IIpH BBICOKO# reHETHYeCKO# IpeapacioioKeHHOCTH
3a0oJieBaHue CIIOCOOHO Pa3BUTHCSA KakK Obl 0€3 BUAMMBIX MpPeIpacHojiararoiiux BO3AEHCTBUIMA
CpeIbl.

IMopor

Yueno HHONEHIOR

bBonsHEE

[MpenpacnonoseHHOCTE

Puc. 5.16. PacnpeneneHue MpenpacnoloxeMHOCTH K BPORICHHEIM MOPOKAM
PAIBHTHA DOABHBIX C PACLIENHHON ryORl U HEGa:

! — B nonynaunn; 2% cpean poncTeeHHukoR [-it creneny poncrna

Jlnst pemieHuss MHOTHUX TEOPETHYECKMX MPOOJIeM M MPaKTUYECKUX MEIUIIMHCKUX 3ajad,
CBSI3aHHBIX C MYJIbTH(AKTOpUATIHHBIMU 3a00JIEBaHUSIMHU, TPeOyeTCsl ONMpPEAETUTh MEPY yUacTHus
HACJIEJICTBEHHOCTH M Cpelbl B BO3HUKHOBEHUHM mnaTtojiorud. Ocoboe 3HayeHue B HM3YyUYECHUH
CJI0)KHOHACJIETyeMbIX MPU3HAKOB M 3a00JIeBaHUN UMEIOT T€HETUUECKH UIACHTUYHbIE MHIUBU/IBIL,
KOTOpBIE BCTPEYAIOTCS B YEIIOBEYECKUX MOMYJISIIUSIX — UACHTHYHBIC OJIM3HEIIBI.

8. XpomocomHbie 60/1€3HH.

Xpomocomusie 6one3nu (10 500 HanMeHOBaHUH) - 3a00s1eBaHMs, 00YCIOBICHHBIE HAPYIIEHUEM
CTPYKTYPBI OTJICIIEHBIX XPOMOCOM, WX HapyIIeHHEM HOPMAJIFHOTO KOJMYECTBA XPOMOCOM B
KJIeTKe (XpOMOCOMHEBIE a00epaIum)

BombIMHCTBO XPOMOCOMHBIX O0JI€3HEH SBISIFOTCS] CHOPAIMYECKIMHU M BO3HUKAIOT B
pe3yJbTare reHepaTUBHBIX MYyTallUi y KOT0-TO U3 pojuTesei. B apyrux ciryyasx npuuuHoi
00JIe3HN SBISIETCS HApyIIEHNEe MUTO3a Ha PAaHHUX CTAHMSIX SMOPHOHAIBHOTO PAa3BUTHSL, UTO
IPUBOANUT K BOSHUKHOBEHHIO KJIETOYHOI'O MO3AaUI3Ma U, COOTBETCTBEHHO, K MOSIBICHUIO
OIIpEeIETICHHBIX KIMHNIECKUX IPH3HAKOB.

XpoMOCOMHBIE O0JIE3HH MOTYT OBITH 00YCIOBIEHBI AHOMAIUSMH JIIOOBIX AP XPOMOCOM
KaK ayTOCOM, TaK M HOJOBBIX. [ Ipy 5TOM KIMHUYEeCKHe MPOSBICHNUS 3a00I€BaHUIH MOTYT
CYIIECTBEHHO OTIMYAThCS.

AHOMAaJIHH ayToCoOM AHOMAJIMH MOJIOBBIX XpoMoCoM

- HPOABJIAIOTCS KIIMHUYCECKU C IICPBBIX JHEH

KH3HU, - C POXKJICHHSI MOTYT HE MPOSIBIISTHCS,
- 3aJIepKKa OOIIEero ICUXHYECKOTO U - KIIMHUYECKUE TMPU3HAKU BO3HUKAIOT B
(U3UYECKOTO Pa3BUTHS; nyOepTaTHOM BO3pacTe;
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- YePEeIHO-IUIEBbIe TUCMOP(UU U aHOMAJTIMK | - HET IPYOBIX MOPOKOB Pa3BUTHS;
JIPYTUX YacTell CKeJeTa;
- HapyIaeTcs mojoBas quddepeHIpoBKa,
- IOPOKH CEP/IeYHO-COCYAUCTOMH,

MOYETOJIOBOM 1 HEPBHOU CUCTEMBI; - IPOJIOJDKUTENBHOCTD JKU3HHA OOBIYHAS,

- OTKJIOHEHHUS B OMOXUMHYECKOM, - UIHTEJUIEKT CHU)KEH HE y BCEX U

TOPMOHAJILHOM, UMMYHHOM CTaTycCe; HE3HAYUTENIbHO, HO UMEETCs CBOeoOpasue
TICUXUKH.

- Majias IMpoaAOJDKUTCIIBHOCTD )XKU3HU

* KoauvecTBeHHbIC H CTPYKTYPHBIE aHOMAJINH ayTocoM: cuHapoM /layHa, cuHapom
daBapaca, cuaapom Ilaray. Kiimanka, nuToreHeTH4ecKue BApHAHTHI.

CUHIAPOMBI C KOJIMYECTBEHHBIMI AHOMAJIMAMU AYTOCOM

Cunapom Jlayna. JlanHas aHomanus SBJsIeTCs camMol dYacToil (opMoi XpoMOCOMHOM
MaTOJIOTUU YeJIOBeKa W TpOosBisieTcsl Tpucomuen mo [ mage” Xxpo—Mocom. 3abojeBaHue
BcTpeuaetcs ¢ yactoroit 1 u3 700—800 HoBopoxieHHbIX. [IpocTast TprucoMHUs COCTaBISIET OKOJIO
95 % ot obmero umcia OONMBHBIX ¢ cuHApoMoM JlayHa, a 4 % mpuxomuTcs Ha
TPaHCIOKAI[MOHHEIN BapuaHT U 1 % Ha MO3auIIu3M.

B ocnoBe OGonesnm JlayHa mnexuT HepacxoxiaeHue mo 21-i mape XpomocoM JHOO B
SIIIEKJIETKE BO BpeMsi Meiio3a, MO0 Ha paHHMX CTaAusX ApoOieHus 3urotbl. KapuoTwm
OOJILHOTO TIPH TPUCOMHH COACPKUT 47 XpOMOCOM, TpPH O3TOM JIAIIHEW sBisercs 21-s
xpomocoma. [Ipu TpaHCIOKaIMOHHOM BapHaHTEe B KapUOTHIIE COACPXKHUTCS 46 XpoMocoMm, a
eSS 21-9 XpoMocoMa OKa3bIBaeTCs TPAHCIOIMPOBAHHON Yallle BCEro Ha XpOMOCOMY I'PYIIIbI
D unmu G. MHoraa mogo6Has TpaHCIOKaIus B cOATaHCUPOBAHHOM COCTOSIHUM OOHAPYKUBAETCS Y
OJIHOTO W3 pojuTenelt (Jame Bcero y marepu). st Takoit ceMbU MMeEeTCsl TTOBBIICHHBIA PUCK
MOBTOPHOTO pOKJeHUs peOeHKa ¢ Oose3Hbto JlayHa, Tak Kak B Meifo3e y TakuxX poJuTeneit
Hapsily C HOpPMaJbHBIMH TramMeTaMu OyJIyT BO3HHMKAaTh TraMeThl C HecOaJlaHCUPOBaAHHBIM
KapUOTHIIOM.

Kak mnpaBuio, kiIMHHYECKass KapTHHA TPUCOMHOTO U TPAHCIOKAIIMOHHOTO BapHaHTOB
HepazmuuuMa. [Ipu mMo3anmuHOM BapmaHTe (HOpMa—TpPUCOMHES) BBIPAKEHHOCTh KIMHUYECKUX
CUMIOTOMOB Ooinie3Hn JlayHa 3aBUCUT OT COOTHOLICHHS HOPMAJIbHOIO M TATOJIOTHYECKOIo
KJIOHOB: YeM MEHBIIE MPOIEHT HOPMAIBHBIX KIETOK ¢ 46 XpoMocoMaMHu, TeM OoJiee BhIpakeHa

KIIMHUYCCKas KapTHHA.

Manpunku U J1eBOYKK ¢ OoJie3HBIO JlayHa poXmaroTcs ¢ OJMHAKOBOM wacToTod. Macca u
JUTMHA Tella MPU POKJICHUH OOBIYHO COOTBETCTBYIOT JOHOIIEHHOMY pebeHKy. ['otoBa MEHBIITNX
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pa3sMepoB €O CKOIIEHHBIM 3aThUIKOM. JIUIO MIIOCKOE, ¢ KOCBIM MOHTOJIOMAHBIM pa3pe3oM rijas,
LIIMPOKOH IepeHoCHIled MaleHbKUM HOCOM, OOJIBIINM SI3bIKOM YacTO HE BMEMIAIOIIUMCS BO PTY.
VY GONBHBIX POT MOJYOTKPBITHIM, Ha T'y0ax 9acTo TpPEHIMHBI, MOTYT OBITh aHOMAJHH 3yOOB,
YIIHBIX pakoBUH. CycTaBbl MMEIOT OOJIBIIYIO MOJBUKHOCTH, MalIbLBI KOPOTKHE, Ha JIaJIOHU
nposeraet riyookas 6oposna («o0e3bsiHbs 00p03/1a»). MbIIIbl THIIOTOHUYHBIE, )KUBOT YBEJINYECH
4acTO MMEIOTCS BPOXKIACHHBIC MOPOKH cepama. [ pyaHast kieTka nedopMupoBaHa. Y MCTBEHHOE
pa3BUTHE OOJIBHBIX OTCTaET, BO3MOXHO pa3BuTHe Tspkenod wuaumotuu. Cunapom [layna
COIIPOBOKAAETCS PacCTPOMCTBAMHU SHAOKPUHHBIX JKeJle3 U HapylIeHueM oOMeHa BeIlecTB.

[IpogoKUTETPHOCTh KU3HU OONBHBIX ¢ cHHJIApoMoM JlayHa orpanuyena. OJHaKo MpH
HOpMAaJTM3alluH SHJIOKPUHHBIX (PYHKIMA W KOPPEKIIUU TTOPOKOB PA3BUTHUS MPOJAODKUTEIHHOCTD
JKU3HU MOKET OBITh yJUIMHEHA.

Cungpom Ilaray. Otot cunapom Obut onmcan K. Ilaray c
coaBT. (1960) kak CHHAPOM MHOYKECTBEHHBIX BPOKICHHBIX
TTOPOKOB Pa3BUTHSI, COMPOBOKIAIOIIUNCS TpUCOMU-eH Tr0 13-i
xpomocome (puc. 21). Ilpu poxxaeHun 3TH A€TH UMEIOT MayIo
Maccy Teja, XOTs POXKIAIOTCS B CPOK, Y OepeMEeHHBIX HMHU
JKEHIIMH OTMEYaeTcss MHOTOBOJHME. XapaKTepeH BHEIIHUH BUJ
OOJILHOTO: OKPY)KHOCTh Yepera yMeHbIIIeHa, HU3KUH 100, y3Kue
IJIa3Hble IIeJIM, 3alaBllas NepeHOCHIla, THIWYHA paclielnHa
ryoer, HEOA. XapakTtepHas MHKpO(TaIbMHS, ITOMYTHEHHUE
poroBunpl. M3 aHOManuii KOCTHO - MBIIIEYHON CHCTEMBI
HanboJIee MOCTOSIHHBI TIOJTHIAKTIIIAS U (IIEKCOPHOE TTOJIOKEHHUE
kucreil. aTennext HapyieH, 95 % Takux GOJBHBIX YMHUPAIOT B
BO3pacTe JI0 rojia, TOMY CIIOCOOCTBYIOT BPOXJICHHBIE MOPOKHU
cepana (AeeKThl MEXIPEACePAHON U MEXOKEIyI0UKOBOM
MIEpPEeropoIKN ), OPraHOB MUIIEBAPEHUs], MOJIUKUCTO3 mouek. [Ipu
curzapome llaray Bcerga mopakeHbl T€HUTAIUU: Y MaJbUUKOB
OOBIYHO OTMEYACTCsS KPUNTOPXH3M, & y [EBOYCK MYIUIMKALMS 3
MAaTKH ¥ BJIArajmina. [ -

CHHAPOM «KOMIAYbEro KpPHKa». JTOT CHHIPOM CBs3aH C Jelenuell KOpoTKoro ruieda S-i
xpoMocombl (omrcad B 1963 r.). [1may HOBOPOKIEHHBIX TTOX0XK Ha KPUK KOIIKH, YTO CBSI3aHO C
AHOMATTUSIMU Pa3BUTHS TOPTAaHU M TOJIOCOBBIX CBSI30K. JleTWM TJIOXO pacTyT, OTCTalOT B
MICUXWYECKOM pa3BUTHH. BHEMIHWN BHUI OOJBHBIX MMEET OCOOCHHOCTH: MHKpOIe]aus, JIHII0
Kpyrjioe ¢ THUIepTEIOPHU3MOM, MHUKPOTHATHS, OIHWKAHT, YIIM HENpaBUIbHBIE W HU3KO
pacmojio’)keHHbIe, KOpoTKas mies. BpokJeHHble MOPOKM BHYTPEHHUX OPTraHOB BCTPEHAIOTCS
CPaBHHUTEIHHO PEJIKO, HanOoJiee YacTO MOPOYHO PA3BUTHIM OKa3bIBAETCS cepjlle. bombImmHCTBO
JIeTel ymMHpaeT B paHHEM BO3pacTe, OJHAKO OINHCAHBI OOJIbHBIE CTapIIUX BO3pPAcTOB, B
YaCTHOCTH — 53 JIETHSIS KEHIINHA.

Takum oOpa3oM, H3JIOKEHHAs KIMHAYECKass KapTWHA 3a00JIeBaHUN TMpU  PpazIUUHbBIX
XPOMOCOMHBIX HAPYIICHHUSIX COMPOBOXKIAETCS B MEPBYIO OUepe/lb OTCTaBaHUEM B YMCTBEHHOM
Pa3BUTUH U MHOXECTBOM IOPOKOB pa3zButus. [IpennonoxxurenbHas TUarHoCTHKa BO3MOKHA HA
OCHOBAaHUYW KJIMHUYECKOW KApTUHBI, 2 OKOHYATEIbHBIN JHAarH03 YCTAaHABIUBACTCS TOJIBKO MOCIe
HCCIIEeIOBaHMSI XpPOMOCOMHOI0 Habopa. Becem aTuM 00JIbHBIM HEOO0X0MMa KOHCYIbTAIlUSI Bpaya-
TeHEeTHKA.
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* KinHuveckue CHHAPOMBI IPH AHOMAJIHAX MOJOBBIX XPOMOCOM: CHHAPOM
lepemenckoro-Tepuepa, cunapom Kiaiindeabtepa, cuaapom tpucomuu X,
CHH/IPOM JHCOMHM 10 Y- XpoMocoMe.

CUHJAPOMBI C YHMCIIOBBIMNU AHOMAJINAMUA
[TOJIOBBIX XPOMOCOM

Cungpom  Kiaitndeantepa.  Cunapom  omnmcan
Knaitupenprepom B 1942 1., a B 1959 1. ObLIA
yCTaHOBJIEHA ero XpomocoMHas mpupoma (47. XXY).
BOykBanibHOM cockoOe oOHapyKuBaroTcsl Tenblla bappa
(X-momoBo#t  xpomarumH). Yactora  BCTpedaeMOCTH
cocraBinsieT 2 u3 1 000 HOBOpPOXIEHHBIX MAaJb4YMKOB.
OpHako KJIMHUYECKHM AaHOMAJMsl MPOSIBISIETCS IOCIe
nybepratHoro  mepuona.  OOsi3aTeNbHBIA  MpPHU3HAK
3a0oyieBaHUs — TUNOMIA3usg ToHaA. [l MyXduuH cC
curgpomoM KiaitHdenbTepa xapakTepeH BBICOKUH pOCT,
MpONOpIUU Tejla — eBHyxouJHble. CKeleT pazBUT IO
KEHCKOMY TUIY (IIUPOKUH Ta3, y3KHe IIJIeUH ), OTMEUAeTCsI
TUHEKOMACTUs U OXHUpEHUe, cliadblii pocT BOJIOC HA JIMIIE
(M OH OTCYTCTBYET); Ha JIOOKE OTMEYaeTcsi pOCT BOJIOC
mo >keHckoMmy Tumy. llojoBoif ujneH yMeHbIIEH WK
HOPMAJIbHBIX pa3MepoB, HapylIeH CIepMaToreHe3 U B
pe3ysbTare 3TOro MY>KUYHMHBI OECIUIONHBI. YMCTBEHHOE
pa3BUTHE OTCTAET, M J0 HACTYIUICHHs Ieproja MOJOBOTO
pa3BUTHUSI ATOT MpHU3HAK sBJIsieTcss BeaymmMm. OpHako
BCTPEYAIOTCS JIMIIAa WU C HOPMaJbHBIM HMHTEJUIEKTOM.
[Tomumo xpomocomHoro Hadopa 47, XXY moryTt ObITh
mina ¢ cuHgpomoMm KiaitHpensrepa u ¢ Habopom
xpomocoM 48, XXXY, 49, XXXXY u ap. 3ameueHo: yeMm
Oonple Yyucao X-XpoOMOCOM, TeM OOJIbIlle YMCTBEHHAs
OTCTAJIOCTh, BIUIOTh J0 UTHOTHU. V3MeHeHne KapuoTuma MoxeT ObITh U B Buze 47, XYY, 48,
XXYY. VY 5Tux nui noMuMo KIMHUYECKUX 4epT cunapoma KnaitHdenbTepa B moBeieHUM MOTYT
Ha0JII0/1aThCsl arPECCUBHOCTh, HEMOTUBUPOBAHHBIE TIOCTYIIKH.

F A S

Cunapom IllepemeBckoro—
Tepuepa.

OcHoBoit pa3BUTHSA 3TOTO
3a0oJeBaHus CITYKHUT HapyIIeHHe

pacxXoXkJIeHUsT  TOJOBBIX  XPOMOCOM.
Tunuunple KIMHUYECKHE TPOSBICHUS
cBs3piBatoT ¢ kapuotunoM 45X0. Ilpum
3TOM CHHJPOME BO3MOXKHBI pPa3IHYHbIC
BapuaHThl Mo3auiusMa (45X0/46XY;
45X0/47XXX u np.). Yacrota poxaeHus
6ompHBIX cocTaBisier 1 w3 3000. Macca
Tena JeTedl Npu POXICHUM CHIDKEHa,
oTMedYaeTcsl JMM(pATHUECKUIl OTEK CTOII,
TOJIEHEH, KUCTEH PYK, HU3KHUIl pOCT BOJIOC
Ha mee. OTeK CTON M TOJIEHEH MOKET
Jepxkarbesi 70 JOBYX—Tpex  JIeT.

XapaxkTepHoi TaKxke SIBIISIETCS
KpBUIOBHJHAsT ~ CKJaJKa Ha  OOKOBOM
MTOBEPXHOCTHU eu —.NITePUTUYM
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eiHbId . B TedeHne nepBoro roja )XKu3HU peOCHOK IMJI0X0 HabupaeT JmHy Tena. OTcraBaHue B
pocTe ocobeHHO 3amMeTHO B Bo3pacTe 9—10 Jier, a B3poCible KEHITUHBI UMEIOT JJIMHY Tella OT
114 no 145 cm. AHOmManuu pa3BUTHUSL CKEJETa CTAHOBSTCS 0o0Jiee 3aMETHBIMH C BO3pPacToM
pebenka (KOpoTkas 1Imes, INHpPOKass U KOpPOTKas TpyAHas KieTKa, TIpyIdHa YacTo
nedopMUpoBaHa, N30BITOYHOE pa3rHOaHMe JTOKTEBBIX M KOJIEHHBIX CyCTaBOB, yKOopoueHue 4 —
5-ro manblieB Ha pyKaxX, IIUPOKO paccTaBieHHble cocku). Ha koxe umeercs MHOXKECTBO
MATMEHTHBIX TSTEH, BUTHINATO. BBIABIsSETCS cBoeoOpa3Has CTPYKTypa JHIA: MHUKPOTHATHS,
NITO3, JMUKAHT, HU3KOPACIOJOXEHHbIE ¥ Je(GOpMHUpOBaHHBIC YINHBIE PAKOBHHBI, BBICOKOE
TBepaoe He0O0. Y TakuxX OOJIbHBIX MOKHO BBISIBUTH KOCOTJIa3ue, KaTapaKTy, MUOIUIO, HApyIIeHHE
[BETOBBIX BocTIpusTUi. OTMeUaeTcs CKIIOHHOCTh K 3a00JIeBaHUSM HOCOTJIOTKH, OTHTY.

B mepuon moioBoro co3peBaHus He MOSBISIOTCS BTOPUYHBIC MOJIOBBIE MPU3HAKH, HAPYIKHBIC
MIOJIOBBIE OpraHbl WH(AHTWIBHBIC, HEJIOPa3BUTHIC BIIArajidille W MaTka. MeHCTpyanuil HeT,
0oJibHBIE ~ OECILIOAHBI. AHaToMHYeCKM  Ha  MeCTe  SHMYHUKOB  OOHaApYXKUBAIOT
COEIMHUTENIbHOTKaHHbIe TsKU. JlabopaTopHble HccleoBaHUs IOKA3bIBAIOT, UTO BBIJICICHUE
ACTpOreHoB cHIKeHO B 10 u Gomee pa3, a MpOAYKIUS TOHAIOTPOIMHOB Pe3Ko MoBkImeHa (B 10
— 15 pa3). B OykkaapHOM SIUTEINH HE HaXOAAT IMOJOBOro XpoMarrHa. [lcuxuueckoe pa3putue
CTpagaeT B MeHbInel crenenu. CpeqHsis MpoI0JDKUTEIEHOCTD KU3HU TAKHX,,00JbHBIX OH3Ka K
HOpME.

JleueOGHBIE MEPOTIPUSATHUS MPOBOJIAT OOBIYHO SHIOKPUHOJOTH C [ETIbI0 CTUMYJISIIHA POCTa J0
MeprOo/ia TOJIOBOTO CO3PEBAHMS W YMEHBIICHHUS IOJIOBOTO WH(PAHTHIM3MA (IUTUTENEHBIE KYPCHI
BBEJICHUS TOJIOBBIX TOPMOHOB). [losiBlieHMe MeHCTpyalnwii, BTOPHUYHBIX TOJOBBIX MPU3HAKOB
OKa3bIBaeT OO0JBINOE MOJIOKUTEIHHOE IMCUXOJOTHYECKOe BO3JECHCTBUE, XOTS TaKHUe >KEHIIMHBI
0CTar0TCs OECILIOTHBIMH. .

Cunapom Tpucomun X. BriepBpie CHHIPOM TPUCOMHUHU IO X-XpPOMOCOME OBLT ONHCaH B
1959 r., xorna B siApax SMUTENHS CIU3UCTON 000JIOYKH IIEeKH OOJIbHOM OBLTO 0OHApPYKEHO 1B
TeJblla MOJIOBOTO XpOMaTHHA.

Knunaudeckn kapTuHa 3TOTo 3a0oJieBaHUS Upe3BbIUAiHO pazHooOpa3Ha. Takue KEHINUHBI,
KaKk TMpaBUJIO, HUMEIOT HEIOpPa3BUTHIE SIMUHUKH, TUIOIUIA3MIO MATKH, HeperyJspHbIid
MEHCTpPYaJIbHBIN UK, OECIJIONE, Y HUX PaHO HACTYIaeT BTopuyHas ameHopes. OJHaKO OKOJIO
30 % TakuX OOJIEHBIX COXPAHSIOT FTeHEPATUBHYIO (DYHKITHIO ¥ MOTYT UMETh JICTEH.

Y KeHIMUH C TpucoMHen X JOBOJBHO YacTO HMEeTCs He3HAuUTeIhbHOE CHUKEHUE
uHTeekTa. OTMeueHa MOBBIIIEHHAS BEPOSITHOCTh Pa3BUTHSL Y TaKUX OOJIBHBIX ICHUXO030B:
HamOoJee YacTo oOHApYKUBAETCS MU30(DPEHUS C HeOIATONPUSTHBIM TUIIOM TEUCHHSI.

[IpumepHo y omHOW TpeTw XKeHIMH ¢ KapuotunoMm 47, XXX omnmcaHbl yMEpPEeHHO
BBIpOKEHHBIE COMATHUYECKHE aHOMAIMU, BBICOKHHA poOCT, KH(POCKOIHO3, YKOpPOUYCHHE U
WCKpUBJICHHE MU3UHIIEB HAa PYKaX, YEPETHOIMIIEBbIE UCIIPOTIOPIIHH.

Tpu terpa- u meHTacoMuu-X XapaKTepHBI THKENbIE HAPYIICHHS] WHTEIJICKTa, BhIpaXKCHHBIC
COMAaTHUYEeCKHE aHOMAJINU, HEJI0Pa3BUTUE TEHUTAINH.

[IpenBapuTenbHbBIM IUAarHO3 CHHIApOMAa TpUCOMHHM X OCHOBaH Ha HCCIEIOBAHUU IOJOBOTO
XpoMaTHHA, a OKOHYATEJIbHBIM YCTAHABIMBACTCS TOJIBKO IIOCJIE OIpe/eNeHUs] KapHhOTHIa.
Jleyenne B OCHOBHOM CHMIITOMATHYECKOE M B MEPBYIO OYepeh HAMpaBJIIEHO Ha yCTpaHEHHE
HapyIeHNH QYHKINH STIHAKOB.

Cunapom gucomuu mno Y-xpomocome (47,XYY) Bcrpewaercs ¢ wacrtoroi 1:1000
HOBOPOXXJIEHHBIX MAaJIbYMKOB. bBOJBIIMHCTBO MYXXYMH C TakKUM Ha0OpOM XpPOMOCOM He
OTJIUYAIOTCSI OT HOPMATBHBIX HHIUBUJIOB MO (PU3MUECKOMY U YMCTBEHHOMY Pa3BUTHUIO, UMEIOT
pOCT HEMHOIO BBIIIE CpPEJHEro. 3aMEeTHBIX OTKJIOHEHHWH HU B IOJOBOM pa3BUTHUU, HU B
TOPMOHAJIBHOM CTaTyce, HU B IUIOJOBUTOCTH Yy OoibiumHcTBAa XY Y-uHAUBUAOB HeT. He
HCKITIOUEHBI HEKOTOPbIE OCOOCHHOCTH MOBEACHUSI TAKUX JIMIL: IPU COOTBETCTBYIOLIUX YCIOBHSIX
OHHM CKJIOHHBI K arpeCCUBHBIM U Ja)kKe KPUMUHAIBHBIM ITOCTYIIKAM.
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9. CTpyKTypHBIE AHOMAJINH XPOMOCOM

CmpyKkmypHble AHOMAIUU XPOMOCOM - STO PA3PHIB XPOMOCOM C MOCIEAYIOMUM COSTUHEHUEM B
AHOMAJILHOM KOMOWHAIINH.

CymectByeT JiBa OCHOBHBIX TUIA CTPYKTYPHBIX ePEeCTPOEK:
HecOaNaHCcUupo8anHvle - OTMEYaeTcs JOMOJIHUTENbHBIA WM OTCYTCTBYIOIIMHA MaTepual;
coanancupoganHvle - XpOMOCOMHBIM HAabOp HMMEET HOPMAJIbHOE KOJMYECTBO XPOMOCOMHOTO
Marepuana.

HECBAJIAHCUPOBAHHBIE NEPECTPOMKH:

®enotun ObiBaeT anoMaabHbIM U3-3a JIEJIELIN unu JIYTIJIMKAILINHA, a nHOT1a M M3-32 X
COYeTaHUS.

JIEJIELIVU - noTepst cerMeHTa XpOMOCOMBI, IIPUBOASINAS K XPOMOCOMHOMY JHCOAIaHCy.
JYTUIMKALIN menee BpeHbl, YeM ACNICIHH, HO, TIOCKOJIbKY, TYTUIUKAIIN B TaMeTe
MPUBOJIAT K XPOMOCOMHOMY JTUCOANIAHCY (M.e. K YACMUYHOU mMpUcomuu) i XpOMOCOMHEIE
pa3phIBBI MOTYT HAPYIIATh FeHBI, JYTUTHKAIIMH YacTO BEAYT K PA3IMYHBIM (PEHOTHIUICCKIM
AHOMAJIHSIM.

CBAJJAHCHPOBAHHBIE IIEPECTPOMKMN:

XPOMOCOMHEIE ITePECTPONKHA OOBIYHO HE UMEIOT (DEHOTHITHUECKOTO 3P PeKTa, €CITU OHU
cOalaHCUPOBaHbI, MOCKOJIBKY BECh XPOMOCOMHBII MaTepuas IPUCYTCTBYET, IaXke eCJId OH
WHaYe YIaKOBaH, HO OHU MPEJICTABISIOT YTPO3y MOCIEAYIONIAM TTOKOJICHUSM, T.K. HOCHTEIH
MOTYT UMETh BBICOKYIO YacTOTY HeCOAJTaHCHPOBAHHBIX TaMET U UMEIOT TOBBIIICHHBIN PUCK
AHOMAJIEHOTO MTOTOMCTBA C HecOATaHCHPOBAHHBIMHU KapUOTUTIAMH.

CyIecTByeT TakyKe BO3MOYKHOCTb, YTO OJIMH M3 XPOMOCOMHBIX Pa3pbIBOB IMOBPEIUT I'CH, BbI3BAB
myTaruio. O1o X-CHEIIVIEHHASA BOJIE3HD y xenmnma-HocuTeNnel cOalaHCHpOBaHHBIX
TPaHCIIOKAIHi X-XPOMOCOMBI B ayTOCOM.

MHBEPCHUU mosBisitoTCS, KOT/Ia B XpOMOCOME IPOUCXOIMT JIBa pa3pblBa U CETMEHT MEXIY
HUAMHU TiepeBopauuBaercs. VMHBepcuu He BBI3BIBAIOT aHOMAlWi (EHOTHIIA y HOCHTENeH, T.K.
OTHOCSITCS K cOaTaHCUPOBAaHHBIM nepecTpornKam.
3HaueHNe WHBEPCUU - BIIMSIHHE HA MOTOMCTBO; HOCHUTEIh WHBEPCUU TMOMAIaeT B TPYIILY PHCKa
[0 HAIMYMIO AHOMAIbHBIX TaMeT, MPUBOASIIUX K HecOaTaHCHPOBAHHOMY IOTOMCTBY. Y
MOTOMCTBA BO3MOXHO Kak (OpMHUpOBaHHE TaMeT cO COaJIaHCHPOBAHHBIM XPOMOCOMHBIM
Ha0OPOM (HOPpMAILHLIM UL C UHBepCUell), TaK U TaMeT ¢ HecOaJaHCUPOBAaHHBIMH XPOMOCOMAaMHU.

TPAHCJIOKAIIN — 310 00MEH XpOMOCOMHBIMH CETMEHTAMH MEXKTY ABYMSI XpOMOCOMAaMH.
EcTh 1Ba OCHOBHBIX THTIA TPAHCIOKAIIUN: PEIIUIIPOKHBIE U POOEPTCOHOBCKHE.
PEHHUITPOKHBIE TPAHCJIOKAIIUH tipoucxoasT BCIIEICTBHE Pa3phIBOB B
HETOMOJIOTHYHBIX XPOMOCOMAX CO B3aUMHBIM (peyunpoKHviM) OOMEHOM TOBPEKAEHHBIMU
cermeHTamu (1 u3 600 Hoeopodcoennwvix). Takue TpaHCIOKAIIMH OOBIYHO OE3BPEIHBI, XOTh U
BCTPEUAIOTCS y TOCTIUTATN3UPOBAHHBIX OOJBHBIX C YMCTBEHHOW OTCTAJIOCTHIO Yallle, 9eM B
obme#t monyssnun. [logo6HO ApyruM cOamaHCHPOBAaHHBIM CTPYKTYPHBIM ITEPECTPOHKaM, OHH
CBSI3aHBI C BBICOKUM PHUCKOM HecOATaHCHPOBAHHBIX TaMeT M aHOMATBHOTO TOTOMCTBA.
POBEPTCOHOBCKHUE TPAHCJIOKALIUMN.

Hecmotps Ha TO, 4TO HOCUTENN ATUX TpaHCIOKaKUK (PEeHOTUITHYECKA HOPMATBHBI, Y HUX
TIOBBIIICH PUCK MOSIBIICHHS HecOATaHCUPOBAHHBIX TAMET H, CJIE0BATEIHLHO,
HecOaTaHCUPOBAHHOTO MOTOMCTBA. OH M3MEHSETCS B 3aBUCUMOCTH OT BHJ1a KOHKPETHOM
TPAHCIIOKAINH U TI0JIa HOCUTEIIS (HCeHUWUHBI-HOCUMETIU 8 OCHOBHOM UMelom bojlee blCOKULL
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PpUcCK nepedauu mpauciokayuu pe6énxy). ' 1aBHOE KIMHAYECKOE 3HAYSHHUE ATOTO TUIIa
TPaHCIIOKAIUH TO, YTO HOCUTENU TPAHCIOKAIIUI, 3aTparuBaroIuX Xxpomocomy 21, MeroT
MOBBIIIEHHBIA PUCK POXKICHUS peO&HKA ¢ TPAHCIOKAIIMOHHBIM CUHIpOMOM JlayHa.

WHCEPLIYS - HEPELIMIIPOKHBIN TUIT TPAHCJIOKAIIUM (8 cpeduem puck 0o 50%).
AHOMaJIBHOE PACXOXKIEHUE XPOMOCOM Y HOCHUTENIEH MHCEPIMHA MOXKET IPUBOIUTH K POXKJICHHIO
peOéHKa ¢ AyIUIMKaUued wWiM Jenenued, TakKe BO3MOXKHBI HOPMAJbHBIA KapuOTUI H
cOaJaHCUPOBAHHOE HOCUTEIBCTBO.

XPOMOCOMHBIE ABEPPAIINUMU - cTpyKTypHBIE aHOMAJIUU XPOMOCOM, BO3ZHUKAIOIIIHE
CIIOHTAHHO WJIU B pe3yibTaTe UHAYKIIUY U HaOoJaeMble B COMaTUYECKUX KJIETKAaX YeJOBeKa.
PazmyaroT mpocTthie m 0OMeHHBIE abeppalui.

B OCHOBE TEX U JIPYTUX JIEXXAT ITOBPEXIEHU S OJTHOM MJIM HECKOJIBKNX
XPOMOCOM, ITPUBO/IANINE:

* K HapyIIEHUIO [EJIOCTHOCTH Tella XpPOMOCOMBI C 00pa30BaHreM CBOOOIHBIX MITU CBSI3aHHBIX C
Hell pparMeHTOB.

* K IEPEKOMOMHAITNY YUYaCTKOB B OJTHOM M TOH YKE€ XpPOMOCOME.

* K IEPEeKOMOMHAITNH YYACTKOB MEX]Ty HECKOJIBKUMHI XPOMOCOMaM

KapnotunnpoBaHme

J t

Yncnosble aHomanum CTI{THbIé aHoMarnum

Il |

47 XXY. TpaHCHoKaLWM
47 XYY WHBEPCUN
45 X

[37 MyShared

10. BpoxxaeHHbIe TOPOKH PA3BUTHSI.

Bpo:kneHnbie mOpoKH pa3BUTHS - CTOMKUE OTKJIOHEHUS OT HOPMAaTbHOU CTPYKTYPHI U
(GYHKIHN OTIETHFHBIX OPTaHOB HITM TKaHEH OpraHu3Ma, pa3BHBAIOIINAECS BHYTPHYTPOOHO B
IpoIecce OHTOTeHe3a.

le/l'-ll/lﬂbl BPOKICHHBIX IIOPOKOB Pa3sBUTHUA

OnHO#l M3 OCHOBHBIX MPUYHMH, BBI3BIBAIOIINX BPOKAECHHbIC MOPOKH PA3BHTHS, SIBISIIOTCS
W3MEHEHHUsI B T€HETHYECKOM almiapare — MYTalluu, KOTOpble MOTYT 3aTPOHYTh OTpaHUYEHHBIN
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Y4acTOK XPOMOCOMBI U TPUBECTH K HM3MEHEHHUIO OJIHOrO reHa (TFeHHble MYTallUH), Y4acTOK
XPOMOCOMBI C HECKOJIbKMMH T'€HaMH, LETYI0 XpOMOCOMY (XpOMOCOMHBIE MYTAallUW) WA BECh
XPOMOCOMHBIN HAOOp (T€HOMHBIE MYTaIlUN).

K BpOXIEHHBIM TIOpPOKaM pa3BUTHS TPUBOJUT TAaKXKe BIMSHUE B MEPUO] OCpPEeMEHHOCTH
TepaTOreHHbIX  (AKTOpPOB (HEKOTOpble HMHQEKIMOHHBIE 3a00JIeBaHMsS, PaIMOAKTUBHOE
W3IyYeHUE, JIEKapCTBEHHBIC TIpenapaThl M JIp.), BBI3BIBAIOIIUX HAPYIICHUS IIPOIECCOB
Pa3sMHOXEHHSI, MUTPpAITuH B TP (HEepeHIIMPOBKH KICTOK.

Buabl Bpok1eHHBIX IOPOKOB Pa3BHTHS

Ilo smuonocuueckomy npunyuny BpoKaeHHbIe MOPOKH PA3BUTHA [10/Ipa3/IeISIIOT Ha
HacleJCTBEHHbIE (00pa3ylOTCs B pe3yiibTaTe MyTalluii),

9K30TeHHBIE (BO3HUKAIOT MOJI IEHCTBHEM BHEITHUX BPEIHBIX (PaKTOPOB)

3. mynbTH(AKTOpHUATBHBIE (ITPOUCXOJIAT OT COBMECTHOT'O BO3JCHCTBHS TCHETHYECKUX U
9K30T'CHHBIX (DAKTOPOB).

N —

Kpowme Toro, Bce BpokJieHHBIE TOPOKU PA3BUTHS JIEISITCS Ha

1. wW30MMpOBaHHBIE, 3aTParuBalOIINE OJUH OpraH,
2. CHUCTEMHBIE
3. MHOXECTBEHHBIE.

W3onmpoBaHHbIe ¥ CUCTEMHBIE BPOXKIEHHBIE TIOPOKU PA3BUTHUS KIACCUPHUIUPYIOT HO AHAMOMO-
GuzuonoecULeCKOMY NPUHYUNY:

1. TOpPOKH pa3BUTHUS IEHTPATHHOW HEPBHOW CHCTEMBI;
2. TIOpOKH CEpAEYHO-COCYJUCTON CUCTEMBI,
3. MOPOKH KOCTHO-MBIIIEYHON CUCTEMBI U T. 1.
MHOXeCTBEHHbIE BPOKAeHHbIE MOPOKHU PA3BUTHA BCTPEUAIOTCS MTPU XPOMOCOMHBIX OOJIE3HSIX,

TeHHBIX OO0JIE3HSIX U HEKOTOPBIX IPYTUX 3a00JIEBaHUSX.

K BPOKICHHBIM IIOPOKaM Pa3BUTHUH OTHOCATCA TAKIKC:

® ama3us (areHe3usl) — IMOJIHOE OTCYTCTBHME OpraHa WJIM €ro 4acTh (Hamp., aria3us
BIIATaJIMINa); THUIOIJIa3usi — HEJIOpa3BUTUE OpraHa WM YMEHBIIEHHE €ro pa3MepoB
(Hamp., rUNOIIIa3usl MAaTKH );

®  runepriazus — HU30BITOYHOE pPa3BUTHE OpPraHa WM €ro 4YacTd (Harp., MaKpOCOMWS);
AKTOTMHSI — HEOOBIYHOE pacoIOKEHUE OpraHa (Harp., SKCTpOQHs MOYEBOTO MY3bIps);

" arpe3usi — IOJHOE 3aKphITHE WM 3apallleHHe €CTeCTBEHHBIX KaHAJIOB U OTBEPCTUH

(Hamp., aTpe3wsl BJarajwing, aTpe3usl UEPEHKATBLHOTO KaHajla, aTpe3us JeBCTBEHHOMN
TIJIEBHI U JIP.);

"  yBEeJMYEHUE KOJUYECTBA OPraHOB WM WX 4YacTeil (Hamp., MOJUIAKTHIINS); CpalleHue
MEXIy CcOOOW OTA. OpraHoB, a HpH JBYIUIOAHOW OEpEeMEHHOCTH — OJHOSHIIOBBIX
OJIN3HELIOB;

" [EePCHCTUPOBAHHE - COXPAHEHHE IMOPUOHATBHBIX CTPYKTYP K MEPHOIY Pa3BUTHS, KOTIa
B HOpME OHH HCYE3aI0T;

= qu3padus - COXpaHeHHE YMOPUOHAIBHBIX TIeNeH u Jp.
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HpO(l)l/lJ'laKTl/lKa BPOKICHHBIX IIOPOKOB PasBUTUHA

[IporHo3 TpH BpPOKAEHHBIX MNOPOKAX PAa3BHTHSI OIPEJCISIETCS CTENEHbIO TSHKECTH
AHATOMHYECKUX W (YHKIIMOHATIBHBIX HAPYIICHUH M CIIOCOOHOCTHIO OpraHW3Ma K KOMIICHCAIHH
yTpadeHHbIX (QYHKOHUA. Psl BpPOXKICHHBIX TMOPOKOB pPa3BUTHS, COBMECTHMBIX C IKH3HBIO,
KOppUTHpPYETCsl MMYTEM ONEepaTUBHOTO BMemareabcTBa. OcoOeHHO O0JIblIoe 3HAUEHHWE HUMEIOT
Mepsl TI0 TpodHUIaKTUKE POXIACHHUS JIeTell ¢ BPOXICHHBIMH TOPOKAMH  Pa3BUTHSL.
NuauBuyanbHas TpoQMIaKTHKA BPOXKIECHHBIX MTOPOKOB PA3BUTHSI OCYIIECTBISIETCS B MEITUKO-
T€HETUYECKUX KOHCYJIbTAIMSIX.

MaccoBbie MepONIPHATHSI 110 NPOPUIAKTHKE BPOKIEHHBIX MOPOKOB PA3BHTHUS BKJIKYAKT:
03JIOpOBJICHUE OKPYIKAIOIIEH CPEIIbI,

"  THIATEJBHYIO IPOBEPKY HA MYTAareHHOCTh WJIM BPEIHOCTH JIEKApPCTB, IIPENapaToB,
repOUIUI0B, UIIEBbIX KpacUTeNeH;

"  3aIUTY MOJIOBBIX OPTaHOB OT OOIyUEHUS IPU PeHTreHOrpad Uy U PEHTIe€HOCKOTIHH,

"  yIydIIeHWEe YCJAOBHA Tpyna JuUis paOOTHUKOB psfaa NpoQPeccHil ¢ TOBBIIICHHON
BPEIHOCTBIO U JP.

* OgHO W3 OCHOBHBIX MEpONPUATUNH MAaccoBOW MNPOPMIAKTHKH - Ipolarasja
TEHETUYECKUX 3HAHUM CpeIh HACEJICHUS.
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Bomnpocs! u 3ananus

1. CocraBbTe Kiaccudukamnmto GopM HacIeICTBEHHOH MaTOJOTHH YeTIOBEKa.

2. Uro Takoe reHHble Oomne3nu? Kakme MeTOABl MOXXHO HCIONB30BaTh IS aHAINA3A
HacJIe/IOBaHUs MOHOTEHHBIX 3a0osieBaHui? OOBSCHUTE NPUYMHBI BO3HUKHOBEHHUS TE€HHBIX
OoJie3Hel yeIoBeKa.

3. CocraBbTe KiIaccH(pHKAIMIO TeHHBIX OoJie3Hel YenmoBeka. [[puBeuTe mpuMepsl H3BECTHBIX
BaM T'€HHBIX 3a00JIeBaHUN.

4. Cnenaiite CUMBOJIMYECKYIO 3allUCh T€HOTHUIIOB CIEAYIOIUX WHIUBUIYYMOB U OIPEIEINTE
BEPOSITHOCTh TOSBICHHUS] Y HUX COOTBETCTBYIOIIMX MATOJOTHYECKHX MPU3HAKOB: 1) MyXX4HMHa,
TETEPO3UTOTHBIN 0 TeHY (PEHUIKETOHYPUH (ayTOCOMHO-PEIICCCUBHBINA THIT HACJIEIOBaHHS); 2)
JKEHINMHA, TOMO3UTOTHAS MO0 TeHY (PeHHIKETOHYpHH; 3) MYyKUMHA, TeTEPO3UTOTHHIN MO TeHY
axOHJIPOIUIa3UH (ayTOCOMHO-TOMUHAHTHBIM THI HACJIeIOBaHU); 4) )KCHIIMHA, T€TEPO3UTOTHAS
mo reny remodwinu (X-CIETUICHHBIA, pPEIeCCUBHBIA THUN HACJIEIOBaHUS); 5) MYXKUYHMHA,
TeMU3HUTOTHBIN TI0 TeHY TeMO( NN,

5. [lepeuncnute 0COOEHHOCTH POJOCTOBHBIX CXEM MPH HACJICOBAHUH B CEMBSX CIIETYIOIINX
THTIOB MOHOTEHHBIX 3a00JieBaHMil: 1) ayTOCOMHO-IOMHUHAHTHBIN; 2) ayTOCOMHO-PEIECCHBHBIN;
3) X-cuenseHHbI, TOMUHAHTHBIN; 4) X-CleNJIeHHbIH, pelleCCUBHBIN; 5) Y-ClIeT/IeHHbIH.

6. Uto Takoe XpomocoMHbIe Ooje3HM uenoBeka? Kakue MeTonbl HUCHONB3YIOTCS IS
W3y4YeHUs ITUX OOJIe3HEeH?

7. CocraBbTe KiIacCU(UKAIMIO W TMPUBEAUTE MPUMEPHI H3BECTHBIX BaM XPOMOCOMHBIX
Oomne3neit yenmoBeka. OOBSCHUTE ITUTOJIOTHYECKYIO OCHOBY (MEXaHW3M) BO3HHKHOBEHHUS ITHX
0ose3Hel.

8. Cnenaiite 3aKitOYeHHE O HOPMAIBHOM JIMOO TATOJIOTMYECKOM COCTOSHHHM W TIOJIOBOM
MPUHAJJIEKHOCTH JIFOJIEH co cienyromuMu kapuotunamu: 1) 46, XX; 2) 46, XY; 3) 47, XX, +21;
4) 47, XX, +21; 5) 47, XX, +13; 6) 47, XY, *+18; 7) 45, X; 8) 47, XXX; 9) 47, XXY; 10) 48,
XXXY.

9. CnemaiiTe CHUMBOJMYECKYIO 3alllCh KApUOTUIOB CJCAYIOMNAX WHIUBHIY "yMOB: 1)
HOpPMaJIbHBIA MYX4HMHA; 2) HOpMajbHas JKEHIIWHA; 3) MalbuuK ¢ cuHJpoMoM JlayHa (mpocras
Tpucomusi); 4) Maibuuk ¢ cuHapoMoMm llatay; 5) neBouka ¢ cumHIpomMoM DaBapjca; 6)
UHIUBUAYYM ¢ cuHapomoM Kiaiin-denprepa; 7) uanuBuayym ¢ cuaapomom IllepermeBckoro —
Teprepa; 8) me—BodYka ¢ CHHAPOMOM «KOIMAYHETO KPUKaY.

10. Cnenaiite 3aKIIOYEHHE O BO3MOXXHOM KapHOTHUIIE MHAUBHIYYMa Ha OCHOBAHWH CBEJICHUN
0 ero BTOPUYHBIX IOJIOBBIX MpPU3HAKAX U COJAEpPKAHUM TeJel] IOJIOBOTO XpOMAaTWHA B sjipax
KJIETOK CIU3UCTOW 000m0uky meku: 1) ¢eHorumn xeHckuit, 6omee 20 % KIETOK UMEIOT OIHO
TEJIbIIE TOJOBOTO XpoMaThHA; 2) (EeHOTHIT KEHCKUM, MOJOBOM XpOMaTWH HE OOHapyXeH; 3)
(denotun xeHckuit, 6omnee 20 % KIETOK UMEIOT JIBa Tellblla XpoMaTuHa; 4) (PeHOTHIT MY>KCKOH,
XpoMaTHH OOHapyxeH y 1 % HcclaeToBaHHBIX KJIETOK; 5) (eHOTHI MYXCKo#, Oonee 20 %
KJIETOK UMEIOT OJTHO TeJbIle MOJIOBOTO XpoMaTuHa; 6) ¢eHoTHnm Myxckoii, 6omee 20 % KIeTOK
HMEIOT J[Ba TeJbI[a XpOMaTHHa.

11. Uro Ttakoe MmymnbTH(aKTOpuanbHble OoNie3HH denoBeka? HazoBuTe H3BeCTHBIE BaMm
MIpUMEPHI MYJIbTH(AKTOPHATEHBIX 3a00ieBanmii. Kakre MeToapl MOTYT OBITh HCTIOJIB30BAHBI IS
M3YYeHHsI 3TUX Oosie3Hen?

12. Kak MOXHO C TMOMOIIBIO OJIM3HEIIOBOTO METOJ/Ia OICHUTH POJIb HACJIEICTBEHHOCTH W
(hakTOpOB CpeJibl B pa3BUTUU MYITbTU(AKTOPUATHLHBIX 3a00IeBaHUN?
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