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MOTHUBAIIMOHHASA XAPAKTEPUCTHUKA TEMBI

OO01ree BpeMs 3aHATHI. 5 aKaJIeMUYECKUX YaCOB.

Heapb 3aHATHSA. U3YYUTHh MaTOPUZNOIOTUICCKUE aCTIEKThI HACIICCTBEH-
HBIX (OPM TATOJIOTHH, THIBI WX HACJICIOBAaHUS, MMO3HAKOMHUTHLCS C HamOoJiee
4acTO BCTPEUAIONIUMUCS HACJIEICTBEHHBIMU 3a00JICBAaHUSIMA M aHOMAJHSIMU
pPa3BUTHS, MPUHIIATIAMA UX TTPO(HUIAKTHKY U JICUCHHUS.

3agauu 3ansTus. CTyIeHT JOJDKEH:

1. 3Hath:

- 00mryro K1accuUKaIUo U 3TUOJIOTHIO HACIIEACTBEHHBIX (POPM MaToIio-
MU, TPUIUHBI BOSHUKHOBEHUS (DEHOKOIIHNH;

- OCHOBHBIC TATOTEHETUYECKHE MEXaHU3Mbl PA3BUTHUS HACIEICTBEHHO
00yCJIOBJICHHBIX 0OJIE3HEH;

- TPUYMHBI, KJIacCUPUKALMIO U OOIIME 3aKOHOMEPHOCTH IaTOreHe3a
FeHHBIX 3a00JI€BaHMIA;

- KJIMHAYECKHE TPOSBIICHUS] HEKOTOPHIX HACIEACTBEHHO OOYCIIOBIICH-
HBIX T€HHBIX 00JIe3HEN OOMEHA BEIIECTB,

- TPUYMHBI, KJIaccuPUKaiuio U 0OIIMe 3aKOHOMEPHOCTH IaTOTeHE3a
XPOMOCOMHBIX 0OJIe3HEH;

- XapaKTepHble O0COOEHHOCTH U KJIIMHUYECKUE TPOSIBICHUS HEKOTOPHIX
XPOMOCOMHBIX OOJIe3HEH;

- METOJbl MEIUIIMHCKON T€HETUKH, MPUHIUIBI TPODUIAKTUKH U JIeue-
HUS HACJIEJACTBEHHOM MaTOJIOTHH.

2. O3HaKOMHUTBCS C OCHOBHBIMU HACJICJACTBEHHBIMH CHUHIPOMAaMHU, HUX
MIPOSIBIICHUSIMU M KITMHUYICCKUMU TTPU3HAKAMU.

3. TlproOpecTy HaBBIKK PEIICHHUS CUTYAIIMOHHBIX 33/1a4 110 TEME 3aHSTHS.

TpebGoBanusi K MCXOAHOMY YPOBHIO 3HAHMU. J[71 TOTHOTO yCBOCHUSA
TE€MbI CTYAEHTY HEOOXOJIMMO MOBTOPUTH U3 MEOUYUHCKOU Ouono2uu u obujeti
2eHemuKu: HaCIEeICTBEHHOCTh U M3MEHYMBOCTh; THUIHI HACJICIOBAHUS; TEHOTHUI
1 (DEHOTHI; METO/IbI UCCIICTIOBAHUS B MEIUIIMHCKON TEHETHKE.

KoHTpo/ibHbIE BONPOCHI U3 CMEKHBIX TMCHMILINH:
[TonsiTHE O reHEeTUKE YeI0BeKa, €€ MpeaMeTe, METO/1ax U 3a1avax.
[TonsiTue 0 HaCIEACTBEHHOCTH ¥ U3MEHYMBOCTH.
[TonsiTUst 0 reHOTHIE ¥ PEHOTUIIC OPTaHU3MA.
[TonsiTHE O TUIAX HACJIEIOBAHUS HACIEICTBEHHBIX OOJIE3HEH.
. IloHsiTHE O MeTOAAX UCCIEAOBAHUS MEAUITMHCKON TeHETHKHU.

KOHTpOJIbeIe BONPOCHI M0 TeMe 3aHATHA:

1. Ponp HacneACTBEHHOCTH B MATOJIOTHH. PactipocTpaneHHOCTh HacHeI-
CTBEHHBIX U BPOXKJICHHBIX 3a00JICBaHHMA.

2. TloHsATHE O HACIEACTBEHHBIX M BPOXACHHBIX Ooye3HsXx. DeHoKommH,
MIPUYHUHBI UX PA3BUTHS.

akrwpNE



3. Knaccudukanuss Oosie3Hel € y4eTOM B3aMMOOTHOIICHUS Hace-
CTBEHHBIX U CPENOBBIX ()aKTOPOB B UX pa3BUTHH. [[oHITHE O IEHETPAHTHOCTHU U
AKCIPECCUBHOCTH, UX POJIb B IMATOJIOTHUH.

4. DTuonorusi HacIeICTBeHHbIX ¢opMm marojoruu. [lonsitue o myrare-
Hax. MyTanuu, ux BUJIbI.

5. AHTHMyTareHe3, MEXaHU3MBbI JICHCTBUS aHTUMYTAareHHbBIX (PaKTOPOB.

6. Knaccudukaius HacneCTBEHHBIX (JOPM MATOIOTHH.

7. T'ennbie 60ne3HU. DTHONOTUA. OO0IIMEe 3aKOHOMEPHOCTU TaTOreHe3a.
Knuaudeckue nposiBieHUs HEKOTOPBIX HACIEICTBEHHO O0YCJIOBICHHBIX 00J1€3-
Hell oOMeHa BerecTB (aJKanToHypusi, (DEHUIKETOHYPHs, rajJaKTO3eMHUsI, Tera-
TorepeOpaIbHas TUCTpodus).

8. Xpomocomubie Oomne3Hu. Jtuomnorusi. O0mMe 3aKOHOMEPHOCTH TaTo-
rede3a. KapuoTun, KIuHUYECKHE MPOSIBJICHUS HEKOTOPHIX XPOMOCOMHBIX CHH-
apomoB (6one3up JlayHa, cunapomsr Knaitndenrepa, [laray, DnBapca, Tpuco-
must X, XYY, tpucomust 8).

9. MeToapl MEIUIIMHCKOM T€HETUKH.

10. IpuHIMIBl 1 METOABI TPOMUIAKTUKN HACIEICTBEHHON MaTOJIOTHH.

11. [IpuHUIMIBI TepalluK HACICACTBEHHBIX OOJIC3HEH.

JIJIst TOJTHOTO YCBOEHUS TAaHHON TEMBI CTYACHTY HEOOXOIMMO MTOBTOPUTH
y49eOHBII MaTepuan U3 CMEXKHBIX JUCIUIUIMH, 3aT€M 03HAKOMHUTHCS C M3JI0KEH-
HBIM MaTepHuayioM nocoOus. Jljis Toro, 4ToObI U3yUeHHE TEMbI ObLIO OoJiee 0Co-
3HAHHBIM, CTYACHTY PEKOMEHIYETCS BECTH yYeT BOMPOCOB, BO3HHKAIOIIUX B
XOJI€ CaMOCTOSTEIHLHOM MOATOTOBKU K 3aHATHIO. OTBETH Ha HUX MOYKHO IIOJTY-
YUTh B MPOIECCE pabOTHI C JTOMOJHUTEIBLHOW JTUTEPATypO MM Ha KOHCYIbTa-
nuu ¢ mpenoaaBareneM. CaMOCTOSITEIRHOE PEIICHUE CUTYAaIllMOHHBIX 3ajad
MO3BOJIUT CTYACHTY aJ€KBAaTHO OIICHUTh COOCTBEHHBIC 3HAHUS M MOKAXKET ypo-
BEHb YCBOEHUS UM y4eOHOTO MaTepHuaia MpernoiaBaTelio.

3aBepiIaimuM TarnoM B paboTe HaJl TEMOM CIIy,aT KOHTPOJIbHBIE BO-
MPOCHI, OTBETHUB HA KOTOPHIE CTYJIEHT MOKET YCIICITHO MOATOTOBUTHCS K J1abo-
pPaTOPHOMY 3aHSTHIO 1O TeMe «PoJib HACIEACTBEHHOCTH B MATOJIOTHUU.

OBIIASI XAPAKTEPUCTHUKA HACJIEJCTBEHHOM ITATOJIOT UA

MEIUIUHCKASI TEHETUKA U EE 3AJJAUN

Hacnedcmeennocms — 3TO CBOMCTBO >KMBBIX CYIIECTB U KIIETOK Opra-
HU3Ma MepeiaBaTh CBOU NMpPU3HAKKU (aHATOMO-(U3UOJOTHUECKUE OCOOCHHOCTH)
noToMkaM. OHa o0OecreynBaeT OTHOCUTENIbHYIO CTa0MIBHOCTh BUaa. Martepu-
QJIbHBIMU HOCHUTENIIMU HACJIEJICTBEHHOW HH(OpMaluu SBISIOTCS TE€Hbl —
yuyactku Moiiekynsl JIHK.

H3menuusocmsb — CBOMCTBO OpraHU3Ma U €ro KIJIETOK, IPOSBIAIOLIEEC
B BO3HUKHOBEHUHU HOBBIX ITPU3HAKOB.



B nacrosmiee Bpems n3ectHO oko10 2000 BUI0B HACIIEICTBEHHOM MMaTO-
JIOTHMHM M T€HEeTHUYECKHU JCTCPMUHUPOBAHHBIX CHHAPOMOB. UHCIO UX TOCTOSTHHO
pacTeT, €KEroJIHO ONMHCHIBAIOTCS JIECSITKU HOBBIX (DOPM HACIIEICTBEHHBIX 00-
ne3Hedl. OCHOBHBIMM TIPUYMHAMH, CIIOCOOCTBYIOIIMMH YBEIWYECHHUIO POCTA
HACJICJICTBEHHOM MaTOJIOTHH, SBIISTFOTCS

— 3HAYUTENbHBIC YCIIEXHW MEIWIMHBI B JICUCHHH W TPEAYNPEKICHUN
MHOTMX MH(EKIUOHHBIX OOJIE3HEH;

— BO3pacTalolee 3arpsA3HCHHE OKpYXKalomeld cpeapl MyTareHHBIMH
arcHTaMHu;

— YBEIWYEHHUE CPETHEH MPOTOKUTEILHOCTH KU3HU YEIIOBEKa.

Hapsimy ¢ 3TUM COBEpIICHCTBOBaHHE METOAOB AHMATHOCTHUKHA M yCIIEXU
MOJICKYJIIPHOW OMOJIOTHH TTO3BOJISIOT BBISIBJIATH TCHETHUECKYIO TIPUPOAY psla
Cephe3HBIX 3a00JIeBaHMI, paHEe HE CBI3BIBAEMBIX C AHOMAIHMSAMU T'€HOMA
(HammpuMep, XpOMOCOMHEIE OOJIE3HH).

I'enemuka — >TO HayKa O HACJICJICTBEHHOCTH M HW3MEHYMBOCTHU Opra-
Hu3Ma. Pa3jen reHeTuku, KOTOphIi 3aHMMAaeTCs M3yYeHHEeM HaclIeICTBEHHOCTH
1 U3MEHYMBOCTH YEJIOBEKA ¢ TOYKH 3PEHHUS IMATOJOTHH, Ha3bIBACTCS MEeOUUUH-
CKOU 2eHemuKou.

OCHOBHBIMHM 33JJa4aMH MCAUITUHCKOM TeHETHKH SBJISIOTCS:

1. V3yyeHnue HaACIEICTBEHHBIX ()OPM TMATOJIOTHH, UX ITHOJOTHH, TaTO-
reHe3a, COBEPIICHCTBOBAHNE TUATHOCTHUKH, pa3padoTKa METOIOB NPO(HUIAKTH-
KM U JICUCHHS.

2. V3yueHnve mpuyuMH U MEXaHU3MOB HACJIEJACTBEHHO JICTCPMHHHPOBAH-
HOM TIPEJPAaCIIOIOKEHHOCTH M PE3UCTCHTHOCTH K Pa3IUYHBIM (B TOM YHCIIC U
UHQEKITMOHHON TIPUPO/IBI) 3a00JICBaHISIM.

3. H3yueHue poiau v 3HAYCHHUS TCHETHYECKOTO arlliapara B pa3BUTHH pe-
aKIMi ajanTalid, KOMIICHCAIIMH U SBJICHHUSIX JICKOMIICHCAIIHH.

4. TloapoOHOE BCECTOpOHHEE M3YyYCHHE MPOIECCOB MyTarcHe3a W aHTH-
MyTareHesa, X poJIii B pa3BUTHHU OOJIC3HEM.

5. Uzydenue psga oOIECOMOTOTHYSCKUX IIPOOIEM: MOJICKYJISIPHO-
FeHeTHYSCKUX MEXaHHW3MOB KaHIIEPOTeHe3a, POJIM TeHETUYECKOTO almapara B
SBJICHUSIX TKAHEBOW HECOBMECTHMOCTH, ayTOMMMYHHBIX PEAKIHIX OpPTaHU3-
Ma | JIp.

IIOHATHUE O HACJIEJCTBEHHOM Y BPOXKJIEHHON NATOJIOT A . @EHOKOIINA

[ToHaTns «HACIEACTBEHHBIC OOJIC3HU» W «BpPOXKJICHHBIC 3a00JeBa-
HUS» JAJICKO HE OJTHO3HAYHEI.

Bposicoennvimu Ha3bpIBaIOT M100BIE 3a00JI€BaHUS, TTPOSBIISIIONTUECS CPaA3y
rmocie poxacHus pedenka. OHM MOTYT OBITh HACJICACTBEHHBIMH M HEHACHC-
CTBEHHBIMU.

K uucny nacneocmeennvix 6onezneit OTHOCITCA JIMIIb T€, B OCHOBE KO-
TOPBIX JIEKAT CTPYKTYPHbIE M3MEHEHHUSI B TeHEeTHYeCKoM Martepuaie. OaHu u3
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HUX KJIMHUYECKHU MPOSBIISIIOTCA YK€ B TIEPBBIC THU MTOCIIE POKIACHUS, IPYTUE —
B IOHOIIIECKOM, 3PEJIOM, & MHOT/Ia U B TTOXKUJIOM BO3pacCTe.

Henacneocmeennuie 601e31u 00YCIOBICHBI JIEUCTBUEM HEOJIArONPUsIT-
HBIX ()aKTOPOB Cpe/bl HAa PA3BUBAIOIIUIICS TUIOJ B MEPUOJI OEPEMEHHOCTH U HE
3aTparuBaroOT €ro reHeTUYECKUM armapar.

DOeHOKONUY, IPUYUHBI UX Pa3BUTHUSA

B MeauimHcKol TeHeTUKe BBIJCISAIOT €Ile OJHO MOHSATHE — (PEHOKOIHUH.
Denoxonua NPENCTaBIACT COOOM KIMHUYECKUN CHUHIPOM, BO3HHUKAIOIIMMA IO
BIUSHUEM (DaKTOPOB BHEIIHEH Cpeabl B MEPHO] AMOPHOHAIBLHOTO pPa3BUTHS,
CXOJHBIN 10 CBOMM TMPOSIBIICHUSIM C HACJICICTBEHHBIM 3a00JIeBaHUEM, HO HMEIO-
IIIU HETCeHETUYECKYI0 MPUPOAY BO3HUKHOBEHMS. Hamprmmep, Takue aHOMAJIHH,
KaK «BOJIUbsl NACMbY», <3as4bs 2y06a», MOTYT OBITb W HACJIEACTBEHHO OO0YCJIOB-
nerabiME (cubapoM IlaTay), 1 HEHACIEICTBCHHBIMY, BO3HUKAIOIIUMHU B PE3YJIb-
TaTe HapYIICHUS SMOPHOHAIBHOTO pa3BUTHA. [ unomupeo3 HaCIEIyeTcs Kak
ayTOCOMHO-PEIECCUBHBIN MPU3HAK, HO MOKET BCTPEUAThCS U Kak (PEHOKOMHS Y
JI0JIeH, TIPOXKUBAIOIIMX B palloHaX, IJie NMUTheBas Bojaa OeaHa WojaoM. Pawmsis
27IyXoma MOKET HACJIeIOBAThCsI KaK PEleCCUBHBIN WM JTOMUHAHTHBIN TPU3HAK,
a MOKET BCTPEUaThCsl KaKk (PeHOKOMUS y JIeTel, POXKIACHHBIX KEHIIMHAMU, Tepe-
00JIEBIIMMHU BO BpeMsi OEPEMEHHOCTH KPACHYXOM.

Takum oOpa3oM, GEHOKONMMHM MPEACTaBISIIOT co0oM 3abojeBaHMS,
BHEIITHE ITOX0XKHUE Ha HACJICICTBCHHBIE 0OJIE3HH, HO HE CBS3aHHBIC C U3MCHCHM-
€M TCHOTHIIA.

[IpuuriHamMu (GEeHOKOMUH MOTYT OBITh:

— KHCJIOPOIHOE TOJIOaHue Iuioja (BHYTPUYTPOOHAsI THITOKCHS), BBI3bI-
BafOIIICe Pa3BUTHE CEPHE3HBIX NE(PEKTOB CTPYKTYphl MO3ra W Yepera, MUKPO-
uedanuro;

— OSHJOKPUHHBIC HApPYIICHUS B OpPraHU3Me OCpEeMCEHHOM JKEHIIHMHBI (Be-
POSITHOCTb POKIEHUSI OOJNBHOTO peOEHKAa y TaKOM JKEHIIWHBI TMPUMEPHO B
2,5 pa3a Bbiie);

— uH}EKIMOHHBIC 3a00eBaHMs OEpeMEHHOM KEHIUHBI (TOKCOILIa3MOo3,
KpacHyxa, CUUINC U JIp.), OCOOCHHO B paHHHUU MEPHOA OCPEMEHHOCTH, BBI3bI-
BaIOIIKE B 3HAYMTEIBHOM MpolieHTe ciydaeB (10 60—70 %) Tskenbie ypoacTBa
(Mukporedanuio, IIIyXOHEMOTY, PACIICIUHY MITKOro Heba u 1p.);

— TsDKENasi ICHXWYeCcKas TpaBMa M JUTUTEIbHBIC SMOIMOHAIBHBIC TTepe-
HaIPsHKCHUS KCSHIIMHBI B TIEPHOJT OEPEeMEHHOCTH;

— JIGKapCTBEHHBIC TIPemapaThl, 00JagaroNiue MUTOTOKCUICCKAM WK aH-
THMETA00IMYECKUM JICHCTBHEM,

— XPOHUYECKHH aJKOTOJIN3M POJUTelicH (MOPOKU pa3BUTHA y JACTCH He-
MBIONINX POJMUTENEH COCTABISIIOT 0K0JI0 2 %, y yMepeHHO nhromux — 10 9 %,
y CWJIBHO TbEOIIUX — 74 %) u np.



KIIACCU®UKAIIMA BOJIE3HEN C YYETOM B3AMMOOTHOIIEHUS
HACJEJACTBEHHBIX U CPEJIOBBIX ®AKTOPOB B UX PA3BUTHUU. IIOHATHUE
O IEHETPAHTHOCTH U SKCITPECCUBHOCTH

B pasButumn 605€3HU, KaK U B )KU3HEACITEILHOCTH 3I0POBOTO OPTaHU3-
Ma, IPUHAMAIOT yJacTHe JBAa OCHOBHBIX (haKTOpa: BO3JCHCTBHUS BHEIIHEH cpe-
abl (6Hewnuil gpakmop) M HACIEACTBEHHOCTD (6Hympennuil hakmop).

C y4yeToMm yaenpHOTO Beca BHYTPEHHETO M BHEITHEro (hakTOpOB B pa3Bu-
TAU OOJIC3HW BBIJCIIAIOT cieayromue rpynmnbl 3adoieBanuii (H. I1. Boukos,
2002):

1. Coocmeenno nacneocmeennwvie 6one3nu. Ilpunannoit 3Tux 3adoseBa-
HUW SBJSIOTCS aHOMAJIWM B TEHETUYECKOM ammapare KIeTKH, T. €. Mymayuu
(reHHBIC, XPOMOCOMHBIC ¥ TeHOMHBIe). Cpena onpeiensieT JHIlb HeHempann-
Hocmb (4acTOTy MPOSIBICHUSI aHOMAJIBHOTO T'€Ha B MOMYJISAIMH 0coOel, 00J1a-
JAIOUINX JITAHHBIM T€HOM) M 9KCHPeccUsHocmb (CTCTIeHb BBIPAKEHHOCTH JICH-
CTBHSI T'€Ha Y KOHKPETHOM 0cobu). K 3To#t rpyIie OTHOCATCS TaKUe MOHOTCHHO
oOycIioBIIeHHbIE 3a00JIeBaHMs, KaK aJKanTOHypusi, (HEHUIKETOHYPHs, TenaTo-
uepedpanbHas auctpodusi, reMopuiIns U Jp., a TaKKe BCE XPOMOCOMHBIE 00-
JI€3HH.

2. DKozenemuueckue 3abon1e6anusa. JTa TPyNIa HACIEACTBEHHBIX 00-
Je3He o0ycloBlieHa MyTalluel, AeMCTBUE KOTOPOW MPOSBISIETCS TOJNBKO MPH
BO3JICCTBUM HA OPraHU3M ONpPEEJIEHHOr0, Crieun(pruuecKoro st JaHHOTO MYy-
TAHTHOTO TeHa ¢akTopa BHemHEeH cpeapl. g 3 Tux Oone3Hel M reHeTHu4YecKas,
U CpeloBasi COCTAaBIISAIONIAS MPEICTAaBICHBI OJHO(PAKTOPHO: WHIWBUYATbHBIN
reH — crenuduueckuii K JaHHOMY TeHY cpefioBoii ¢akrop. K takum 3aboseBa-
HUSIM OTHOCHTCS, HallpUMEpP, CEPIIOBHIHOKICTOYHAS aHeMHUs (IOJyJOMHUHAHT-
HO HacjieyeMasi TeMOTJI00MHOMaTHs). Y TeTepo3uroTHeIx Hocuteneit HbS re-
MOJIMTUYECKHE KPHU3bI, BEYIIHE K aHEMHUH, BOZHUKAIOT JIUIIh B YCIOBUSX TH-
MOKCUHU WK anuao3a. [Ipu HaciencTBeHHON (hepMEeHTOmaThH, CBSI3aHHOM C Jie-
(GUIIUTOM TIII0K030-6-pocdaTaeruaporeHassbl, aHaJOTUIHYIO POJIb MOXKET WT-
paTh NPUMEHEHHE JIEKapCTB-OKHUCIUTENEH, ynoTpeOiieHrne KOHCKUX O000B,
WHOTJIa BUPYCHASI HHPEKIHS.

3. bone3nu ¢ nacnedcmeeHHO npPeopacnooHceHHOCmblo. SIBISIOTCS
PE3YNBTATOM B3aMMOJEHCTBUS TeHETUYECKUX U CPEAOBBIX (DAKTOPOB, IPHUEM H
Te, U APyrue MHOTOYMCIICHHBI. IHOTIa 3TN 00J€3HN Ha3bIBAIOT MHOTO(AKTOP-
HBIMH, WJIH MYJIbTH(PAKTOPHAITBHBIMA. K HIM OTHOCHTCS TIOJIaBIISIOIIEE YHCIIO
00J1e3HE 3penoro U MOKMUIIOrO BO3pacTa: TMIEpTOHMYECKas 0oJie3Hb, aTepo-
CKJIEpO3, HIIeMUYecKas OOJie3Hb cepilla, S3BEHHas OOJIe3Hb >KEIyJIKa U
12-nepcTHOM KUIIKH, 3]I0KAY€CTBEHHBIE HOBOOOPA30BaHUS U JIP.

Mexay BTOpOW U TpeThell Tpymmoi 0ojie3Hell HeT YeTKoW pa3Hullbl. Mx
4acTo OOBEIUHSIOT B OJHY Ipyniy OOje3HEeH ¢ HacleICTBEHHOW Ipepacio-
JIO’)KEHHOCTBIO, pas3finyasi MOHOTEHHO U TIOJUTEHHO JIETEPMUHUPOBAHHYIO
IPEIPACIIONOKEHHOCTbD.



4. bone3nu, obdycnosiennsle pakmopamu cpeovt, om 0elcmeus Komo-
PbIX Opeanu3m He umeem cpeocme 3auumol (SKcmpemanvHvle). ITO pa3iind-
HbIe TpaBMbl (MEXaHHUYECKas, JJCKTpUYecKas), OOJIC3HH, BO3HUKAIOIIUE ITOJ
JICUCTBUEM MOHU3UPYIOIIEH paaualiuu, 05K0Tv, OTMOPOXKEHHsI, 0CO00 OmacHbIe
uHpexuu u np. ['eHeTndeckuit pakTop B ITUX CIydasxX OMpEesieT JUIIb Ts-
XKEeCTb 00JIE3HU, €€ UCXO/, B PsJE CIIy4yaeB — BEPOSTHOCTh BO3HUKHOBEHUS .

KIIACCU®UKALIUA HACJAEACTBEHHBIX ®OPM MATOJIOT'MA

B cBsi3U €O CII0KHOM NPUPOJION HACIEICTBEHHOW NATOJIOTUH CYLIECTBYET
JIBa OCHOBHBIX MIPUHIINAIA €€ KIACCU(PUKAINN: KIMHUUYECKUN U TeHETUYECKUA.

Knunuuecxuii npunyun kiaccuguxkayuu noapasyMeBaeT JIeJIeHUe HacIea-
CTBEHHBIX ()OpM MATOJOTUU B 3aBUCUMOCTH OT OpPTaHa WM CUCTEMbI, HanuboJiee
BOBJICYEHHBIX B MATOJIOTMYECKUM MPOLECC. B COOTBETCTBUM C 3TUM KPUTEPUEM
BBIJICTISIFOT HACJIEJACTBEHHO OOYCIOBJIEHHBIE 3a00JieBaHUSI HEPBHOW CHUCTEMBI,
00JIe3HU OMIOPHO-JBUTATEILHOIO afnmnapara, KOXH1, KpOBU U JIp.

B ocHOBY eenemuueckoii knaccuguxayuu HaCIEICTBEHHBIX O0Jie3HEN
MOJIOKEH ATUOJOTMYECKUIN TMPUHIIUII, & UMEHHO THIl MYTallMd U XapakTep HUX
B3aMMOJIEMCTBUS CO CpeAOr. B COOTBETCTBUM C 3TUM KPUTEPUEM BCHO HACIEI-
CTBEHHYIO NATOJIOTUIO MOKHO Pa3/IeJINTh HA TPYIIIbI:

1) eennvie 60ne31uU, BRI3bIBACMbIC TCHHBIMUA MYTAIUSIMH;

2) xpomocommuvle 6One3HU, BOSHUKAIONIUE B PE3yJbTaTe XPOMOCOMHBIX
WJIA TEHOMHBIX MYyTallUl;

3) 6onesnu ¢ uacreocmeennol npeopacnoodxcenrocmoto (MHoO2OaK-
MOpHblE) — PA3BUBAIOTCA Yy JIMII C COOTBETCTBYIOLIMM COYCTAHHEM <«IIpepac-
TOJIATAIOIIMX » HACTIEJCTBEHHBIX U «IPOSBIISIONINX>» BHEITHUX (PAKTOPOB;

4) cenemuueckue 60Ne3HU COMAMUYECKUX KIeMOK;

5) bonesznu eenemuueckoli HecoeMeCMUMOCIU Mamepu U niood.

Kaxnag v3 3Tux rpy1i, B CBOKO OY€pEb, MOAPA3ACIACTCA B COOTBETCTBUU
c OoJiee JeTaTbHOM T'€HETHYECKOW XapaKTePUCTUKON U TUIIOM HACJICAOBaHUS.

ITHOJIOI' Usl HACJIEJICTBEHHBIX ®OPM ITATOJIOT U H.
MyTAIAM, UX BUJIbL. IIOHSITHE O MYTATEHAX

OTnenpHbIE T€HBI, XPOMOCOMBI U T€HOM B IIE€JIOM ITOCTOSIHHO IpeTepIie-
BalOT pa3zHooOpa3Hble M3MeHeHus. HecMoTpss Ha TO, YTO CYIIECTBYIOT MeXa-
HU3MBI penapaiuu (BocctaHoBieHus) JIHK, gacTh moBpexaeHHH W OIIMOOK
coxpansiercsi. I3MeHeHus B MOCJIeI0BAaTENbHOCTH U unciie HykiaeoTu10B B JJHK
HAa3bIBAIOT MYTAIUAMU.

Mymayuu — cToiikoe CKauKkoOoOpa3HOE€ M3MEHEHUE B HACJIEICTBEHHOM
amnmapare KJIETKH, HE CBSI3aHHOE C OOBIYHOM peKOMOWHAIMEH TeHETHYECKOTO
Marepuaia.

Bce myTaruu kiaccuuiMpyroT B COOTBETCTBUU C HECKOJIBKUMU KpUTE-
pUSAMU.



1. Ilo npuuune 603HUKHOBeHUA DPA3NUYAIOT CIIOHTAHHBIC U WHIYIIUPO-
BaHHbBIC MYTAIlUH.

Cnonmannvle Mmymayuy — 3TO MyTallud, BO3HUKIINE CAMOIPOU3BOIBHO
MOJI BJIUSIHUEM E€CTECTBEHHBIX MYTAareHOB 3K30- WJIA IHIOT€HHOTO MPOUCXOXK-
nenus. [IpuyrHON Takux MyTaluii MOKET ObITh KOCMHYECKOE M3JIy4YeHue, pa-
JMOAKTUBHBIC M30TOIBI, HJIOTCHHBIC XUMHUCCKHE MyTarcHbl (IEPEKUCH U CBO-
OO/IHBIC PaMKAIBI — ayTOMYTareHsl), 00pa3yoomecs: B OpraHiu3Me B Iporiec-
ce oOMeHa BEmIeCTB. 3HAYNTEIBHYIO POJb B BO3HUKHOBCHHH CIIOHTAHHBIX MY-
Taluil UrpaeT BO3pacT. Y MYXYHMH C BO3PacTOM B TIOJIOBBIX KJIETKaX HaKaIUIH-
BAlOTCSl TEHHBIC MYyTAIMK. Y XEHIIMH 3aBUCUMOCTh T'€HHBIX MYyTaIliii OT BO3-
pacTa He OTMEYEHa, HO BBIABIICHA YETKAs CBsI3b BO3pacTa MaTepu C YaCTOTON
XPOMOCOMHBIX 3a00JI€BaHHI Y TOTOMCTBA.

Hnoyyupoeannvie mymayuu — 3T0 MyTallid, BbI3BaHHBIE HaIlPaBICHHBIM
BO3/ICHICTBUEM Ha OpraHu3M (HhakTOPOB PA3IUYHOTO MPOUCXOXKACHUS — (pusmye-
CKUX, XUMHUYECKUX WM OMOJIOTMYECKUX MYyTareHOB. PacmpocTpaHeHHOCTh HEKO-
TOPBIX MyTareHOB B Cpejie OOMTaHMS YeJIOBEKa MpeiCTaBieHa B mpui. 1.

K ¢usuueckum mymacenam OTHOCSITCS MOHH3HMPYIOIIUE H3ITydeHus (o-,
B- ¥ y-Jlydu, pEHTTEHOBCKOE M3JyueHHE, HCHUTpPOHbI) U Y D-m3nyueHue. Oco-
OCHHOCTh MOHM3HPYIOIIETO M3TYYSHHs] COCTOMT B TOM, YTO OHO MOXET MHIY-
IIMPOBATh MYTAIlMHA B HU3KHUX J[03aX, HE BBI3BIBAIOIINX JTyYEBOTO MTOPAKEHUS.

K xumuueckum mymacenam OTHOCST CHUPTHI, KUCIOTHI, TSKEIBIE Me-
TaJJIbl, COJIM U APYTHe COCTUHCHHS. XMUMHUYECKHE MYTareHbl COJCPKATCSA B
BO3ayxe (MBIIIbAK, (PTOP, CEPOBOJOPOJI, CBHHEI U JIP.), MOYBE (MECTHIIUABI 1
JAPYrUe XUMHUKAThI), MHUINEBBIX MPOAYKTaX, BOAC. Y CTAHOBJICHO, YTO MHOTHE
JIeKapCTBEHHBIC TMpemnapaThl 00JaJal0T BBHIPAXKEHHOW MYTareHHOW aKTHBHO-
cThio (mpuit. 2). O4eHb CHIBHBIM MYTAareHOM SIBJISI€TCS KOHJICHCAT CUIaperT-
HOTO JIbIMa, KOTOPBIN cojaepkuT OeH3nupeH. KoHaeHcaT apiMa W MOBEPX-
HOCTHAasI KOpOUKa, 00pa3yromiuecs npu 00KapuBaHUU PHIObI U TOBSIUHBI, CO-
JepKaT MUPOJIU3aThl TpUNTOhaHa, KOTOPHIC SBISIOTCS XUMUYECKUMU MYTa-
reHamMu. OCOOEHHOCTh XUMHUUECKUX MYTareHOB COCTOUT B TOM, UTO HUX JCH-
CTBHE 3aBUCUT OT JI03bl U CTAJIUM KJIETOYHOTO IMKiIa. UeM Bblle J03a MyTa-
reHa, TeM CUJIbHEE MyTareHHbIA 3P (DeKT.

K 6uonoeuueckum mymazenam oTHOCSTCS OaKTepHAIbHBIE TOKCHUHBI, BH-
PYCBl KOpH, KpacHyXH, TPHWIINA, Teplieca, aHTUTCHBl HEKOTOPHIX MHKpOOpra-
HU3MOB.

OCHOBHBIC MEAWIIMHCKHEC TIOCIEACTBUS MyTarcHe3a B Pa3jIMYHBIX THUIIAX
KJICTOK ITPEICTAaBJICHBI Ha puc. 1.

2. Ilo 6udy knemok, B KOTOPBIX MPOU30IIIIA MYTaIUs, BBIIEISIOT TaMe-
TUYECKHUE, COMATUYECKUE U MO3aUYHbIC MYTaIlUH.

I'amemuueckue mymayuu BO3HHKAIOT B MOJOBBIX KieTkax. OHU Hacle-
JYIOTCSl TOTOMKAMH M, KaK MPaBUIIO, OOHAPYKUBAIOTCS BO BCEX KIIETKAaX opra-



Hu3Ma. MX mociaeacTBUs CKas3pIBalOTCS Ha Cy/Ib0e IMTOTOMCTBA U CIIYXKAT IPHYIH-
HOU HACJIEACTBEHHBIX 3a00JICBAaHUA.

MYTATEHLI

v ] ¥

Myraunn B Myranns B
Myianuu B . i — .y L -
b COMATHMHRHX KJICTKAX SMOHOHA
EJCTRAX TOHAT KICTKAX H LI0AA
- Bpoaaenneie
> HacaccrzcHapie " 3U0KaMeCTECHRLIC HOPOKH M
0JIC3HR OOPA30BAH N paiBETHA

» llpewaesperenmoe Crmienne ‘
> Becnaoanc P pe: = npucnocodJieH-
cTapenne
HOCTH
Facwipeme . .
1 enereckorn . Hapymenne Cromramisie |
v ' HMMYNHTETA BB I -
OOTHMOphHEIMA Y

Puc. 1. MGJII/IIII/IHCKI/IG MMOCJIICACTBHA MYTArcHE3a B Pa3/JIMYHbIX THIIAX KJIICTOK

Comamuueckue mymayuyu BO3HHKAIOT B COMATHYECKHUX KJIETKAX, HOCAT
CIy4yalHbIA XapakTep, MOT'YT BO3HUKATh Ha JIIOOOHW CTaauu pa3BUTHS, HAUMHAs
¢ 3urotsl. [lo HacneaCTBY HE mepenaroTes.

Mo3zauunble mymayuu — 3TO MyTallUd, KOTOPbIE BO3HUKAIOT B KIIETKAX
AMOpUOHA WJIHU TUIoJA. B pesynbTaTe BO3HUKAIOT KJIETOYHBIC JTUHUU C pa3iuy-
HbIMU reHoTUnamMu. OJJHUA KJIETKH OpraHru3Ma UMEIOT HOPMAJIbHBIA KapUOTHIL, a
JIpYyrue — aHOMAaJIbHbIN. UeM paHbllle B OHTOI€HE3E MPOUCXOIUT COMATUYECKas
MyTaIusi, TeM OOJIbIlIe KIETOK COACPKHUT JAaHHYIO MyTaIlMi0O U TeM 00Jiee BbI-
PaXXEHBI €€ IIPOSIBIICHUS.

3. Ilo 3nauenuro pa3nuyaroT MaTOreHHbIC, HEUTPAIbHBIC U OJIArONpPUST-
HbIC MYTAallWH.
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Ilamocennvle Mmymayuu TPUBOAAT K THOEIH dMOpUOHA (MK TUI0JA) WITH
K Pa3BHUTHIO HACJIECICTBEHHBIX M BPOXKIEHHBIX 3a0ojeBanuii. OHU NENATCS Ha
JeTaJbHbIE, MONyJeTAbHbIC, HelleTalbHbIe. JIeTaTbHOCTh MOXKET MPOSBIISTHCS
Ha YpPOBHE raMeT, 3Ur0T, SMOPHUOHOB, IUIOAOB, & TAKXKE IOCIIE POKIACHUSI.

Hetimpanvhvie mymayuy 0OOBIYHO HE BIUSIOT Ha JKU3HEICSITEIBHOCTH Op-
raHn3Ma (HampuMep, MyTalluy, BI3BIBAIOIINE MOSBICHAE BECHYIICK Ha KOXE,
U3MEHEHHE I[BETA BOJIOC, PAIy’KHOU 00OJIOUKH TJ1a3a).

brnaconpusmuvle mymayuu TOBBIIAIOT JKA3HECTIOCOOHOCTh OpraHMU3Ma
wii Bujia (HarmpuMep, TeMHAas OKpacka KOXKHBIX ITOKPOBOB y JKUTENEH adpu-
KaHCKOTO KOHTHHEHTA).

4. B 3aeucumocmu om 00vema nospexdcoeHnoz0 mamepuaia MyTalun
JCIATCSI HA eceHHble (M3MEHEHMsSI B OTIENBHBIX TeHaX), Xxpomocomuvie (CTPYK-
TYpPHBIE XPOMOCOMHBIC aleppaiu), eeHomuble (YUCICHHBIE XPOMOCOMHBIC
abepparun).

AHTUMYTATEHE3. MEXAHU3MBI JTEHCTBUSI AHTUMYTATEHOB

Anmumymazene3 — 3TO TIPOLIECC MOJABICHUS CIIOHTAHHBIX U MHIYIIN-
pPOBaHHBIX MyTaluii. BemecTBa, obnagaronme TakKuMI CBOMCTBaAMH, Ha3bIBAIOT-
csl aHTUMyTareHaMu. HekoTopeie U3 HUX MPUBEIACHBI B TIPUI. 3.

CyIecTBYIOT pa3InIHbIC TPUHIIUIIBI KJTACCU(DUKAIIMA aHTUMYTare¢HOB:

1) Mo MPOUCXOXKICHHIO: SK30TCHHBIE M SHAOT'CHHBIC, BHYTPUKIICTOYHBIC
BHEKJICTOYHBIC;

2) MEXaHU3MY JICHCTBHS;

3) XUMHYECKOMY CTPOCHHUIO U aHTUKAHIICPOTCHHBIM CBOHCTBAM.

K sx302enHbimM OTHOCST aHTUMYTAreHHb!:

1) comeprkainyecss B MHINEBBIX MPOAYKTaX W IOMNAJAIONIME B OPraHU3M
YyeJoBeKa C MUIIEH.

— HE3aMCHHMBbIC aMUHOKHCIOTHI (METHOHWH, TUCTHINH, apTUHHH, TIIIO-
TAaMHUHOBAsI KUCJIOTA U JIp.);

— BHUTAaMHHBI ¥ IPOBUTAMUHBI (TpermytecTBeHHo A, E, C, K);

— TIOJIMHEHACHIIICHHBIE KUPHBIC KHCIIOTHI;

— MHUKpodieMeHThI (Se), Xxiopu KoOaibTa,

— MHIIEBbIC BOJIOKHA;

2) IPOHUKAIOIIME B OPraHU3M PECITUPATOPHBIM IyTeM ((DUTOHITUIBI);

3) mocTymaronme B OpraHu3M 4esIoBeKa MepopaibHO B mporiecce (hapma-
KOTepamnuu JIMO00 MpopuIaKTUYECKOTO MPUMEHEHUS |

— JekapcTBa (CTPENTOMUIIMH, JCBOMUIICTUH M JIP., IPUMCHICMbIC B Ma-
JIBIX 1038X);

— CHeUUalIbHO CHHTE3UPOBAHHBIC JieKapcTBa (OEMHUTHI);

— OWOJIOTUYECKU aKTUBHBIC J00aBKH (MHI0J-3-KapOWHOI | Jp.);

— CHHTCTHYECKHE aHTUMYyTarcHbl (HOHOJI, TUOYHOI U Jp.).

K srO02ennbim aHTUMyTareHaM OTHOCSITCS
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1) cucrema penaparuu nospexaeaHon JTHK;
2) aHTHOKCHIAHTHAs CHCTEMA,

3) bepMeHTHBIEC CUCTEMBI;

4) KJICTOYHBIC METAOOJINTHI;

5) ropMOHBI IIIUTOBUIHON YKeJIe3bl, MEIIATOHHUH;
6) sMmOpuoHanbHbIe BeriecTBa (Co);

7) S-comeprkaiue CoeqUHEHHS (MIyTaTHOH).

MexaHu3MblI )ICfICTBHSI AHTUMYTAarcHoB

K ocHOBHBIM MexaHU3MaM JeHCTBUSI aHTUMYTareéHOB OTHOCSTCS

1. Unaxmueayus mymaeeHos eHeutHe20 NpoUCXoHCOeHUusr U npedoxpane-
nue JIHK om ux nogpedcoaioweco deticmeusi (TucMyTareHsl). B OoNbIIMHCTBE
CIy4aeB JUCMYTareHbl YCTOWYMBO CBS3BIBAIOTCS C MyTareéHOM M BBIBOJAT €IO
U3 Opranu3Ma (9KCTPaKThI METPYIIKH, CBEKIIbI, peKca, Ceabaepes, CIIUBBI, Yep-
HUKH, S0JI0K).

2. Ilooasnenue npoyecca 06pa306aHus UCMUHHBIX MYMA2eHO8 U3 Npeo-
wecmayowux Hemymazennwvix eéeujecms (Butamuabl C, E, nyOuibHbIe Bele-
CTBa, HEKOTOPbIC (DEHOJIBI).

3. Ilooasnenue akmusnocmu c860000HBIX PAOUKALIO8, KOMOPbLE MOZYM
nospescoams JJHK (aHTHOKCHIAHTBI: CYIEPOKCHANUCMYTa3a, III0TaTHOHIIC-
pokcuaa3a, karanasza, sutamun C, A, a-tokodepon, B-kapotuH, E, menaro-
HUH | JIp.).

4. llogvluenue akmueHocmu pepmMeHmusbix cucmem, 06e368PedcUsaoujux
Mymazemnvl, KaHyepoceHvl U opyeue 2eHOMOKCUyecKue coeouHenusi. YHUBEP-
CaJbHBIH MEXaHM3M HWHAKTHBAIlUU KCEHOOMOTHUKOB OOECIEYMBAIOT MHKPOCO-
MaJjbHble (EPMEHTHI TEYEHH, KOTOpbIE METa0oaM3upyroT A0 /5 % Bcex Je-
KapCTB.

S. Anmumymacensl, ymenvuiaowue owUOKU penapayuu U peniuxkayuu
JHHK, axmuseayus u xoppexyus penapayuu (penapazcenst). K penapaiaoHHBIM
aHTUMyTareHaM, KOTOPbIE COJACPKATCS B HEKOTOPBIX MHUINEBBIX MPOAYKTAX
(HanpuMep, B KYKYpy3HOM, XJIOIIKOBOM, TOCOJIHEYHOM, COEBOM M JIPYTHUX pac-
TUTEJIbHBIX MAaCJIax), OTHOCSATCS:

— BaHWIMH, IMAaHAMAJBICTU]I U JPYyTrUe albJACTUIbI, 0o0pasyromuecs
MIPU OKWCJICHUU HACBHIIMICHHBIX XUPHBIX KUCIOT. DTU BEIIECTBA CTUMYIHPYIOT
T€HETUYECKYI0 PEKOMOMHAIIMIO, BPEMEHHO YTHETAIOT JEJICHUE KJIETOK, YBEJIH-
yuBas Bpems penapauun JHK;

— cojiu kobOayibTa, MOBBIIIatOe 3PHEKTUBHOCTh OE30IITMOOUYHON pe-
naparu JJHK (comepikarcss B JOCTAaTOYHOM KOJUYECTBE B JIYKE, KAIyCTe, TO-
MaTax, cajare, kaprodee, YepHOM CMOPOJIMHE U TpyIIax).

6. AumumymazeHvl ¢ HeuzBeCMHLIM MexaHusmom Oeticmsus. B mocnen-
HUE TOJIbl YCTAHOBJICHA MOIU(YHKIIMOHAIBHOCTh Y HEKOTOPBIX aHTUMYTareHOB
(beHOTBHBIN KOMITOHEHT 3€JICHOTO Yasi — SMUTa/UIOKaTeXUHraIaT, H301HaHaThI
U3 KPECTOIBETHBIX OBOIICH — Cylb(opaH U (HEHOIM30IIUOHAT U JIP.). AHTHMY-
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TareHbl BHICTYMAIOT B POJIM NIEPEXBATUNKOB CBOOOIHBIX PAJMKAIOB, MOJABISIOT
CUHTE3 METa0OJIMYECKOW aKTHUBAIMU KCEHOOMOTHKOB U CTUMYJHPYIOT UX Je-
TOKCUKaLWI0, MoayaupytoT penapaunto JIHK, BIusr0T Ha TpaHCKpUIIIIMOHHBIE
(GaKkTOphl U CUTHAIBHBIC MTyTH, BOBJICUEHHBIC B allONTO3 U PETYISIUIO KIETOY-
HOI'0 IIMKJIa, HOJABJISIOT BOCIIAJICHUE U AHTUOTEHES.

Takum 00pa3oM, K OCHOBHBIM aHTUMYTareHaMm OTHOCSITCS:

1) coenuHeHus, HEUTPAIM3YIOIIME MyTareH JO €ro peakiuu ¢ MOJICKY-
noun [IHK;

2) BelllecTBa, CHUMaroIue mnoBpexaeHue mojiekyiasl JIHK, BbI3BaHHOE
MYTareHOM, WJI MOBBIIIAOIINAE €€ YCTOMYMBOCTh K MyTarcHy;

3) coenMHEHUs, MPEHATCTBYIONMINE MPEBPAIICHUIO B OpraHUu3Me KOCBCH-
HBIX MyTar¢HOB B HICTUHHBIC.

I'EHHBIE BOJIE3HHU

I'ennvie 001€3HU — PA3HOPOHAS 110 KIMHUYECKUM MPOSIBICHUSAM TPYII-
na 3a0oJieBaHMii, OOYCIIOBJIEHHBIX MYTAIMsIMU Ha Te€HHOM ypoBHE. OCHOBO
JUIsl OObETMHEHUSI UX B OJIHY TPYIIY SIBJSIOTCS STHOJIOTMUYECKasi TeHeTUYeCcKas
XapaKTEPUCTHUKA U, COOTBETCTBEHHO, 3aKOHOMEPHOCTH HACJIEOBAHUS B CEMbSIX
Y TOIYJISALUSX.

ITHUOJIOTUSA TEHHBIX BOJIE3HEN

[IpuuriHaMU TEHHBIX OOJIE3HEU SIBISIOTCA 2eHHble Mymayuu, KOTOpbIC
MOTYT 3aTParuBaTh CMPYKMypHble, MPAHCHOpmHuble U IMOPUOHATbHbIE OeNKU, a
TaKXKe hepmenmai.

T'ennbvle mymayuu — 310 MOJICKYJISIpHbIE U3MeHeHus cTpykTypsl JHK.
Onu 00yCJIOBJICHBI U3MEHEHUEM XUMUYECKOTO CTPOCHMS T€Ha, a UMEHHO CIie-
1M(UIECKON MOCIIeIOBATEILHOCTHA MTyPUHOBBIX U MTUPUMHUJINHOBBIX OCHOBAaHUN
yuactka JIHK. Ilo Tummy MOJEKyIsSpHBIX M3MEHEHUW PA3IUYAOT CIICIYIOIIHE
BUJIbl TCHHBIX MYTalIH:

— Oeneyuss — ytpata cermenta JJHK pazMepom oT oHOTO HYKJI€OTHIA
110 TEHa;

— Oynaukayus — YABOCHHE WJIM TOBTOPHOE IyOJIMPOBAHHME CErMeHTa
JIHK pazmMepoM oT 0gHOTO HYKJIEOTH/IA JI0 LIEJIOrO T'eHa,

— uneepcusi — noBopoT Ha 180° cermenta /JIHK pazmepom oT nByx HyK-
JICOTHJIOB JI0 (pparMeHTa, BKIFOYAIOIIETO HECKOJIBKO T'€HOB,;

— uHcepyus — BctaBka pparmentoB JJHK pasmepom ot ogHOro Hykieo-
THJA O LIEJIOr0 T'€HA;

— mpanceepcusi — 3aMEHa IyPUHOBOIO OCHOBAHUs HA NMUPUMHUIUHOBOE
WM HA00OpOT B OHOM M3 KOJIOHOB;
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— mpaH3uyusi — 3aMEeHa OJHOI'0 IyPUHOBOI'O OCHOBAHMS HA JAPYroe IIy-
PHUHOBOE WJIA OJHOTO NUPUMHUIMHOBOIO HA APYro€ MUPUMUINHOBOE B CTPYKTY-
pe KOJIOHA.

B 3aBrcuMOCTH OT TOrO, CKOJIBKO T'€HOB IOBPEXKIAACTCS B MPOLIECCE MY-
TallVH, BBIICIISIOT MOHO2CEHHbIE U NOUCEHHblIe MYTALUH.

KIIACCU®UKALIUA TEHHBIX BOJIE3HEN

Bce rennsie 605e3HM KiIacCUGUUIUPYIOT MO TPEM MPUHIIUIIAM. TeHETHYe-
CKOMY, KJIMHUYECKOMY U TTaTOT€HETUYECKOMY .

CoryacHO 2enemuueckomy npunyuny (B 3aBUCIMOCTH OT munda HacJjie-
008aHUs1) BBIACISIOT TeHHbIC 00JIC3HU:

1) ayToCOMHO-JIOMUHAHTHBIC;

2) ayTOCOMHO-PEIIECCUBHbIC;

3) X-cuermieHHbIe JOMUHAHTHBIC,

4) X-cIrenieHHbIe PEIICCCUBHEIC;,

5) Y -cuerieHHbIe (roJaHAPUICCKHUE);

6) MUTOXOH/IpUANTBHBIC (TIEpeaaeT TOIBKO MaTh).

[Tpumeps! 3a001€BaHUN W aHOMAIHMKA PAa3BUTHSA C PA3IUYHBIMU THIIAMHU
HACJICIOBAHWI MPUBEICHBI B TIPHII. 4.

B ocHoBe Knunuueckozo npunyuna xnaccupuKalMu T€HHBIX OOJE3HEH
HAXOJIUTCSI CTETICHb BOBJICUEHHOCTH OTJIEIBHBIX OPTaHOB M CHUCTEM OpraHU3Ma
B TIATOJIOTUYECKHI Tiporiecc. K 3Tol rpymme OTHOCIT HACIEACTBEHHO 00YCIIOB-
JICHHBIC TeHHBIE 0O0JIE3HU KOXKH, OOJIE3HH C TeMATOJIOTMUYECKUMU TMPOSIBICHUS -
MU, CHUCTEMHBIE CKEJICTHBIE IUCIUIa3WH, HEPBHO-MBIIICYHBIC 3a00JIeBaHMS,
r1a3Hble 00JIe3HHU, OOJIE3HU COCAMHUTEILHON TKaHU U JP.

CoryiacHO namozeHemuueckomy RPUHUURY BBIICIISIOT!

1) HacnencTBeHHbIC OoJie3HM OOMEHa BelIeCTB (Oonesnu yeneso0Ho2o,
JIUNUOHO20 , AMUHOKUCTIOMHO20 0OMeHa u m. 0.);

2) BpOKJCHHBIC TOpoKH pa3zButus (BIIP);

3) KOMOMHHUPOBAHHBIE COCTOSIHHS.

ITATOTEHE3 'EHHBIX BOJIE3HEN

OcHOBHBIE 3BEHbS MATOre€HE3a T'€HHBIX OOJE3HEW MOXKHO MPEJCTABUTH
CeyoIuUM 00pa3oM: MYmawmubll aniieib — NAmoa0SUYECKUU NepeudHblil
npoodykm (KauecmeeHHo Ui KOIUYeCmeeHHO) — Yenb NOCAe0VIouuUx OUOXumu-
YecKux npoyecco8 — Kiemku — Opeamubl — OP2AHU3M.

Takum oOpa3zoM, MEXaHW3M pa3BUTHUS T€HHBIX OOJe3HEH clieqyeT pac-
CMaTpUBaTh Ha MOJEKYJISAPHOM, KJIETOYHOM, OPraHHOM M OpPraHU3MEHHOM
YPOBHSIX CTPOCHUSI OpTraHU3Ma.

Ha monexynapnom yposne nepBuunble 3(()EKThl MYTAHTHBIX aJljIeNeu
MOTYT MPOSIBIIATHCS B UETHIPEX BapUaHTaX:
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1. Omcymcmeue cunmesa nonunenmuonoii yenu (6enxa). DTOT Bapu-
aHT HACJIEJICTBEHHOM MAaTOJIOTUU BCTpeUyaeTcs Hanbosee yacto. B aTux ycnoBu-
X HapyllaeTcs KaKoW-Tu00 MPOIeCC M3 BCEro KOMIUIEKCAa HOPMAJIbHOTO Ouo-
XUMHUYECKOTO TOMEOCTa3a, YTO BBIPAXKAETCS B HAKOTJICHUU TOKCHYHBIX MPOAYK-
TOB-TIPEIIIIECTBEHHUKOB. Harpumep, npu PeHMWIKETORYPHUH U3-3a OMCYMCMBUs
GenunananuneuOpoKCcuIa3sl B KPOBU HAKAIUTMBAIOTCS (PeHUIAIAHUH U MPOAYK-
THI €70 MATOJOTUYECKOTO MeTabom3Ma — (EHUIITUPOBHHOTPATHAS KUCIIOTA.

B pesynapTaTe OTCYTCTBHSI IEPBUYHOTO MPOAYKTA TEHA MOXET 3aJICPIKH-
BaThCsl KaKOW-TO BaKHBIM IPOIECC, IMOCTOSIHHO OCYIIECTBIISIFOIITUICS B opra-
Hu3Me. Tak, MyTallud T€HOB, NETEPMHUHHUPYIONIUX CHHTE3 (DEPMEHTOB pernapa-
i JIHK, nmpuBoIAT K HEBO3MOKHOCTH BOCCTAHOBJICHHS TIOCTOSTHHO BO3HHUKA-
romux Hapymenuil B crpykrype JAHK, uto oOycnaBnuBaer pa3BuUTHE 3710Kaye-
CTBEHHBIX HOBOOOpa3oBaHMi (TMTMEHTHAs KCEpoaepmMa).

2. Cunme3 aHOManbHOZ0 0OenKa BHI3BIBACT HAPYIICHUS TOW CHCTEMBI
(kneTkH, opraHa), GyHKIMH KOTOPOH O0ECIEYMBAIOTCS HOPMAJIbHBIM OCIIKOM.
OTU HapyIIeHUs TIEPBOHAYAIBLHO Pa3BEPTHIBAIOTCS HA MOJICKYJISIPHOM YpPOBHE.
[IpumepoM Takoro BapuaHTa MaTOreHe3a O0O0JIE3HM MOXKET OBITh CeprosuUoHO-
K1eMmoyHas anemus, TIpU KOTOPOH CHHTE3UPYETCs LIeTb MOJIEKYJIbI INIOOMHA C
BaJIMHOM, 3aMEHHUBIIIUM TJIFOTAMUH. 3aMEHbBI OJHONW aMHUHOKHCIIOTHI OKa3bIBACT-
Csl IOCTaTOYHO, YTOOBI M3MEHUTH (PYHKIIMOHAIBHBIC cBOiicTBa HD (moHMmkeHHas
pPacTBOPUMOCTb, MOBBIIICHHAs ToauMepu3anus). Takorr Hb yxe He MoxeT BbI-
MTOJTHATHh KUCJIOPOJAKIIEITOPHYIO (YHKITUIO U KPUCTAIUIU3YETCs TIPH HEIOCTaT-
K€ KHCIIOPO/Ia, a SPUTPOLUTHI MPHUOOPETAIOT CEPIIOBUIHYIO (DOPMY, CKICHBAIOT-
Cs1, TPOMOHMPYIOT KaUJUISAPHI U T. 1.

3. Konuuecmeenno neoocmamounslii cunmes noJaunenmuoHoil yenu
(benka). IlaToreHes Takux 3a00JI€eBaHMII OTIMYACTCS OOJBIION BapHaOeIbHO-
CTBIO, TTOCKOJIBKY Hapsiy ¢ HOPMAJIbHBIM ITyTEM OOMEHa BEIIECTB OyayT IMpPO-
TEKaTh M MMATOJIOTMYCCKUE Imporecchl (Hampumep, remoduaus (A, B) — 3abo-
JIEBaHUE, COMPOBOXKIIAIOIIECECS MACCUBHBIMH KPOBOTECUEHUSIMU U KPOBOM3JIHS-
HUSMU B PE3yJIbTaTe HEAOCTATOYHON BBIpaOOTKH coorBeTcTBeHHO VIII 1 IX
(bakTOpPOB CBEPTHIBAHHS KPOBH).

4. KonuuecmeeHHO u30blmoOuHbll CUHME3 NOAUNENMUOHOU Uenu
(0enka). Ecnu B pesyibTate MyTaliuu OyneT BeIpadaThIBAThCS M30BITOYHOE KO-
JUYECTBO MPOJYKTa, TO NaToreHe3 0O0JIe3HU B LEJIOM OyneT oOyClIOBIEH UMEH-
HO YCWJICHHOW TEHHOW aKTHBHOCTHIO. Hammume Takoro BapuaHTa MOYKHO Tpe-
rmoJiaraTh, HO B KOHKPETHBIX (pOopMax HaCJICICTBEHHBIX OOJIE3HEH OH eIle He
OoOHapy>KeH.

Takum 00pa3oM, HE3aBUCUMO OT XapakTepa W3MEHEHUH NEepBHUYHOTO
mpoaykTa TeHa 3(pGeKT MyTalluid MOXET BBIPAXAThCS B Pa3HBIX BapHaHTax
HapyieHus: QyHKITHI:
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1) motepst GyHKIMHM OejKa 3a CUYET MHIMOMPOBAHUS IPOIIECCOB TpPaH-
CKPHITIUH/TPAHCIIALUK JIHOO 32 CUET U3MCHEHHUS CTPYKTYPhI U (DYHKIIMOHAIIb-
HBIX CBOMCTB,

2) mosBJCHHUE HOBOM ()YHKIIMH, HOBBIX IIUTOTOKCHYECKUX CBOKMCTB Oell-
Ka, MPUBOISIINX K THOCIH KIIETOK;

3) wHrHOupoBaHue (YHKIMA HOPMAIBHBIX OCJIKOB IEPBHUYHBIM HETa-
THUBHBIM MTPOTYKTOM MYTAHTHOTO aJIJICIIS;

4) HapylIeHHE MPOCTPAHCTBCHHON CTPYKTYPBI MOJICKYJISIPHOTO IMPOIYK-
Ta B pe3y/IbTaTe U3MEHCHHUS JO3bI TeHA (JCICIUK WU TYTUIUKALINHN).

[laToreHe3 TeHHBIX OOJE3HEH HE 3aKaHUMBAETCS HA MOJEKYJISIPHOM
YpOBHE JaK€ B €ro NEPBUYHBIX 3BEHBAX. J|Is1 MHOTHX 00JIe3HEH OCHOBHBIM
3BEHOM IaTOTCHE3a SBIISICTCS KJICTOYHBIA YPOBCHbD.

Knemounsiii ypogensy mnaToreHe3a TeHHBIX OOJIe3HEW O3HAYaAEeT, 4TO B
OTIPEJICIICHHBIX THUIAX KJIETOK Pa3BOPAUMBAIOTCS OCHOBHBIC MATOJOTUYECKUE
MPOLIECCHI, XapaKTepHbIC IS KOHKPETHOW HO30J0THYECKON (GopMbl. Toukoii
MIPWIOKEHUS SBJISIFOTCSL OTJENBHBIE CTPYKTYpPhl KJIETKH, Pa3IM4YHbIE TIPU pas-
HBIX OoJie3HAX (JIM30COMBI, MEPOKCHUCOMBI, MeMOpaHbl). KileToUHBIH ypOBEeHb
MaTOTeHe3a T'eHHBIX 0OJIE3HEW MOXKET MPOSBISATHCS HE TOJBKO B KOHKPETHBIX
opraHeiiax, HO MU B BHJIC HApYIIEHUS CKOOPAUHUPOBAHHOCTH (DYHKIIMA WHTEP-
(da3HOTrO TIEepHoa KICTKH U pa3MHOXKEeHHs. Tak, MyTallud, 3aTparuBaronime 00-
JaCTH OHKOIEHOB, BEAYT K CHATHIO KOHTPOJSA 3a pa3MHOKCHHEM KIIETOK (pe-
npeccrs aHTHOHKOTEHOB) M, COOTBETCTBCHHO, K 3J0KAUYECTBEHHOMY POCTY
(HaceICTBEHHBIC PAKU TOJCTOTO KHIIICYHHKA, PETHHOOJACTOMA).

Opeanubiti yposeHb TATOTeHEe3a HACIEACTBEHHBIX OOJIE3HEH SIBIISIETCS MPO-
M3BOJHBIM OT MOJIEKYJIIPHOTO M KJIETOYHOTO. [Ipy pa3muvHbIX OOJIE3HSIX MHMIIIE-
HBIO TTATOJIOTMYECKOTO MPOIIECcca CIYXKaT pa3Hbie OpraHbl — MHOTJA B pe3yJIbTaTe
MIEPBUYHBIX MPOIIECCOB, HHOTJ]a — BTOPUYHBIX. TakK, OTJI0KEHHE MEIH B TICUCHU U
AKCTPANTUPAMUIHON CHCTEME TOJIOBHOTO MO3ra Ipu 0ose3Hn BuibcoHa siBiisieTcst
MIEPBUYHBIM TPOIIECCOM, a TEMOCUICPO3 MAPEHXUMATO3HBIX OPraHOB MPH TaJlac-
CEMHHU PA3BUBACTCS BTOPUYHO BCJICICTBUE YCHIICHHOTO paciiajia 3pUTPOIIUTOB.

B opeanuzme 6 yenom B3aMMOCBSA3b NMATOTEHETHUUYECKUX MPOLECCOB MPO-
SBJISICTCS] COYETAHO HAa MOJICKYJISIPHOM, KJIETOYHOM M OPTaHHOM YPOBHSIX.

Takum 00pa3om, maroreHes Jir0OOW HACIEACTBEHHOW OOJIE3HU y Pa3HbBIX
WHIUBUIOB XOTS M CXOJCH IO TICPBUYHBIM MEXaHWU3MaM W dTamnam, HO (HOpMH-
pyeTcs CTPOTO UHANBUYATBHO.

KIIMHNYECKHUE NPOSIBJIEHUA HEKOTOPBIX HACJEICTBEHHO
OBYCJIOBJIEHHBIX BOJIE3HE OBMEHA BEIIECTB

Cpenu HacleACTBEHHBIX Oo0Je3HEH OOMEHa BEIIeCTB HamOoJiee YacTo
BCTpEYACTCS (heHunKkemonypus — PEIECCUBHO HacleayeMoe 3a0oJIeBaHME,
00yCIIOBJIEHHOE HapyIIICHUEM aMUHOKHCIOTHOTO OOMEHa.
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[TaTomorndyeckue MpoOsIBIICHUST ATON OOJIE3HH CBS3aHBI C HEJOCTATOYHO-
CTBIO TICUCHOYHOTO (epMEHTa — (heHUNaNaHUHSUOPOKCULA3bl, — KATaTU3H-
PYIOIIETO TpoIiecc MpeBpanieHus (peHUIaIannHa B THPO3WH. B pe3ynbTaTe He-
JI0OCTaTOYHOCTH (hepMEeHTa OKUCIICHHE (eHWIalaHnHa UET 1Mo MyTh 00pas3oBa-
HUSl (EHWITUPOBUHOTPAJTHON W (EHIIMOJIIOYHON KUCIOT. OHAKO 3TOT IMyTh
o0nazaeT Manol MPOMyCKHONW CIOCOOHOCTHIO, U MO3TOMY (DeHUJIaJaHUH HaKar-
JUBaeTCsA B OOJBIIOM KOJHUYECTBE B KPOBU ((erunananemus), TKaHIX U Tepe-
OpOCIMHAIBHON JKHIKOCTH, YTO B TEPBbIC MECSIbI J)KU3HH BEACT K THKEIOMY
nopaxenuto [ IHC u HeusneunmMomMy ciaboyMuio.

M3-3a HEIOCTATOYHOTO CHHTE3a TUPO3MHA CHUNCAEmCsl 00pazosanue me-
JIGHUHA, 9TO 00YCTIOBIIMBAET MOCBETICHUE KOKU U BOJIOC.

JleTn ¢ peHMIKETOHYPHUEH POXKIAAIOTCS 3I0POBBIMU, HO B TIEPBBIC MECSITBI
MOCJIC POXKIICHUS B CBSI3M C MOCTYIUICHHEM (eHUITaJJaHUHA C MOJIOKOM MaTepu
pa3BUBAIOTCS KIMHUYECKHUE MPOSBICHUS.: NOGbIUEHHAS 8030Y0UMOCMb, cUnep-
pegnexcus, NOBLIWEHHBIN MOHYC MblUY, MPeMop, XapaKmepHbli MblUUHbLU
3anax. [1o3:xe pa3BUBAIOTCS YMCMEEHHASE OMCMALOCTb, MUKPOYED AU

Panusisi nuarHoctuka W THpoduiIaKkTHUECKoe JeueHHe (MCKyCCTBEHHAs
JMeTa, UCKITI0YAONIas U3 PaloHa IMHUTaHUS TPOJYKTHI, COIEpKaliue (QeHHII-
aJIaHWH) TPEAYIPEIKIAIOT Pa3BUTHE KIMHUYSCKOW KapTHHBI OOJIC3HHU.

Ankanmonypus TIpeJCTaBIsIET cOOOW PEIIECCHBHO HaclexryeMoe 3a0o0eBa-
HUE, 00YCJIOBJIEHHOE HACJEICTBEHHBIM Je(PEKTOM (PepMeHTa — OKCUOA3bl 2OMO-
2eHMU3UHOB0L Kuciomel. B pe3ynbraTe HapylaeTcs oOMEH THpO3WHA Ha dTare
MIPEBpaIeHUs] TOMOTCHTU3UMHOBOW KHCIIOTHI B MaJICWIAIIETOYKCYCHYI0. ['oMoreH-
TU3WHOBAS KHCJIOTa B OOJIBIIIOM KOJMYECTBE OOHAPY)KMBAETCSI B KPOBH M MOUYE.
Moua npu CTOSSHUM Ha BO3IYyX€E, a TAKXKe MPH J00aBICHUH K HEH IIeJI0YH CTaHO-
BUTCS YEPHOU. DTO OOBSICHACTCS OKHCICHUEM TOMOTCHTU3MHOBOW KHCIIOTHI KHC-
JIOPOJIOM M 00pa30BaHUEM B MOUe akanmona («3aXBaThIBAIOIIHIN MIEI0YbY).

['OMOreHTU3MHOBAsI KMCIOTA M3 KPOBH MOXET NMPOHHMKATH B TKAaHU (Xpsi-
IIEBYIO, CYXOXHJIUS, CBA3KH, BHYTPEHHHI CIIOW CTEHKH aOpThl), BBI3BIBAS I10O-
SIBIICHHUE TEMHBIX IIATEH B 00JIaCTH YIIEH, HOCa, ICK, Ha CKIIepax, a TaKkKe pas-
BUTHE TSDKEIBIX N3MEHCHHI B CyCTaBax.

T'anakmo3zemusa — pELECCUBHO Hacieayemoe 3a0ojieBaHHE, OOYCIIOB-
JICHHOE HapyIIeHHEeM 0OMEHa TrajlakTO3bl, BXOJIAIIEH B COCTaB JIAKTO3bI MOJIOKA,
BCJICICTBUE CHIDKCHHMS aKTUBHOCTH (epMeHTa eanakmoszo-1-gpocpam-
ypuounmpancgepasol.

OOMeH rajakTo3bl 33JePKUBACTCS HA YPOBHE TOKCHYECKOTO 2110K030-1-
Gocama, KOTOPBIN, KaK M TajgakTo3a, HAKAIIUBACTCS B OMOJIOTHYECKHUX KHUJI-
KOCTSIX opranum3ma (KpOBH), CEJIe3CHKE, MEeUeHHU, XpycTajauke. BbICOKHE KOH-
[IEHTPAIIUU ITOTO BEIIECTBA MOBPEKIAOT Pa3INIHBIC TKAHHU, BBI3BIBASI YUPPO3
neueHu, Kamapaxkmy, NO8peldCOeHUsi HeUpPOHO8 20J06H020 Mo32d, noyek (xa-
pakmepua 2anrakmosypust). Y IETel 0TMEYaroTCs 3aJepikKa pa3BUTHS, UCXY/a-
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HHE, YMCTBEHHAS OTCTAIOCTh. VICKIIFOUEHHE TaaKTO3bl U3 MHULLIKU COXPAHSET pe-
OCHKY >KU3Hb.

T'enamouepeopanvnan oucmpogpua (6one3nr Bunbcona—KonoBanosa) —
PEIIECCUBHO HacJeIyeMoe 3a00JIeBaHue, MPOSBISIONIECECS B JehUIUTE LEePYIo-
TUTa3MHHA, 00€CTIEYHNBAIOIIEr0 TPAHCIIOPT Menu B oprann3me. CoenuHeHUsT MeH
UTparoT OOJIBIIYI0 POJIb B OOMEHHBIX MPOIIECCax, MOHBI BXOJSAT B COCTAB MHOTHX
(epMEHTOB MUTOXOHJIPH, Y4aCTBYIOIIUX B peakiusx okuciaeHus. [lpu Hemo-
CTaTKE LIEPYJIOIUIa3MHUHA TOBBIIIACTCA KOHIEHTPALMS MEJIM B KPOBU U IIPOUCXO-
JUT HAKOTUICHHUE €€ B TKaHSX MEUYECHU U MO3Ta C MOCIEAYIOMICH UX JereHepaluei.

3a0osneBaHue Yalle MposBISIETCS B IIKOJILHOM Bo3pacte. [IepBbIMU CUMITTO-
MaMU MOT'YT OBbITh YBEJTUUEHUE MEUCHU U CEIC3CHKH, HapyIlIeHHue (PYHKIIUN TICUeHH,
MHC, nHoraa moyek, CHUKEHUE KOJIMYECTBA SPUTPOIIUTOB, TPOMOOIIUTOB U JIEUKO-
IMTOB B KpoBH. [lopakeHne nedueHn COrmpoBOXKAACTCS )KEINTYXOU, pBOTOU, TUCIIEN-
CHeH, MOCTENEHHO pa3BUBaeTcs uppo3. [Ipu OprorHoi Gpopme 60s1e3Hs MPOTEKACT
M0 TUMY MOJOCTPON MUCTPOGUH TICUCHU U OOJBHOM YMHUPAET B COCTOSHUHU Ie4de-
HOYHOM KOMBI JO BO3HHKHOBEHUSI HEBPOJIOTMYECKHX paccTpoucTB. [lopaxkeHue
[THC nposiBisieTcsl CHIDKEHHEM HMHTEIUICKTa, M3MCHEHHEM ToBeneHus (mdopus,
IUIAKCUBOCTH). TTOSIBISIFOTCS pOsKaHKWE PYK, HAPACTAeT TOHYC MYCKYJIaTyphl, BO3-
HUKAIOT BBIPAKCHHAS PUTHIHOCTh, aMUMUS: JBWXKCHUS CTAHOBSITCS 3aME/JICHHbI-
MHU. PUTHIHOCTE OCIIOKHSAETCS KOHTPAKTypaMu. BO3HMKAIOT KIIOHUYECKUE U TOHU-
YeCKue Cyqnoporu. [1osBIsAIOTCS HACHMIIBCTBEHHBIE JABW)KCHHS. TMIICPKUHE3BI THUIIA
aTeTo3a, HAaCWJILCTBEHHBIN J1ad, CMeX. TUIMYHO MOSIBJIICHUE IO MepUdepruu poro-
BUIIBI 3¢JICHOBATO-)KEJITOIO WITH 3€JICHOBATO-KOPHYHEBOTO MUrMeHTa (KoJbio Kaii-
3epa—direiiepa), 00yCIOBICHHOTO N30BITOYHBIM HAKOIUICHUEM ME/IH.

XPOMOCOMHBIE BOJIE3HHN

Xpomocomusvie 6one3nu — 3TO OOJbIIAS TPYIIA BPOXKACHHBIX HACIE-
CTBEHHBIX OOJI€3HEH, 3aHUMAIOUIMX OJHO W3 BEAYIIMX MECT B CTPYKTYpE
HACJIEICTBEHHOW MaTOJOrMM 4esioBeka. Kak mpaBuiio, mpu XpOMOCOMHBIX 00-
JIe3HSAX HapylaTcs cOalaHCUPOBAHHOCTh HAOOpa T'€HOB U CTpOras JIeTepMHU-
HUPOBAaHHOCTh HOPMAJBHOI'O Pa3BUTHUSl OpraHHM3Ma. DTO MPUBOAUT K BHYTpU-
yTpOoOHOI Tnben SMOPHUOHOB U IJI0/10B, NosiBieHuto BIIP u apyrux snemeHToB
KJIMHUYECKOM KapTUHBI XPOMOCOMHBIX 0O0JIe3HEM.

ITHUOJOTIUsI XPOMOCOMHBIX BOJIE3HEN

OTHUONOTHYECKUMU (PAKTOpaMHU XPOMOCOMHOM TMATOJIOTHH SIBIISIOTCSI BCE
BHJIBI XPOMOCOMHBIX U HEKOTOPbIE T€HOMHbBIE MYTallUH.

Xpomocomuvie mymayuu — 3TO CTPYKTYPHBIE M3MEHEHUS OTIEIbHBIX
XpOMOCOM. B XpoMOCOMHYIO MyTaluio BOBJIEKaeTCs OOJIbIOe Yucio (0T je-
CSITKOB JI0 HECKOJIBKMX COTEH) I'€HOB, YTO MPUBOJUT K M3MEHEHUIO HOPMAaJIbHO-

ro JIUIUIOUHOTO Habopa.
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Pasnuuaror aBe OOJbINKE TPYIIIBI XPOMOCOMHBIX MYTAI[Hid: BHYTPHUXPO-
MOCOMHBIC ¥ MEXXPOMOCOMHBIC, OT/ICIbHO BBIICIISAIOT H30XPOMOCOMBI U l1NQ-
XpOMOCOMBI (puc. 2).

XPOMOCOMHBIE
MYTAIIUHN
A 4 A 4
BuyTpuxpomocomusie Me:KXXpoMOCOMHBIE H30xpomMocombl
(TpaHc/ioKaIun) J

> Neaeunn > Pemumpokmbre Ring-xpomocombl
» HuBepcun »| Hepeuunpoxunie
> dynaukauuu > «lleHTpHYECKOE CAUSTHHE

Puc. 2. Bunpl XpOMOCOMHBIX MYTaIlHiA

Buympuxpomocomnsvie mymayuu — 310 abeppaluy B Ipeenax oJHON
XxpoMocoMbl. K HUM oTHOCSTCS:

— JIeTICIMU — yTpara OJHOTO M3 YY4aCTKOB XPOMOCOMBI (BHYTPEHHETrO
WA TSPMUHAIILHOTO);

— MHBEPCUM — BCTPAMBAHUE Ha MPEXKHEE MECTO y4acTKa XPOMOCOMBI
mmocJe moBopota ero Ha 180°;

— JIyIUTMKAllUU — yJIBOEHHE KAaKOT0-JIN0O y4yacTKa XpOMOCOMBI.

Mestcxpomocomuvie mymayuu (MyTaluy NEPECTPONKH, WK TPAHCIOKA-
IIUK) TIPEICTABISIOT CO0ON OOMeH (parMeHTaMH MEXKAY HErOMOJOTHYHBIMHU
xpoMocoMmamu. K HuUM oTHOCATCA:

— PELMIIPOKHAs TPAHCIOKALMS — JABE XPOMOCOMbI OOMEHHBAIOTCS CBO-
uMHU (pparmMeHTamu,

— HEpPEUMIPOKHAs TPAHCIOKAIMs — (PAaHTMEHT OJHOW XPOMOCOMBI
TPAHCIIOPTUPYETCS HA APYTYIO;
— IEHTPUYECKOE CIHSHUE» (POOCPTCOHOBCKAS TPAHCIOKAIUS) — CO-

SIMHCHUE JIBYX aKPOIICHTPHUYCCKUX XPOMOCOM B pallOHE MX IEHTPOMED C IMOTe-
pel KOPOTKHUX ILIEY.

H30xpomocombl IpeICTaBIAIOT 000 abeppaHTHBIE MOHOIICHTPUUYECKHE
XPOMOCOMBI € IByMS TeHETHYCCKU WICHTUIHBIMU TIeuaMu. OHU 00pa3yroTcs B
pe3yJsbTaTe MOMEPEYHOTo pa3phiBa XPOMATH]I Yepe3 IIEHTPOMEPHI.

Ring-xpomocomwvt — 310 XpOMOCOMBI, 00pa30BaHHBIC B PE3YJIbTATE Pa3-
PBIBOB KOPOTKMX M JJIMHHBIX XPOMOCOMHBIX ILI€Y, YTPAaThl TEPMHHAILHBIX
YYaCTKOB C TIOCJICAYIOIIMM 3aMbIKAHHEM HUX B KOJIBIIO.
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YTo KacaeTcsi 2eHOMHbBIX Mymayuil, T0 y 4ejloBeKa 00HAPYKEHO TOIBKO
JBa MX THIA. TOJMILIONAWK (TCTPAILIOWIWH, TPUIUIOMINU) W aHCYIUIOMIUU
(TprcoMuH, TOTUCOMUN U MOHOCOMHUU) (pHc. 3).

I'EHOMHBIE
MYTAIIUA
A\ 4 A\ 4
NOJIMIIJIONn 1nu s AHEYILIONIUA »  Tpucomus
Terpannonans |« (3n,4n ..) 2n+1)
— »  TToaucomus
Tpunaonaus A R
| MoHnocomusn

Puc. 3. Bunpl reHOMHBIX MyTaIuit

Ionunnouous — yBeluyeHe Ynciia HAOOPOB XPOMOCOM, KpaTHOE rari-
gouaHoMy Habopy (3N, 4n, 5n u T. 1.) [IpuyunHO# 3TUX HAPYIICHUI SBISIOTCS
JBOMHOE OILIOJJOTBOPCHUE M OTCYTCTBHE IICPBOTO MEHOTHYECKOTO JICIICHHUS.
Tempannououu (92, XXXX) npuBOIAT K Pa3BUTHIO XPOMOCOMHOH OOJIE3HH.
Tpunnououu (69, XXX — neouka win 69, XYY — Malbuuk) NPUBOIAT K
NPEPhIBAHUIO OCPEMEHHOCTH (PEMPOAYKTUBHAS IMOTEPs) U SIBISAIOTCS JIETajlb-
HBIMH COCTOSTHUSIMU.

Aneynnouous — v3veneHue (yMeHbIICHHE (MOHOCOMUS) MIIA YBEIHMUCHUE
(TprcoMUSI, ITOJTUCOMHS)) YKCIIa XPOMOCOM B JTUILIOWAHOM Habope (2n+ 1, 2n—1
U T. J1.). DTH HapyIICHUS BbI3BAHBI HEPACXOXKICHUEM XPOMOCOM IIPH JICIICHUN WA
X «aHaga3HbIM OTCTaBaHHEM». M3 BceX BapHaHTOB aHCYIUIOMIWH BCTPEYAIOTCS
TOJIBKO mpucomuu 1o ayrocomaM (cunmpomsl Jlayna, Ilaray, DnBapaca u ap.),
noIUCOMUY TIO TIOJIOBBIM XPOMOCOMaM (TpH-, TeTpa- M MEHTACOMHUH), a U3 MOHO-
comuil BctpedaeTcs Toiapko MoHocomusi X (cunapom IlepereBckoro—TepHepa).

KJIACCHOUKATINA XPOMOCOMHBIX BOJIE3HEN

B ocHoBe knaccudukanuu XpoMOCOMHOM MATOJIOTHH JIEkKAT TPU OCHOB-
HBIX MIPHHIUIIA, KOTOPHIC MMO3BOJIAIOT TOYHO OXapaKTEPH30BaTh (GOPMY XPOMO-
COMHO#1 MAaTOJIOTHH Y 00CIIeIyeMOro HHMBUA, @ TAKXKE €€ BAPUAHTHI.

1. Xapakmepucmuxa Xxpomocomuoii unu 2enHomuoi mymayuu (3THONO-
THYCCKUI MPHHITAT )

— MOJUIUTOWIUH (TETPAIUIOMINU ¥ TPUILIOUINN );

— aHeymionand (HeAOCTaToOK (MOJHAS WIIM YaCTHYHAs MOHOCOMHUS) WIIH
U30BITOK (TPH- WM TIOJMCOMHMS) XPOMOCOMHOIO MaTepHaja o ayTocoMaM HITH
MIOJIOBBIM XPOMOCOMaM ).

2. Onpedenenue muna Kiemok, 6 KOMmopuvix 603HuUK1a mymayus (B ra-
MeTax WU 3UTroTe):

— TaMETUYeCKHE — BBI3BIBAIOT MOJIHBIC (DOPMBI XPOMOCOMHBIX OOJIC3HEH;
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— COMAaTHYECKHE — Pa3BUBACTCS OPraHU3M C KJIETKaMH pa3HOU XPOMO-
COMHOU KOHCTUTYITUH (MO3aHIIM3M).

3. Boiasnenue nokoieHus, 8 KOMopom 03HUKIA MYMAaUUsL.

— CIopaanveckre XpOMOCOMHbIC 00Jie3HU (BOSHUKAIOT BHOBb B raMeTax
3JI0POBBIX POAMTENICH);

— Hacjeayemble (CeMEHHBIE) XpOMOCOMHBIC OOJIC3HH.

ITATOT'EHE3 XPOMOCOMHBIX BOJIE3HEN

[laToreHe3 XpoMOCOMHBIX OoJie3HEH, HECMOTpPsS Ha XOPOIIYI0 H3YyYEH-
HOCTb KJIMHUKHM U LIUTOTEHETHKH, AK€ B OOLIUX YepTax OCTAETCS OTKPBITHIM.
He pa3paborana oOmiasi cxema pa3BUTHs CJIOKHBIX MATOJOTUYECKHX IMpOLec-
COB, OOYCJIOBJIEHHBIX XPOMOCOMHBIMU aHOMAJIMSIMH U MPUBOJAIIMX K CIOXK-
HEeWImuM (EHOTUIIAaM XPOMOCOMHBIX Ooje3Heit. KirroueBoe 3BeHO B pa3BUTHH
XPOMOCOMHOM 00JIE3HH HU MPHU OJHOM (hOpME HE BBISIBIECHO.

OCHOBHBIM 3BEHOM IaTOr€HE3a XPOMOCOMHBIX 3a00JIEBaHUM SIBISETCSA
HeCcOATaHCUPOBAHHOCTh T'€HOTUIIA B PE3yJbTaT€ T'€HOMHBIX U XPOMOCOMHBIX
MyTalui, 4YTO NPOSBISAETCA BHYTPUYTPOOHOU TMOENbI0 YMOPUOHOB M IUIOJOB,
pPa3BUTHEM CHELM(PUUECKUX CHHIIPOMOB, MPOSBISIIOUIMXCS HAPYLIEHUAMH (PU-
3UYECKOI0 U IICUXUYECKOTO 310POBBS.

KIIMHUKO-IIUTOTEHETUYECKASI XAPAKTEPUCTUKA HEKOTOPBIX
XPOMOCOMHBIX CHHIPOMOB

KJII/IHI/IKO-III/ITOFeHeTI/I‘IeCKaﬂ XAPaAKTEPUCTUKA CUHAPOMOB, CBA3AHHBIX
C aHOMAJIUSIMH ITOJIOBBIX XpOMOCOM

N3meHeHne yncnia moJIOBbIX XPOMOCOM MOYKET BO3HUKATh B PE3yJbTaTe
HApYUICHHUS PAcXO0XXJCHUA KaK B MEPBOM, TaK U BO BTOPOM JCJICHUUA MEHO03a.
Hapymienue pacxosx/ieHusi B IEPBOM JCJIICHUU MPUBOJUT K 0Opa30BaHUIO aHO-
MaJIbHBIX TaMeT: y skeHIH — XX u 0 (B mocjeaHeM ciydae sSHICKICTKA He
COJICPIKHUT TOJIOBBIX XpoMocoM); Y MykuruH — XY u O. [Ipu cliMssHuU ramet Bo
BpEMs OIUIOAOTBOPEHUS BO3HUKAKOT KOJWYECTBEHHBIE HAPYLICHUS IOJOBBIX
XpPOMOCOM, MIPUBEICHHBIC B TAOJIHIIE.

Hapymennsi mo1oBbIX XpoMOCOM, 00yCJIOBJICHHbIC H3MEHEHHEM HX KOJIHYeCTBA

Oren

Mars Y X XY 0

X XY XX XXY * XO0**
HOpMa HOpMa

XX XXY * XXX XXXY * XX

TpUII0X HOpMa?

0 YO X0 XY 00

JIeTalb JIeTanb JIeTalb JIeTanb

* — cungpom Knaitudensrepa.
* — cunapom lllepemeBckoro—TepHepa.

*
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Cunopom Illepemesckozo—Tepuepa (MoHOCOMHES X-XPOMOCOMBI) — 3TO
€AUHCTBEHHAs1 JopMa MOHOCOMHUHU Y YEJIOBEKA, KOTOPasi MOXKET OBITh BBISBIICHA
y XKUBOpOkACHHBIX. [TonmynsimonHas yactora — 1 : 3000 HOBOPOXKICHHBIX Jie-
Bouek. Kpome mpoctoit monocomuu 1o X-xpomocome (45,X0), cocrapisromeii
50 %, BcTpeuaroTcss MO3audHbIe (POPMBI, JEICIUH JTMHHOTO U KOPOTKOTO TIje-
ga X-XpOMOCOMBI, N30-X-XpOMOCOMBI, & TAKKE KOJBIEBBIE X-XPOMOCOMBEI.

Knunuueckue nposenenusi. PeOGHOK C JaHHBIM CHHAPOMOM POXKAACTCS
TOJIBKO B CIIy4a€ YTpaTbl OTHOBCKOW X-xpomocoMsbl. [Ipum yrtpare martepun-
CKOH AMOpHOH TOTHOAaeT Ha paHHUX 3Tarax pa3BuTus. CHHAPOM MPOSBIICTCS B
TpEX HaINpaBJICHUSIX

1) runoroHaau3M, HEJIOPA3BUTHE MOJIOBBIX OPraHOB M BTOPUYHBIX ITOJIO-
BBIX NIPHU3HAKOB (THIOILIA3Us MATKH, MIEPBUYHAS aMEHOpEsl, HEJIOPa3BUTHE MO-
JIOYHBIX XKeJie3, HeJOCTATOYHOCTh SCTPOTEeHOB U JIp.);

2) BIIP (cepara u moyek);

3) am3kuit poct (1 M 30 cm — 1 M 50 cm).

BuemHuii Bua OOJIBHBIX UMEET XapaKTEepPHbIE CUMIITOMBI: KOPOTKAsI IIIest
C U30BITKOM KOXH U KPBUIOBUIHBIMH CKJIQJKaMH, JTUM(ATUUECKH OTE€K CTOII,
TOJIEHEW, KUCTEU PYK U MPEAIUICUHIA.

Jleuenue 6onpHBIX ¢ cuHapoMoM lllepemeBckoro—TepHepa KOMIUIEKCHOE:

1) pexonctpykTrBHas xupyprus (BIIP BHyTpeHHUX OpraHoB);

2) mnactudeckast Xupyprus (yaaleHUue KPbUTOBHIHBIX CKIIAIOK);

3) ropmoHanbHOE (3CTPOreHBI, TOPMOH POCTA);

4) ncuxoTepaneBTHUECKOE .

Cunopom nonucomuu X-xpomocomvt (CUHIPOM <CYICPKCHIIIHMHBIY).
[Tonynsuunonnas gyactora — 1 : 1000 HOBOpOXIEeHHBIX neBoYek. [{uToreHeTn-
yeckH BhIABISIOTCS popMbl 47,XXX, 48, XX XX 1 49, XXXXX.

Knunuueckue nposenenus. Xenmunsl ¢ kapuotunoM 47,XXX B MOJHOU
WJIM MO3anyHOU (hopMe B OCHOBHOM UMEIOT HOPMaJbHOE (hM3HUECKOE U TICUXH-
YECKOE pa3BHUTHE, MHTEIJIEKT — B Mpejesiax HIKHEW TpaHuilbl HOpMBI. Kak
MpaBUJIO, HE OTMEYAETCSl OTKJIOHEHHUM B TMOJIOBOM Pa3BUTHH, XapaKTepHa HOP-
MaJIbHasl TUIOJOBUTOCTh (KpaliHE pPEelKO OTMEYAIOTCsA HapYIICHUS PErpOayK-
TUBHOM ()YHKIIMM — BTOPHYHAs aMeHOpes, JUCMEHOpEs, paHHSIs MEHOIay3a).
C yBennueHnueM yuciia X-XpoOMOCOM HapacTaeT CTeNeHb OTKIOHEHHH OT HOp-
MBI. Y JKEHITUH C TeTpa- U NeHTacoMHer X OINMUCaHbl OTKJIOHEHUS B YMCTBCH-
HOM pPa3BUTHH, aHOMAJIUH CKEJIETa U TOJIOBBIX OpraHoB. OHU UMEIOT BBICOKHN
pPOCT, TEJOCHOXKEHHE MO MYXCKOMY THITY, YEIIOCTHO-JIMIIEBbIC AHMCILIA3UU
(AUMKaHT, THIEPTEIOPHU3M, FOTUYECKOe HEe0O0), HApyIIEHUS MEHCTPYaIbHOTO
[UKJa, Oecruioane, MpeXxaeBpeMEHHBI KIMMaKC, CHIDKEHUE MHTEJUICKTa pas-
JMYHBIX cTereHel (% OONbHBIX), HEPEIKU TCUXHUECKUe 3aboneBaHus (IIH30-
bpeHus, MaHHAKAIbHO-ICTIPECCUBHBIN ITCUX03, SMUJICTICHS).

Cunopom Knainghenvmepa onvucan B 1942 r. IlomynsaiuoHnHas 4acto-
ta — 2-2,5: 1000 manpunkoB. [{lurorenernueckre BapuaHThl CUHIPOMA MOTYT
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obITh paznuuHbl: 47,XXY; 48 XXXY; 49 XXXXY wu nap. Yame BcTpeuaercs
BapuaHT 4/,XXY . OTMeueHbI KaK MOJTHbIC, TAK U MO3aUYHBIE ()OPMBI.

Knunuueckue nposenenusi. bolbHbIE BBICOKOTO pOCTa C HEMPOIOPIIUO-
HAJbHO JIJTMHHBIMH KOHEYHOCTSIMHU, BBIPOXKEHHOW TMHEKOMACTHEH U OBOJIOCE-
HUEM TI0 )KEHCKOMY THIy. B eTCTBe OTIMYAIOTCS XPYIKUM TEIOCIOKEHUEM, a
nociie 40 JeT cTpaarT 0KUpeHHEeM. BaKHBIMU TUArHOCTUYCCKUMHU TTPU3HAKa-
MU SBJISIOTCS THIIOTOHAJW3M, THIIOTCHHUTAIN3M, Occruioaue (B pe3yibTaTe
HapyIIeHUs CIIepMaTOreHe3a, CHIKEHUS MPOAYKIIMH TECTOCTEpOHA M YBEIUYe-
HUS TPOIYKIIMHM JKCHCKUX IIOJOBBIX TOPMOHOB). Koa(duIMeHT HHTEIIeKTa
Hwke 80 (uem Oosblie B KapUOTHIIE TOOABOYHBIX XPOMOCOM, TEM 0oJiee BbIpa-
’KCHO OTKJIOHCHHE OT HOPMBI).

Jleuenue My>KCKUMH TIOJIOBBIMH TOPMOHAMH HAIPABJIECHO HA KOPPEKIIUIO
BTOPHUYHBIX TOJIOBBIX MPU3HAKOB, OJTHAKO U TOCIIE Tepanuu OOJIbHBIE OCTAIOTCS
OeCIIOAHBIMU.

Cunopom nonucomuu Y-xpomocomvt (CUHAPOM  «CYNEPMYXKUU-
HbD»). [TonysiuonHas yactota — 1 : 1000 manbuukoB. [luToreHeTHYECKH OT-
MEUEHBI MOJTHBIC U MO3aUYHBIE (POPMBI.

Knunuueckue nposenenus. BonbIIMHCTBO WHAMBUIOB MO (PU3UUECKOMY U
YMCTBEHHOMY Pa3BHTHIO HE OTJIMYACTCS OT 3I0POBBIX MYK4YHH. OOBIYHO OHH
UMEIOT POCT HEMHOTO BBIIIE CPEIHEr0. 3aMETHBIX OTKIOHCHHH HH B TIOJIOBOM
pa3BUTHH, HA B TOPMOHAIBHOM CTaTyce, HM B ILIOJOBUTOCTH Y OOJIBIITMHCTBA
XYY -urmuBunoB Het. B 3040 % ciy4aeB 0TMEUarOTCs OINpeIeeHHbIC CUMIITO-
Mbl — TPYyOBIE€ YepTHI JIMIIA, BHICTYMAIOIINE HAAOPOBHBIC Iy W IEPEHOCHIIA,
YBEJIMUEHHAs! HUKHSISL YETIOCTh, BRICOKOE HE0O, aHOMAJILHBIM pOCT 3yOOB, 0OJIb-
IIFE YITHBIE PaKOBHHBI, Je(opMaIius KOJICHHBIX M JIOKTEBBIX CycTaBOB. MHTEN-
JICKT WJIA HECKOJbKO CHIDKEH, WJIM B HOpPME. XapaKTepPHbI SMOIMOHAIBLHO-
BOJICBbIC HAPYIIIEHUS. CKIIOHHOCTh K arpeCCMBHBIM U JIa)K€ KPUMHUHAIBHBIM T10-
crynkam. [IpoomKUTENbHOCTD KU3HH HE OTIIMYAETCS. OT CPEHETONMYIISIIMOHHOM .

KJII/IHI/IKO-III/ITOFeHeTI/I‘-IeCKaﬂ XAPAKTCPUCTHKA CUHAPOMOB, CBA3AaHHBIX
C YUCJIOBBIMH aHOMAJIUSIMHU AyTOCOM

Cunopom /layna (tTpricomust XpoMOCOMBI 21) — HanboJjIee 4acTo BCTpe-
YAIOMIMICS XPOMOCOMHBIN cUHIpOM. BriepBoie omucan B 1866 r. aHTIUiCKUM
BpauoMm Jlaynom. [lomymsumonnas yactota cocraisier 1:600-700 HOBOpOXK-
AeHHBIX Aereil. [luroreHerndeckue BapuaHThl pasHooOpasHbl: 47,XX(XY),+21
(mpocras Tpucomus 21) — 96 %; 46,XY,14—t(21/14) (rpancnokarmu) — 3 %;
46, XX/47XX,+21 (mo3amum3m) — 1 %. YacTora poskacHHS JETCH C JaHHBIM
CHHIIPOMOM 3aBHCHUT OT BO3pacTa MaTepH U pe3Ko yBenuunBaeTcs mocie 35 Jer.

Knunuueckue nposenrenus. Jletn ¢ cunapomom JlayHa poXKmaroTcs B
CPOK, HO C YMEPEHHO BBIPOKECHHOW IMpeHaTaapbHOM runorasueii (Ha 8-10 %
HIDKE CPEIHUX BEINYHMH). MHHHMAaJIbHBIMUA JMArHOCTUYCCKUMH TMPHU3HAKAMU
SBJISIFOTCS: YMCTBEHHAs] OTCTQJIOCTh, MBIIIEYHAs TUIIOTOHUS, TUIOCKOE JIHUIIO,
MOHIOJIOWIHBIA pa3pe3 IIa3HbIX IIEICH, SIMUKAHT, KPYIMHbIH (OOBIYHO BBICYHY-
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TBIN) SA3bIK, Opaxuriedanus, AeGOpMUPOBAHHBIC YIIHBIC PAKOBHHBI, «00€3bs-
HbSD» CKJIaJKa Ha JaJ0HH, OTBEACHHBIN («XBaTaTCIIbHBIN») OONBIION majel Ha
crore u Jp. KimnHudyeckre nposiBJeHUS] TPUCOMHOW U TPAHCIAKAIMOHHOU (hopM
6one3nu JlayHna coBepiiieHHO UIAeHTUYHBI. [Ipu Mo3anyHol dhopme HaOIMOAACT-
csi OompIol KIMHUYeCKu moiaumopdusm. Jletu ¢ cunapomom JlayHna Tpu-
COMHOM (hOpMBI Yare poXKAAr0TCs y KEeHIUH cTapiie 35 neT. TpaHcIokanuoH-
Hble (pOopMBbI, HAOOOPOT, Yalle BCTPEUAIOTCS Y MOJOJABIX poauTeneit. Mo3zany-
HbIE ()OPMBI OTMEYAIOTCS ¢ OJMHAKOBON YacCTOTOH BO BCEX BO3PACTHBIX TPYI-
nax.

Cunopom Ilamay (tpuicomusi mo xpomocome 13) BriepBbIe OIMCaH B
1960 r. amepukanckum renetukoMm K. Ilatay. Ilomymsmuonnass yactota —
1:5000-7000 HOBOpOXAEHHBIX. llUTOreHeTHYecKue BapUAHTHI MOTYT OBITH
pa3nuyHbl: 1ienas Tpucomus 13 (HepacxokaeHue XpoMocoM B Mmeiose, B 80 %
Clly4acB Y MaTepH), TPAHCIOKAIMOHHBIA BapHaHT, MO3aHuHbIe (POPMBI, TOTIOJI-
HUTEJIbHAs KOJbIEBasg XxpoMocoMa 13, H30XpoOMOCOMBI.

Knunuueckue nposignenus. JIeTn poxIar0TCs ¢ UCTUHHOM MPEHATaIbHOM
runoriazueii. OCHOBHBIMU TIPU3HAKAMU SIBISIOTCS. HU3KHM CKOIIIEHHBIN JI00,
y3KHE TJIa3HbIC IIENH, 3amaBIiliee NePeHOChe, HU3KO PACIIONOXKEHHBIE U aedop-
MHpPOBAHHBIC VIIIHBIE PAKOBUHBI. TUNWYHBIA TpHW3HAK cuHApoMa Ilatay —
paciieNmHbpl BepXHel TyObl u HeOa (00bYHO NBYCTOpOHHHME). Beerma oOHapy-
KUBAIOTCS MMOPOKM HECKOJBKMX BHYTPEHHHX OPraHOB B Pa3HOW KOMOWHAIIH:
nedeKThl TIEPEeropoIoK Cep/ra, HEe3aBEPIICHHBIN MOBOPOT KUIIICYHUKA, KUCTHI
MOYCK, aHOMAJIMA BHYTPEHHHUX TOJIOBBIX OPTAaHOB, Me(HEKTHI MOMKEITyT0IHON
xene3bl. Kak npaBuio, HaOmomaercss ApyctoponHss nonuaaktuiaus. [IHC mo-
paxkaercs B 100 % cmyuaes.

B cBs3u ¢ Tsokensimu BIIP 6onbpmimHCTBO meredt ¢ cunapomom Ilaray
YMHUPAIOT B MEPBBIC HEEIH W Mecsibl xku3Hu (95 % — no 1 roga). OnHa-
KO HEKOTOphIe OOJBHBIC XKUBYT HECKOJBKO JIeT. bojee Toro, B pa3BUTHIX
CTpaHaX OTMEYAeTCs TEHACHIMS K YBEIUYECHUIO TIPOIOJIKUTEIILHOCTH KU3HU
0oibpHBIX ¢ cuHapoMoM Ilatay 10 5 (oxono 15 % nereit) u maxke no 10 ner
(2-3 % nereit). OgHAKO BCE T JCTH UMEIOT TSHKEIYIO YMCTBEHHYIO OTCTa-
JIOCTh — TITyOOKYIO0 UIUOTHIO.

Cunopom Ioeapoca (Tpucomus mo xpomocome 18) BIepBbIC OIHUCAH B
1960 r. a"rmuiicKkuM y4eHbIM DnBapjcoM. IlomysiimonHas yacToTa COCTaBJIs-
et 1: 6500 HOBOpOXKIEHHBIX. [[nTOreHeTHYECKH B OOJBIITUHCTBE CIIyYacB CHH-
JpOM TpEJCTaBiieH Ieoi Tpucomuer 18 (rameTudeckass MyTarys OJHOIO M3
pOIMTENCH, Yalle 1Mo MaTepuHCKO# nHuMu). Kpome Toro, BCTpedaroTcss U Mo3a-
nuHbie popmbl (46,XX/47XX,+13). KinuHnYeCKuX pa3iuduii MeKIy [UTOTCHE-
TUYECKUMH (opMaMu He OOHAPYKEHO.

Knunuueckue nposienenus. JIns cuaapoma xapakTepHbl MHOXKECTBEHHBIE
BIIP nwuieBoit yactu uepena, cep/iia, KOCTHOH U MOYEBOM cucTeM (cpalleHue u
yIBOCHHE TOYEK, KUCTHI MMOYEK), MOJOBBIX OpraHoB. OTMeYaeTcsi TUIOILIA3Hs
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HVDKHEHN YEIOCTH U MUKPOCTOMUS, Y3KHE U KOPOTKHE TJIa3HbIE IIEJIH, MAJICHb-
KM€ HU3KOPACIIOJIOKEHHBIC YIITHbIE PAKOBUHBI, BHICTYIAIOIINH 3aThIJIOK, XapaK-
TEpPHOE CTUOATEIbHOE MOJIOKEHUE NaJIbLIEB KUCTH, aHOMAJIbHO pa3BUTas cTONa
(msATKa BBICTYIIACT, CBOJ IPOBKUCAET), MEPBBIH MaJICI] CTOI KOPOYEe BTOPOTO.

[TpoaomKUTENPHOCTD KU3HU OOJIBHBIX C CHHIPOMOM JBapica pe3Ko
cHmwkeHa. Ha mepBom roay xwu3uu noru6aroT 90 % GonbHBIX, K 3-JI€THEMY BO3-
pacty — Oonee 95%. IlpuumHON CMepTH SBISIOTCSA TOPOKH CEPACYHO-
COCYIUCTOW CHUCTEMBbI, KUILIEYHUKA WU TIOYEK.

Bce BbDkuBIIME OOJIBHBIE MMEIOT TIyOOKYIO CTENEHb OJUTro(peHun
(nauoTHIO).

CpaBHHTEIbHAS XapaKTEPUCTHKA HAMOOJIEE YACThIX TPUCOMHUIA (CHHIPO-
moB [layna, [latay u DiBapjca) npuBeneHa B mMpui. S.

Cunopom mpucomuu xpomocomst 8 BriepBbie onmcan B 1962 r. ITomy-
nsuronHas yacrota — 1 © 5000 HOBOpOokAeHHBIX. CHHAPOM BO3HHUKAET B pe-
3yJlbTaTe€ HEPACXOXKACHUS XPOMOCOM Ha PaHHUX CTagusaX OyacTyibl, Kpome
peIKuX ciaydaeB MyTaluii de Novo B rameToreHese. llUTOreHETHYECKH BBISB-
asiroTest  kak - moaHele  (47,XX(XY),+8), Tak wu  Mo3auuHbie  (HOPMBI
(46,XX/47XX,+8), kotopbie cocTtaBistoT 10 90 % Bcex ciaydaeB. Koppensiuu
MEXK]y TSKECThbIO 3a00J1€BaHMS U JOJIe MO3aUYHOTO KJIOHA HE OOHAPYKEHO.

Knunuueckue nposenenus. Jletn ¢ tpucomueit 8 pokaaroTcsi TOHOIICH-
HbIMH. [[71s1 60531 Hambosee XapakTepHbl OTKIOHEHUSI B CTPOCHUH JIUIA, I0-
POKM ONOPHO-ABUTATEILHOIO ammapaTta U MO4YeBOM cuctembl. [Ipu kimHuYe-
CKOM 00CJIeTOBAaHUMU BBISBIIAIOTCS BBICTYMAIOMIMKM J1I00, KOCOIJIa3ue, SMUKAHT,
rNIyOOKO TMOCAKEHHBIE IJa3a, TMIEPTENOPU3M TIJla3 U COCKOB, BBICOKOE HEOO
(vHOT 1A pacieNrHa), TOJICThIC TyObl, BRIBEPHYTAsT HUXKHSIS T'y0a, OOJbIIue yIi-
HbIE PAKOBUHBI C TOJICTON MOYKOM, aria3us HaJIKOJIEHHUKA, ITyOoKHe 00po3/Ibl
MEXy MEXKMAJIbIIEBBIMUA MOIYIIEYKaMH, YeThIpeXnaiablieBas CKiaaka. AHOMa-
nuu anyca. [lpm Y3U BBIABISIIOTCS HapylIE€HUsS MO3BOHOYHUKA, AHOMAIIMU
(dhopMbI U TIOJIOXKEHHS pedep win 100aBOYHbIE pedpa.

[Ipu tpucomum 8 mpPOrHo3 (PU3UYECKOTO, TMCUXUUYECKOTO Pa3BUTHS H
KU3HU HEONAronpHUsTHBIM, XOTS OMUCAHBI MaIrMeHThl B Bo3pacte 17 ser. Co
BpEMEHEM Yy OOJIbHBIX MPOSBISIIOTCS YMCTBEHHasl OTCTaJOCTbh, THpoledanus,
MaxoBasi TPbIKa, HOBbIE KOHTPAKTYPhI, HOBbIE U3MEHEHHUS CKEJETa.

MeronoB cneuuduueckoro yieueHus: HeT. OnepaTuBHbIE BMENIATEIbCTBA
MIPOBOJISATCS IO >KM3HEHHBIM MTOKa3aHUSM.

KiuHuKO-uMTOreHeTHYECKAs XapaAKTEPUCTHKA CHHPOMOB, CBSI3AHHBIX CO
CTPYKTYPHBIMH IePECTPOMKAMH XPOMOCOM

Cunopom «kowauwvezo Kpuka» onucad B 1963 r. J[x. JIexxenom. [lomy-
nsaonHas yactora — 1 : 50 000. [luToreneTnvyeckrne BapuaHThl BAPbUPYIOT OT
YaCTUYHOM JI0 TIOJIHOM JIeJIelIMM  KOPOTKOTO IUI€Ya XPOMOCOMBI O
(46,XX(XY),5p"). Kpome mpocToit [enerud OTMEUEHBI KOJIBIIEBBIE XPOMOCO-
MBI S C Jenenued  KpUTHYECKOro (parmeHTta, Mo3auyHblie  (HOPMBI
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(46,XX(XY)/46,XX(XY),5p ), a Takxke TpaHCIOKAIIMHA MEXIAy KOPOTKHUM ILIe-
4OM XpPOMOCOMBI 5 (C moTepelt KpUTUYECKOTO CErMEHTa) U IPYTroi ayTOCOMOM.

Juacnocmuueckumu npusnakamu 3a00JIEBaHUS SBISIIOTCSA: MUKpoiieda-
Jus, cenu(PUISCKU T1a4 HOBOPOXKACHHBIX («KOMIAYHUH KPHUK»), 00yCIOBIICH-
HBI HW3MEHEHUEM TOPTaHH — CYKEHHEM, MATKOCTBIO XPSIIEH, OTEUHOCTHIO
WM HEOOBIYHOM CKJIQUaTOCTBhIO CIIM3UCTOM, YMEHBIIICHHEM HAATOPTAHHHUKA.
YacTo BBIABISIIOTCS MHKpole]anns, HI3KOPacHoJI0KeHHbIC W 1e(OpMUPOBaH-
HBIC VIIIHBIE PAaKOBHWHBI, JIYHOOOPa3HOE JIUIIO, THUIEPTEIOPH3M, SIUKAHT, MOH-
TOJIOWIHBIN pa3pe3 TJia3, CTpaOu3M, MBIIICYHAs TUIIOTOHMS. J[eTH OTCTaroT B
(M3UYECKOM M YMCTBEHHOM Pa3BHTHH.

BIIP BHyTpeHHUX OpPraHOB BCTPEYAIOTCS PENIKO, HAanOOoJee 4acTo mopaxa-
etcs cepare (nedeKTbl MeXOKeTyI0YKOBON M MEXKIIPEACEPIHON MTEPErOPOIOK).

Bce 6oipHBIE MMEIOT TSDKENYIO CTENEeHb YMCTBEHHOW oTcraioctu. [Ipo-
JOJKUTENBHOCTD JKM3HU Y OOJIBHBIX C CHHIPOMOM Sp~ 3aBUCHUT OT TSDKECTU
BPOXJICHHBIX IOPOKOB BHYTPEHHHUX OpPraHoB (0coOeHHO cep/na). boabmuHcTBO
OONBHBIX YMHpPAIOT B TepBbie ToAbl, okojio 10 % nocturator 10-netHero Bo3-
pacta. Hemuorue goxusarot g0 50 jerT.

Cunopom Bonvgpa-Xupwuixopna (cunopom 4p°) onucan B 1965 r. ITomy-
nsmonHas yactota — 1 : 100 000. I{utoreneTndecku o0yCIIOBIEH YaCTHYHOM
aenenueit koporkoro mieda 4 xpomocombl — 46,XX(XY),4p". Hacnencreen-
Has popma coctaBisger 10 %, a 90 % cinyuyaeB mpejicTaBlieHbl MyTanusMu de
Novo. OTMeYeHBI KOJBIIEBBIC U M30XPOMOCOMEI C MoTeper pparmenTa 4ple —
KPUTHYECKON 007acTH, OTBETCTBEHHOH 3a ()OpMHpPOBAaHWE OCHOBHBIX MpH3HA-
KOB CHHJIpOMA.

Knunuueckue nposenrenus. Jletn ¢ cunapomom Bonbda-Xupmrxopraa
OOBIYHO POXKJIAIOTCS Y MOJIOJIBIX POAUTENEH, TOHOMIEHHBIE, HO CO 3HAYUTEIHHO
cHKeHHbIM BecoM (okojio 2000 r). [lmst Takux getell xapakTepHa pe3kas 3a-
JepKKa (PU3NYECKOTO U TICUXOMOTOPHOTO pa3BUTHS. Y HUX HaOIIOJAIOTCS
YMEPEHHO BBIpaKEHHAss MUKpoIedamus, KIOBOBUIHBII HOC, BBICTYyMAIOIIEe
HaJNIEpPEeHOChe, NehOPMUPOBAHHBIE HU3KOPACIIOIOKEHHBIC YIIIHBIE PAaKOBUHBI,
BEPTUKAJIbHBIC CKJIAJIKM KOXKH BIIEPEIH YIIHBIX PAKOBUH, THUMOTOHUS MBIIIIII,
3HAYMTEIHLHOC CHIDKCHHE PEaKIMKM Ha BHEIIHHE pa3JIpakeHHs, CyIO0POKHBIC
npunaaki. OTMedaroTcs TakKe paclleIMHbl BepXHeil ryObl u Heba, nedopma-
MW CTOII, AHOMAJIMH TJIa3HBIX SIOJIOK, STIMKAHT U MAJICHBKUH POT C OMYIICHHBI-
MU YTOJTKAMH.

M3 BHYTpEHHUX OPraHOB 4allle MOpaKkalTcs cepaie (MOPOKH pa3BUTHS)
Y MIPUMEPHO B TIOJIOBHHE CJIy4aeB — IMOYKHU (THITOILUIA3US U KUCTHI). bobIyH-
CTBO JETEH ¢ CHHAPOMOM 4p yMHUpaeT Ha MEPBOM TOAy >KU3HH. MaKchMallb-

HBI W3BECTHBIN BO3pacT MAIMEHTOB ¢ CUHApoMoM Bombda-Xuprnixopna —
25 ner.

26



METO/Ibl MEJMLIMHCKOI TEHETUKH

JI1st u3ydeHust U JUAarHOCTUKU HACIECTBEHHOM MaTOJIOTUU B HACTOSIIEE
BpEMsl UCIIOJIB3YIOTCS CIEAYIOIINE METObI UCCIICIOBAHUS:

1. I'enemuko-Inudemuonocuueckuit nooxoo. llpenmnonaraeT cCoBMeCT-
HO€ TMPUMEHEHUE TEeHEaJOrHnYecKoro, OJM3HEIIOBOrO0 U  MOMYJSIIMOHHO-
CTaTUCTUYECKOTO METO/IOB.

TI'eneanocuueckuti memoo pOAOCIOBHBIX BBISBIISIET MATOJOTUYECKUE TIPU-
3HAKU M MPOCIICKUBAET OCOOEHHOCTH MX TEpeay B MOKOJICHUSIX MPU COCTaB-
JIEHUU POAOCIOBHOM. DTOT METOJ MO3BOJISIET OTBETUTHh HA JBA BOIMpPOCA: SBIIS-
€TCsl JIM JTaHHAs MaTOJIOTHS HACJIEICTBEHHON U M0 KAKOMY THITY HaCIeayeTCs?

brusneyoswiii Mmemoo naer BO3MOXKHOCTh DPa3rpaHUYUTH POJIb HACIE-
CTBEHHBIX (akTOpoB M (aKTOPOB BHEIIHEH cpeabl. OaHOSIMIIEBbIE OJIU3HEIBI
TeHETHYECKU aOCOIOTHO OJIMHAKOBBI, U PA3IMUUE MEXKIY HUMU OMpPENeIsieTcs
TOJIBKO (paKTOpaMu OKpYIKaroIiei cpesbl. JBysiileBbie OM3HEIBI TCHETHYCCKU
MEHEE CXOJIHbI, UeM OpaThsi U CECTPhI, POXKJIEHHBIE B Pa3HOE BpeMsl, TOITOMY
aHajau3 uX 3a00J€BaEMOCTH OTPa)KaeT BIUSHHUE CXOJHBIX YCJIOBUH Ha pa3iny-
HBIC TCHOTHIIBI,

Tonynayuonno-cmamucmudeckuii. Memoo 3aKJII0YaeTCs B COCTaBICHUU
POJIOCTIOBHBIX Cpear OOJBINON TpyMIbl HaceleHUs (B Ipeaeinax 00JIaCTH MU
IEJION CTpaHbl), U HCCIICIOBAaHUM TCHETHYSCKUX H30JIATOB (M30JIT — 3TO
rpynna monaei, ot 500 yenoBek J0 HECKOIbKUX THICSY, dKUBYIIAsl U30JUPOBAH-
HO OT BCEro OCTAJLHOIO HACEJIICHUS CTPaHbl). ['€HETHUECKU HU30JIAT XapaKTepH-
3yeTcsl TeM, YTO OpaKH 3aKII0YaloTCS TOJIBKO B €ro Mpejesiax, C BHICOKON 4Ya-
CTOTOM PHJIOTaMHBIX OpakoB. DTO BEAET, B KOHIIE KOHIIOB, K TEHHOW HU30JISA1IUU
OT OCTAJILHOTO Hapoja CTpaHbl. B pe3ynpTare mpoucXoauT mnepeaaya aHoMalb-
HBIX PELECCHUBHBIX T€HOB M3 F€TEPO3UTOTHBIX B TOMO3UTOTHBIE MAphI, YTO CO-
MIPOBOXKACTCS YBEJIMUCHUEM YUCIIa HACIIEICTBEHHBIX 00JIe3HEH.

2. Memoowl Knunuueckou ouaznocmuxku. Biro4aror B ce0sl crenuaib-
HbIE JTa0OpATOPHBIE METOJIbl TUATHOCTUKH: ITUTOTCHETHYECKUE, MOJICKYJISIPHO-
reHeTHYecKrue u Omoxumuyeckue. VX 11e1p 3aKkiroyaeTcss B TOM, 4TOOBI OOHa-
PYXHUTH crienupuyecKue 4epThl O0JE3HM, YKa3bIBAIOUIME HA HACIEICTBEHHBIM
XapakTep MOpaKeHHUs.

Lumocenemuueckuii memoo OCHOBAaH Ha MHUKPOCKOIUYECKOM H3Y4YEHUU
XpPOMOCOM C IEJIbIO BBISBICHUSI CTPYKTYPHBIX HApyUIEHUW B XPOMOCOMHOM
Habope (kapuomunuposanue). B xadyecTBe mMarepuaga HCIHOJIb3YIOT TKAHCBBIC
KYJBTYPBI C OOJIBIIIAM YHCIOM JCIISAILIMXCS KICTOK (Jarie JuMGOIUTHI nepude-
puYecKol KpoBH). XPOMOCOMBI Ha CTaauu MeTadasbl U3ydarOT MPH ITOMOIIH
CTEUATBHBIX METOJIOB OKPAIIMBAHKUS U COCTABJISIOT HACOrPaMMbl (CHCTEMATH-
3UPOBAHHBIE KApUOTHUIIBI C PACIOJOKEHHEM XPOMOCOM OT HauOOJBIIEH K
MEHbIIIEH), YTO U TO3BOJISICT BBISIBIIATH TEHOMHBIC K XPOMOCOMHBIC MYTAIIHH.

Monexynapnasa ouacnocmuxa. I10 Oonbllias U pazHOOOpa3Has rpymma
METOJIOB, MPEIHA3HAYCHHBIX JJIS BBISBJICHUS Bapualluii B CTPYKTYype HCCIETy-
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emoro yudactka JIHK. IIpu momomm meronos JHK-auarnoctuku ycranasiu-
BAIOT IIOCJIEA0BATEIBHOCTDh PACIIOJIOKEHUS OTIACIBbHBIX HYKICOTHUIOB, BBIIEIIS-
10T TEHBI U UX (PArMeHThl, yCTAHABIMBAIOT UX HAJIMYUE B U3YYACMBIX KIJIETKAX.

buoxumuueckue memoosr HaripaBJICHBI HA BBISBICHUE OMOXMMHYECKOTO
ICHOTHIIA OpraHW3Ma — OT MEPBUYHOIO MPOAYKTa T'eHa (MOJMIENITUIHON Iie-
1) 10 KOHEYHBIX METa0OJIUTOB B MOYE HMJIH TIOTE.

3. Buonozuueckoe mooenuposanue (SKCICpUMEHTAIBHBIN MeTo). JlaH-
HBI METOJ MPUMEHSIOT JIJIsl aHAJIM3a BO3MOXKHBIX T€HETHYECKUX JAE(EKTOB 4e-
JIOBEKa C UCIOJIb30BaHUEM B KaueCTBE 00BEKTa MCCIICIOBAHUS )KHUBOTHBIX (KpO-
JIMKH JIJIS U3YYCHHUsS aXOHAPOIIa3uu, codaku — remodunuu A, B).

METO/IbI MIPO®PUTIAKTUKHN HACJIEJCTBEHHOM
ITATOJIOTUHN

PaznuuaroT criemyromnue Buabl TpodUIaKTUKN HACTIEACTBEHHOM MaTOJIO-
THH: IEPBUYHYIO, BTOPUIHYIO U TPETUIHYIO.

ITon nepeuunoit npoghpunakmuxoii TOHUMAIOT TaKUE JACHCTBUS, KOTOPHIC
JIOJIKHBI OBITH HAIIPABJICHBI HA MPEAYIPEXKICHUE POKIACHUS O0IHLHOTO peOeHKa.
DTO pean3yeTcs 4epes:

1) muaHMpOBaHUE IETOPOXKICHHS MyTEM BbIOOpA ONTUMAILHOTO PENpo-
JAYKTHBHOTO Bo3pacta. J[J1s1 »KeHIIMH Takoki Bo3pacT cocrasiser 21-35 et (6o-
Jiee paHHHUC W TO37HHE OCPEMEHHOCTH YBEIWYUBAIOT BEPOSTHOCTH POXKICHHUS
peOeHKa ¢ BPOXKACHHOW MATOJIOTHEH ¥ XPOMOCOMHBIMU OOJIC3HIMH);

2) OTKa3 OT JCTOPOXKJICHUSA B CIIydasx BBICOKOTO PHCKa HACJICICTBEHHOM
Y BPOXKJCHHOM MaToJIoruy (B TOM YHCIIE TPU Opakax ¢ KPOBHBIMU POJICTBEHHU-
KaMH U T€TePO3UTOTHBIMU HOCUTEIISIMH ITaTOJIOTHYSCKOTO IeHa);

3) )KECTKHI KOHTPOJb COJICPXAHHS MYTarcHOB W TEPATOI'CHOB B OKPY-
xarorieit cpeae (oxoo 20 % BcexX HACIEACTBEHHBIX OOJIE3HEH B KayKIOM IOKO-
JICHUH 00YCJIOBJICHBI HOBBIMU MYTAI[HSIMH).

Bmopuunaa npogunaxmuka ocymecTBIseTCs IMyTeM IpepbhIBaHus Oe-
PEMEHHOCTH B CIllydae BBICOKOW BEPOSTHOCTH 3a00JIEBaHMS ILJI0JIa WK MpEHa-
TaJbHO JUATHOCTUPOBAHHOW OoJie3Hu. [IpepbiBaHue TPOU3BOIUTCS TOJIBKO C
corjacusi >KCHIIMHBI W B YCTaHOBJICHHbIE CpOKHU. [IpepriBanue OepemeHHO-
CTH — peIIeHUE SIBHO HE caMoe JIydllee, HO, K COXAJICHHIO, B HACTOSIIEE BPE-
Ms OHO SIBJISICTCSI €TMHCTBCHHBIM MPAKTUYECKH MPUTOTHBIM TIPU OOJIBITHHCTBE
TSDKEJIBIX U CMEPTEIbHBIX TEHETHICCKUX JTC(PEKTOB.

Bropuunas npodunakTuka OCyIIeCTBISETCS TyTEM:

1) METMKO-TeHETUYECKOTO KOHCYJIbTUPOBAHUS;

2) NpOBEICHUS CKPUHHMHTAa OCPEMEHHBIX C IMOMOIIBI0 OMOXMMHUYCCKUX
METOJIOB (HampuMep, ONpe/C/ICHHE KOHIICHTpAalMKu ajib(a-PpeTonpoTeHHa
(ADII) B kpoBU OEpEeMEHHOMN KCHIITUHBI);

3) Y3U-auaruoCcTrKy;

28



4) mnpUMEHEHHMsS HEKOTOPBIX HWHBA3WBHBIX METOMOB O0OCIIEIOBaHUS
(nanpumep, Ouoricust BopcuH Xopuona (1o 13 Henmensb), amuHuonente3 (16-19
He/lelb) — HCCICIOBAaHUE OKOJIOTUIOMHBIX BOJ, COJACPIKAIIUX CIYIICHHBIC
KJICTKH IUIO/A).

[Ton mpemuunoii npoghunakmukoi HacaeACTBEHHOW NMATOJIOTUU TOIpa-
3yMEBAIOT KOPPEKIHIO IPOSIBIICHHUS MaTOJOTHYECKUX T€HOTHUIIOB IIyTEM Ha3Ha-
YEeHUsI PAHHETO JICYCHHS MPH OOHAPYKEHUH MATOJIOTHU. B pe3ynbpraTte MOXHO
JIOOMTHCS TOIHON HOpMaIM3alid WM CHIDKCHHS BBIPa)KEHHOCTH IAaTOJIOTHYE-
ckoro mporiecca. TpernuHast MPO(UITAKTHKA OCYIIECTBIISIETCS IIYTEM CKPUHHHTA
HOBOPOJKJICHHBIX U1l BBISABICHHMS HEKOTOPHIX HACICACTBEHHBIX (POPM ITATOJIO-
run (HarmpuMep, (pEHUIKETOHYPHUH, THIIOTHPE03a, aJpEHOTCHHTAIHHOIO CHH-
ApoMa, MyKOBHUCIIMI03a | JP.), a TAK)KE PAHHETO Ha3HAYEHUS KOPPUTHUPYIOIIETO
JICUCHMSI.

[IpenoTBpaliieHre pa3BUTHS HACIEACTBEHHOIO 3a00JICBaHUs BKIIOYACT B
ce0sT KOMIUIEKC JICUCOHBIX MEPOIPUATHI, KOTOPBIC MOXKHO OCYIIECTBIIATH
BHYTPHYTPOOHO WIIM TMOCJE POKICHHs. B JaHHOM ciydae mpoQHIaKTHYECKHUE
MEpOTIPUATHS TECHO CBSA3aHBI C JICYCHHEM HACJICACTBEHHBIX OOJIC3HEH, U YeT-
KO# rpaHUIlbl MEXKIY HUMH HE CYIIECTBYET.

INPUHIAUIIBI TEPAIIUN

JledeHne HaciaeACTBEHHOW MaTOJOrMM Oa3HpyeTcsl Ha TpeX MPHUHIIMMAX:
STUOTPOMHOM, MATOT€HETUYECKOM U CUMIITOMATUYECKOM.

Amuomponnas mepanua HaNpaBlieHa HA YCTPAHEHHUE PUYMHBI 3a00Je-
BaHMs. C 3TOI LENbI0 UCMONB3YIOT METOAbl KOPPEKLMU I'€HETUYECKUX JedeK-
TOB, Ha3bIBA€MbIE 2eHHOU mepanueii. L|enpro TeHHON Teparnuu ABISETCS BHECE-
HUE B KJIETOUYHbI T€HOM MOPAKEHHBIX OPraHOB HOPMAJILHO KCIPECCUPYEMOTO
<«3JIOPOBOTO T€HAY, BBITIOJHSIONICTO (PYHKIIMIO MyTAHTHOTO («OOJIEHOT0) TeHa.

Ilamozenemuueckasa mepanus HalpaBiICHA Ha Pa3pblB 3BEHBEB I1aTOre-
He3a. /[ focTKeHUs STOW e NPUMEHSIOT HECKOJIBKO METO/OB!

— 3amecmumenvHylo mepanuio — BBEJIEHUE B OpraHu3M Je(UIHUTHO-
ro BemecTBa (HE CHHTE3UPYIOUIETOCS B CBSA3HM C aHOMAJHMEH T'eHa, KOTOPBIH
KOHTPOJUPYET MPOAYKLHIO JAaHHOTO BEIIECTBA — HWHCYJWH IPU CaXapHOM
auadeTe u ap.);

— Koppexyuio memabonuzma mytem: 1) orpaHWUYeHUs TONAJaHUS B Op-
raHU3M BEILECTB, METa0OJIMYECKH HE YCBaWBAIOLIUXCs, HampuMmep (eHusana-
HUHA WU JIAKTO3bI; 2) BBIBEJICHHUS M3 OpraHn3Ma MeTaOOJIMTOB, HAKAIlIUBAIO-
IIUXCsl B HEM B M30bITKe (Hampumep, (HEHWIMUPOBUHOTPAIHONW KHCIOTHI WM
XoJiecTepuHa); 3) peryysiiuid aKkTUBHOCTH (DEPMEHTOB (Hampumep, MMoIaBJICHHE
AKTUBHOCTU KpeaTUH(POCHOKMHA3BI IPU OTJEIBHBIX BUAAX MUOJIUCTPOPHUil, aK-
THUBAIIUS JIMTIONPOTEHHIIUIIA3BI KPOBU TIPU THUIIEPXOJICCTCPUHEMUH );
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— Xupypeuueckylo Koppekyuio oegexmog (Hampumep, CO3JaHUC IIyHTa
MEXIY HUYKHEU IOJIOM U BOPOTHOM BEHAMU Y IMALMEHTOB C «T'€NaTOTPOITHBIMU
TJIUKOTEHO3aMH ).

Cumnmomamuyeckasa mepanus HANpPaBJIC€HA HAa YCTPAaHEHUE CHUMIITO-
MOB, YCYT'YOJISIOIIMX COCTOSIHUE MalMeHTa (Hampumep, MPUMEHEHHE BEIIECTB,
CHIDKAIOIINX BA3KOCTh CEKPETOB IHIAOKPUHHBIX KEJI€3 MPU MYKOBHUCIUIO03E,
XHPYPrHUECKOE YIAJICHHUE JOMOTHUTEIbHBIX MaJIbICB U/WIH MEPEMBIUCK KOXKHU
MEXAY HUMHU TIPU TOJU- U CUHIAKTUIINU, BBINOJHEHUE TJIACTUYECKUX OIepa-
Ui 1pyu AedeKTax Juia, MOpoKax cepla U KPYIMHbIX COCYIOB).

CUTYALIMOHHBIE 3ATAYHN

3amaya 1. KakoBa BepOSITHOCTh POXKIEHUS JE€TEH C CHUHIAKTUIUEH
(cpocmmMuEcs TaNbllaMH) B CEMbE, TJC y OTIIA UMEETCS dTa aHOMAJIUS pa3BH-
THS, 2 y MaTepu U TIEPBOTO pedeHKa — HOPMAIbHOE CTPOCHUE MAJbIIECB?

3agaua 2. OnpenenuTe BEPOSITHOCTh POXKIICHHUS KOPOTKOMAIBIX JETEH B ce-
Mb€, TJI€ POJIUTENIN UMEIOT 3Ty aHOMAJIUIO PA3BUTHS U SIBISIFOTCS T€TEPO3UTOTAMH.

3angauya 3. B cembe, rae oba cympyra cTpaaloT axOHAPOIIIa3uel, poIuics
HOpMaJIbHBIN peOeHOK. KakoBa BEpOSITHOCTh POKIICHUS 37I0POBBIX JICTEH ?

3amauya 4. Onpeaenute BEpOSATHOCTh POKIACHUSA JAETEN C OTOCKIEPO30M B
CeMb€, B KOTOPOU POJUTENIM T€TEPO3UTOTHHI MO AHAIU3UPYEMOMY IPU3HAKY
(menetpantHOCTH 30 %0).

3amauya 5. Onpenenute BEPOSITHOCTh POXKACHUS IETEH ¢ aCTUTMaTU3MOM
B CEMbE, TJI€ OTEll FeTePO3UroTeH, a MaTh HE UMEET JaHHYIO MaTOJOTHIO.

3agaua 6. ['0MO3UTOTHBIE OCOOH T10 TE€HY CEPITIOBUIHOKICTOYHOCTH YMH-
paroT 0OBIYHO JO MOJIOBOIO CO3PEBaHMs, T€TEPO3UTOTHI KU3HECIIOCOOHBI, aHe-
MHUsI Y HUX TPOSIBIISIETCS MpU THUHOKCHUU. KakoBa BEPOSITHOCTh POKACHUS 3710-
POBBIX (DEHOTUITMYECKU U TEHOTUITMYECKU JIETEH, eclii 00a pOAUTEINS TeTepO3u-
TOTHBI TI0 aHATTU3UPYEMOMY MTPU3HAKY ?

3apaua 7. KakoBa BepOsSITHOCTh POKJIEHHUSI OOJBHBIX JIETEH B CEMbE, TJIe
OJIMH W3 POJIUTEJIEH TeTEPO3UTOTEH MO TeHY (DEHWIKETOHYpHH, a APYrou 370-
poB (370pOBBI OBLIIM €r0 POJUTEIH, OPaThs U CECTPHI)?

3apaua 8. Ycnexu COBpeMEHHOW MEIMIIMHBI MO3BOJIAIOT MPEIyIPEInUTh
pa3BUTHE rajakTO3EeMUU U M30€XaTh MOCIEICTBUN HapylleHuii oomeHa. Kako-
Ba BEPOSITHOCTh POXKIEHHUS OOJIbHBIX JIETEH B CeMbE, I/Ie OJUH U3 CYNPYTOB Io-
MO3UTOTEH IO TeHy TajlaKTO3eMHH, HO pa3BUTHE OOJIE3HH y HEro MpeaoTBpa-
IIICHO TUETOM, a IPYTOl TeTEPO3UTOTEH 0 aHATTU3UPYEMOMY TTPU3HAKY ?

3agaua 9. Kakoe moTOMCTBO MOKHO OXXHJIaTh OT Opaka reTepo3UTOTHBIX
poauTeNeil o reHy alKanTOHypUH ?

3angaua 10. Onpenenure BepOSATHOCTh POXKICHHS OOJILHBIX JAETEH C remaro-
1iepeOpanpHoil auctpoducii (6onesnsio Buiabcona—KonoBaaoBa) B ceMbe, I7ie
otelr 00JICH, a MaTh 3710poBa (310POBBI OBLIH €€ POUTEIIN, OPaThs U CECTPHI).
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3apaua 11. Myxuuna, 60osbHON reModuianeit A, BCTynui B 6pak co 3710-
POBOM JKEHIIMHOM, OTEIl KOTOpo# cTpanan remodunuen A. Onpeaenure Bepo-
SATHOCTB POXKICHUS B 3TOM CEMbE 37I0POBBIX JIETEH?

3apaua 12. B cembe, rae y poaurteneil 0oTMEUAeTCs TUIIOIIIA3Us AMaJH
3y0OB, ChIH POJIUJICSI C HOpMAJIbHBIMU 3yOamu. KakoBa BEpOSTHOCTH pOXKIIEHUS
CBIHOBEH ¢ HOPMAJIbHBIMU 3y0amMu ?

3apaua 13. KakoBa BEpOSATHOCTh POXKIACHHS JIETEH C OTCYTCTBHEM OOKO-
BBIX PE3IIOB, €CJIM Yy POAUTENICH HMEETCsl 3Ta aHOMAJIUSI U OHU T'€TEPO3UTOTHBI
M0 aHAJIM3UPYEMOMY TIPU3HAKY ?

3apaua 14. Ckonbko MMeeTcs Tejel] MOJOBOr0 XpOMAaTHHA Y JIIOACH ¢
regoturioM O0X? XXY? XXX? XXXY? KakoB moj1 3THX JIOJIEA U YEM OHU
OOJBHBI?

3apaua 15. Kapuotun naHHOTO OOJBHOTO XapaKTEPHU3YETCs HATMYUEM
TpEX MOJOBBIX XPOMOCOM. XapaKTE€PHbI BBICOKUWA POCT, €BHYXOWUJTHOE TEJO-
CJIIO’KEHHE, HApYIICHUsl CliepMaroreHe3a, ncuxuku. Kak Ha3piBaeTcsl aHHbBIN
cunapom? KakoB KapuoTHIl TaHHOTO CUHIpOMA?

3apava 16. Y GonpHOM M. poct 153 cM, KoXKHAs CKJIajaKa Ha IIee, Ies
«cuHKCa», MepBUYHas aMmeHopesi, oecruioaue. IMeroTcs BpoKAeHHbIC TTOPOKU
cepana u movek. Kak Ha3piBaeTcs JaHHBINA cHHAPOM? KakoB KapHOTHIT TaHHOTO
CHUHIIpOMa?

OTBETHI HA CUTYAILIUOHHBIE 3AJIAYH

3amaua 1. 50 %.

3anaua 2. 75 %.

3anaua 3. 33,3 %.

3anaua 4. 40 %.

3agauya 5. 50 %.

3apaua 6. 25 %.

3apaua 7. 0 %.

3agauya 8. 50 %.

3apaua 9. 75 % — 310poBeIX; 25 % — OONBHBIX.

3agaua 10. 0 %.

3amgaua 11. 50 %.

3apaua 12. 50 %.

3apaua 13. 75 %.

3amgaua 14. 1) tener; bappa — 0; mon — sxeH.; cunapom lllepemieBcko-

ro—TepHepa,

2) Tenen bappa — 1; mon — myx.; cuaapom KnaitapensTepa;
3) Tener bappa — 2; 10J1 — KeH.; CHHAPOM «CYIEPKECHIIUHBI,
4) tenen; bappa — 3; mon — myx.; cuaapom KiaitHgenstepa.

3apaua 15. Cunnpom Knaitnpensrepa.

3agaua 16. Cungpowm llepemenckoro—TepHepa.
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Ipunoocenue 1

PacnpocTpaHeHHOCTh MyYTareHOB B cpejie 00MTAHMSA Ye10BeKa

3arpsisHuTEIH

OCHOBHBIE HCTOYHHKH 3arpA3HCHUSA

Ac0OecTOoBbIC BOJIOKHA

AcOectnoOnIBaromee, acOECTOTEKCTUIBHOE M acOecTo-
[IEMEHTHOE TPOU3BOJICTBO

KaMeﬂnoyro.m)Haﬂ NbLJIb

JloObIua ¥ TpaHCIOPTUPOBKA KAMEHHOT'O YTIJIst

[ApeBecHasi nbL1b

HepeBooOpabaTsiBaroiiasi MPOMBIIIIICHHOCTh, BKIJIFOYAst
MeOeIbHOE MPOU3BOICTBO

I’IaCTI/IIII)I, BXoadAmuMe B CO-
CTaB JMU3€¢JIbHbIX BBIXJIOIIOB

Tpancmopt, pasiMyHOrO poja MPOU3BOACTBA C HCIIOIb-
30BaHMEM JM3EIbHBIX JIBUTATEINCH

AKpHJIaMH] XHUMHYECKOE IPOU3BOJICTBO

Mplimbsik CrexinoBapeHHoOe, JaepeBooOpabaThIBalOlee U XUMHYE-
CKO€ MPOU3BOJICTBO, 3arpsI3HEHUE BOJL

bensou Hedreneperonnoe npon3BoacTBO

bBen3unun XHWMHYECKOE M JIAKOKPACOYHOE IMPOU3BOJCTBO, a TAKXKE

IPUMCHCHUC KPACOK, COACPKAIUX 6CH3I/I,[[I/IH

1,3-0yraguen

[Tpon3BOACTBO MOJTUMEPOB U MOJTUMEPHBIX U3IEINN

ITUIIEHOKCH]T XUMHYECKOE U TaO0paTOPHOE TPOU3BOJICTBO

®opmaJibaerug [Ipou3BoACTBO pe3UHBI U JIPEBECHOCTPYKEUHBIX ILIUT,
TCKCTHUJIBHOC, KOXKCBCHHOC U JIP.

IIponuieHokcH XUMHUYECKOE MPOU3BOJICTBO U MPOU3BOJCTBO Kpaxmasia

Ctupen [TonmMepHOe ¥ XMMHYECKOE TIPOU3BOJICTBO

Toayou [Tpou3sBosacTBO OEH3MHA

Bunuiaxaopua [Tpon3BoCTBO TUTACTMACC
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Ipunoocenue 2

DapMaKoJOrH4ecKue CoOeANHEHUs ¢ YCTAHOBJICHHOM HJIM IpeaIoJiaraeMoin
TeHOTOKCHYECKOM M MYTareHHOM aKTHBHOCTBIO

I'pynna npenaparos

HaszBanmue

HpOTuBonapaauTapﬂme, aHTI’IMHKp06H])Ie N AHTHBHPYCHBIC CPEACTBA

AHTHIIMCTOMATO3HbIE ['MKaHTOH, aMOCKaHaT, JIYKaHTOH, TYOepUMIUH U
Jp.

AHTUMHUKPOOHBIE Jnokcuaux

AHTHBHpYCHBIE B-nponHoJIaKTOH, AIMKJIOBHP, TAHIIMKIOBHP

AHTUMAaJSIpUiHbIE [Inpuramux

AHTHUTYOCPKYJIE3HbIE W30HMa3u], nupa3uHaMus

AHTHOMOTHKH Pudammnuiyn, TeTparmking, XJaopaMmpEeHUKOI

AHTUIIPOTO30HHBIE Metponnnasoi

I'opmoHanbHbIE JM3THIICTHIILOICTPOIT, IEKCaMETa30H,
MECTPaHOJI, HOPATUCTEPOH, (HIIYOKCUMECTEPOH

IlcuxoTponubie cpeacTBa

AHTHIETIPECCAHTHI ®enen3uH, HUanamua, MeOaHa3wH, H30KapOOKca-
3Ul, JAE3UNpPaMUH, HUMHUIPAMUH, KIOMHIIPAMUH,
6edoi

[IcuxocTuMynsTOpHI Am¢peramuH, perdropamut, KopenH

AHanpresupyromnme # - xapornonu- | [lapaneramon, denamnernn, MophuH

KaroLye

NnMmyHOCyTIpeccopsl Huxnodochamua, xaopamOy1wI, a3aTHONIPUH

[IpoTtruBOOMYXOIEBBIE IIpakTH4ecKu Bce N3BECTHBIE JIEKAPCTBA

JlexapcTBa Jpyrux rpymni

[TupmeHnon, TupeHnIrnAaHTONH, anbhaazapoH, aH-
TpaJivH, Ki1oha3sumuH, penondranent u ap.




Ipunooscenue 3

OcHoBHbIE NNUILEBbIE MNPOAYKTHI, COACPKAIIUEC AaHTUMYTAIr CHbI

IMumesas rpynna

IMumeBble MPOAYKTHI,
obdJIaiaonIue AHTUMYTAT€eH -
HOM AaKTHBHOCTBHIO

AKTHBHBbI€ KOMIIOHEHTBI

Coaepaxar 1ucMyTareHbr™

OBomu cemencTsa Ilerpymka, ykpom, cenb- | CTpyKTypHBIE IOJHMCaxa-
30HTUYHBIC nepeu PHUIBL
OBomu cemencTa Caexkiia — MHUIICBBIE BOJIOKHA (HE
MapeBbIX NIepeBapUBAIOTCS B KUIIIEY-
DpyKTHI sl6noko, ciuBa HUKE);
Sroner UYepHas u KpacHas cMopo- | — KICTHaTKa, ICIII0JI03a,
JIMHA, YEePHUKA TeMULIEIUII0NI03a, JTUTHUH, U
3naku OtpyOu mieHunbl U Ky- | NCKTHH (cBs3BIBAIOT  pas-
KYPY3bI JUYHBIE MYTareHbl WJIH
KaHILIEPOTeHbl /0 HX TIO0-
CTYIUICHUS B KIICTKY)
Coaep:xat MeTa0o1H4YecKHEe AHTUMYTAreHbI™ *
OBomu cemeiictBa | Kanmycra  OenokauanHasi, | Munomnst (mamon-3-
KpPECTOLBETHBIE [BETHas, OproccenbcKast, | KApOMHON) M THOTJIMKO3M-
penpKa, pena, XpeH apl (MakcuMaiibHast AP Qek-
TUBHOCTh BBISIBIICHA IIPH
NENUCTBUU MYTareHoB,
IIPEICTaBICHHBIX OJIH-
LUUKIMYECKUMH  apoMaTu-
YECKUMU YIIIEBOJOPOAaMH,
JMATUITHUTPO3AMUHOM )
0):1011151 MopKoBb, nerpyuika, | [Tonudenons:, draaBonou-

CEMENCTBA 30HTUYHEIE

CeNbJepen, YKpOIl, KOpH-
aHJp, NacTepHaK

Jbl, KyMapHHBI

OBoum
ceMencTBa 0000BBIE

Cos1, ropox, uedyeBuIIa, 3e-
JICHBIA TOPOIIEK, KpacHas
(hacob, KpacHBIN KJIEBED

OpyKTHI LlutpycoBsie  (amenbcuH, | MOHOTEpIIEHBI
JUMOH, Tpelndpyr, LuUT-
poH)
Opexu I'peuxue, Qynayk, keapo- | TaHuHBI 2511ar0BOI KHCIIO-
BbI€, MUHJIQJIb, GUCTAIIKK | Thl — pacTUTENIbHBIE (e-
SAronsr Temublli BUHOTpaA HEOoJbl (CHIKAIOT MeTabo-

JU3M MYTarcHOB M KaHIle-
POTeHOB)

*Bemecma, CIIOCOOHBIC CBS3LIBATH Pa3JIMYHBIC MYTArc¢Hbl UJIM KaHIICPOTCHBI CUIC O UX I10-

CTYILICHHA B KIICTKY.

**BeriecTBa, KOTOPbIE OKA3bIBAIOT BIMSHUE HA ()EPMEHTHbBIE CUCTEMBI, YJaCTBYIOIINE B aK-
TUBAILIMN HEMPSMBIX KaHIEPOreHOB (MPOKAHIIEPOreHOB) U JETOKCHKALUK Pa3IMYHBIX TOKCH-
YEeCKUX COCIUHEHMH (KCEHOOMOTHUKOB) IMOCPEIICTBOM MX OKHCIICHHUS, 00pa30BaHUs TIIOKYpPO-
HUJOB, CYJIb(}aTOB, ITYTaATUOHOBBIX KOMIUIEKCOB, KOTOPBIE BHIBOJIATCS U3 OpraHU3Ma.
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Ipunoowcenue 4

K.TlaCCl/l(l)l/IKaIII/Iﬂ TeHHBIX 00JIe3Hel CorjaacHo TFCHETUICCKOMY IIPU3HAKY

Tun nacjiegoBanus

IIpu3Haku Hac/iel0OBAHUS

®opMa noOTAJIOTHH

AyTocoMHO-IoMUHAHTHBIN (A-]])

e

1. OpaunHakoBas 4acTOTa MaTOJIOTHUU
y JIMII MY>KCKOTO U )KEHCKOTO IT0JIa.

2. Hanuume OONBHBIX B KaXKIOM
NOKOJICHUH (BEPTUKAIBHBIA XapakTep
pacrpeeseHus 00JIe3HN).

3. BeposTHOCTh pOXaeHHS 00JIb-
Horo pebenka cocrapisier 50 % (He3a-
BUCHMO OT IoJia peOeHKa M KOJnde-
CTBa POJIOB).

4. 310poBBIC YJICHBI CEMBHU, Kak
MPABUIIO, UMEIOT 3JI0POBBIX TOTOMKOB

TTonmuaakTunus

bpaxunaktunus

CUHIaKTHIIHAS

NckpuBnenne naiableB, HOTTEH
AHoHuxus (HeJJOpa3BUTHE HOT'TEH)
OTtcyTcTBHE OOKOBBIX PE3LIOB
bimsopykocTs

JlanbHO30pKOCTh

ActurmMatuzm

Ortocknepos

AxonHpaporuiazus

CemMeliHasi THIIEPXO0JIECTEPUHEMUS
Xopest XaHTUHITOHA

[Tonumo3 TOACTON KHUIIKA
Heiipopubpomaros

AyTocoMHO-perieccuBHBIN (A-P)

DTO

O

e bhim

1. OpuHakoBas yacTOTa NaTOJIOTUU
y JIUII MY>KCKOTO U )KEHCKOTO IT0JIa.

2. IlposiBneHue maToJIOTUU B POJIO-
CJIOBHOM II0 TOPU3OHTAIH, YacTo y
cUOCOB.

3.  Poaurenu GonbHOTO, Kak MpaBu-
710, 3710POBBI.

4. 3aboneBaHue MOXET OOHAPYKH-
BaTbCsl y JPYTUX DPOJACTBEHHHMKOB,
HapuMep y JBOIOPOJHBIX MU TPOIO-
ponHbIX OpaTheB (cectep) OOIBHOTO

CeprioBuIHOKIIETOYHAsT aHEMUS (110
THUITY HETIOJIHOTO JOMUHHUPOBAHM)
I"amakTo3zeMus

DEeHUIKETOHYpUS

AJKanToHypus

AnbOuMHU3M

I'mukoreHo3sr

MyxkoBucIn103

bonesnr  Bunbsconma—Konoasoa
(rematornepeOpanbHas TUCTPOQHs)
AJIpEHOT€HUTAIBHBIN CUHIPOM
Bpoxnennas riryxoHeMora
Muxkponedanus




LE

Ilpooonocenue npun. 4

Tun HacjenoBaHus

HpI/BHaKH HacJIeJ0BaHUA

(I)opMa MnoTaJIOrun

JomunantHbi X-crermneHabii (1-X)

%

|
@

@l

|
@ L]

O @O

%3

[]

I

1. BomeroT nmuma MyXCKOTO H JKCH-
CKOTO T0J1a, HO JKCHIIWHBI B 2 pasa
Jare.

2. Tlepenaua 3aboneBaHusi OT OOJb-
HOTO MY)XYHMHBI BCEM JI0Y€psIM, HO HE
CHIHOBBSIM  (CHIHOBBSI TOJIy4alOT OT
otia Y -XpoMOCOMY).

3. Ilepenaua 3aboneBanusi OoT OOJb-
HOMW JKCHIIMHBI W CHIHOBBSIM, M JI0Ye-
PSIM C PaBHOM BEPOSITHOCTHIO.

4. bonee Tskelnoe TedeHHe 3abole-
BaHHS y MY)XXUHH, YeM Y KCHIIIMH

DpoHTOHA3aIbHAS AUCIIIA3UA
[Munomnasus smanu 3y0oB
Karapakra

Paxwur, ycroituuBsiii k BuUTaMuny D

PeneccuBHbiii X-cuermtenusiii (P-X)

1. BonbHbBIE neTH pokaaroTcs y de-
HOTHITMYECKU 3/IOPOBBIX POJAUTEIICH.

2. 3aboieBanue HaAOMIOOAETCA IJIaB-
HBIM 00pa3oM y JIUI[ MYXKCKOTO IOja
(MaTepu GOJMBHBIX — OOJIMraTHBIE HO-
CHTEJIbHHUIIBI TATOJIOTMYECKOTO TeHA).
3. CpiH HHKOTIA HE HaclemyeT 0o-
JIE3Hb OT OTIIA.

4. Y HOCHUTENBHUIBI MYTaHTHOTO
TeHa BEPOSTHOCTh POXKICHUS OOJIEHO-
ro pebenka paBHa 25 % (He3aBHCHUMO
OT T0Jla HOBOPOJXJICHHOTO), BEPOST-
HOCTh POXJICHUSI OOJILHOTO MajbuhKa
pasHa 50 %

I'emodumus A u B

JanbToHu3M
['umorammarnoGynuHeMus
Meimeynast quctpodus romenna




OxoHnuanue npun. 4

Tun HacjaenoBaHus

HpI/BHaKI/I HacJIeJ0BaHUA

(I)opMa MnoTaJIOrun

TNomanapuueckuii Y -cuerutenusii (I'-Y)

l-‘-O
gl
om0

1. Ilepenaua mpu3HAKa OT OTIIA BCEM
CBIHOBBSIM (M TOJIBKO CBHIHOBBSM!).

Jlouepu HUKOrga HE HAaCIEAYIOT
IIPU3HAK OT OTLA.

2. «BepTuKaibHbII» Xapakrep
HacJIe0OBaHUs INpU3HaKa. Beposr-

HOCTh HACIIEAOBAHUS JUIS JIHI[ MYX-
ckoro mosna paBaa 100 %

N30bITOYHOE OBOJIOCEHHE YIIHBIX
PaKOBHH
A3zoocniepmus

MuroxonapuaibHbIi (M)

1. Bose3Hs mepeaaercst TOIbLKO OT Ma-
TEPH.

2. BOJIbHBI U ICBOYKH, U MAJIbYHUKH.

3. bonbHBIE OTIBI HE TepenarT 0o-
JIC3HU HH J0YEPSIM, HU CHIHOBBSIM

ATtpodust 3purenpHoro Hepma Jle-
oepa

MuTtoxoHpuanpHasi dHIedanona-
TUS

MuoxkoHnuecKast SMuiIencus
Kapanomuonarus

[l — OombHOI (MyX.)
] — 310poBbIf
O — 6GonbHOI (keH.)

O — 310pOBBIA



Ipunooscenue 5

XapakTepucTuka HauboJiee 4YacThIX TPUCOMUIA

XapakTepucTuka Tpucomus 21 Tpucomus 13 Tpucomus 18
(cunapom TayHna) (cunapom Ilartay) (cunapom Dasapiaca)
YacTrora BO3- 1:800 1:5000-7000 1: 5000-7000
HUKHOBEHMSI
Tonyc MbIIIL I'mnoronus I'mno- wmu runepro- | I'unepronus
HUS
Yepen/ro- YMmepennas wmukpole- | Mukponedanusi, cko- | Mukporedanus,
JIOBHOM MO3T danust, MIOCKUN 3aThl- | IMIEHHBIN 3aTHUIOK, J€- | BRICTYHAIOMUKA  3a-
JIOK, TPY POJHHUYKA (deKxThl KOXXKH B 00Ma- | THUIOK
CTM CBOJAa depena Hu
3aThUIKA
I'imaza Packocele, mnsaTHUCTas | MukpodTanbmusi, ru- | Y3kas rJ1a3Has
paayxHas  000JIoUKa | MOTENOPU3M, KOJIOOO- | IIeib, TOMYTHEHUE
(matHa Bpamgwuibaa), | Ma paayKHO 000JI09- | POTOBHUIIBI
SMUKAHT KM, JWCIUIa3dsl CeT-
YaTKu
Yimu Hwusko mocaxkens!, mo- | Huzko nmocaxkeHsl, | Hu3k0  1mocakeHsl,
MOJTHUTEbHBIE CKJIA- | IOPOKU PA3BUTHS MOPOKHU Pa3BUTHS
KM Ha BEPXHEM 3aBUTKE
JInno Bommagaromuii  s3bIK, | Pacmennenue ryOsl U | ManeHbKuit poT,
OoJpliie IIEKH, TUIOC- | Heba MHKPOTHATHUSA
KO€ IIEPEHOCHE
Ckeuter Knunonaktunust  mu- | Homuaaktunus, mioc- | Cxkatue KUCTEH pyk

3uHIa, OosblIOe pac-
CTOSTHUE MEXIy Tep-
BBIM U BTOPBHIM TMajlb-
IIEM HOT'H, W30BITOYHOE
KOJIMYECTBO KOXHU Ha

KM€ HOITH, C)KATHUE
KHCTEU PYK B KyJIaK

B KYJIaK, OTCYTCTBHE
NUCTAJIbHON CKJIag-
KA Ha MHU3HHIE, T'H-
MoIuIa3us  HOTI'TEH,
MaJiblii pOCT, TOHKHE

3aJIHE  TIOBEPXHOCTH pebpa
11€U, MAJIBIA POCT
Ilopoku cepana 40 % 80 % 60 %
BekuBaemocTh | Bricokas 80 % moruodaroT Ha 1- | 90 % mormbaror Ha
M TOJTY KU3HHU 1-m rony Xu3HU
Apyrue  npm- ITopoku passutus no- | Msornyras  croma,
3HAKH JIOBBIX OPTraHOB, IIO- | IOJUKUCTO3 TIOYEK,
JMKUCTO3 TOYEK, yBe- | AepMmatoriuduka
JUYCHUE BBICTYIIOB HA | AYTH

SJIpax HEUTPOPHIIOB
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