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¢ COBOKyﬂHOCMb 8cex 2eHoe, csiedosamesibHO, U
ecCHemMuUu4YecCKUX NMPpuU3HaKoe8, Ha3biearom
reHoTUurioM.

e BoaMmOXHOCTb U hopma NnposABfIeHNA reHa 3aBUCAT OT
ycnoBuun cpeabl. Cpena 30ecb — 3TO: YCIOBUA,
OKpy>KarLiue KreTKy, U npucyTcTeme Apyrux reHoB.
[eHbl B3anumoaencTBYyHOT APYr C APYroM U, OKa3aBLUUCH
B OOHOM reHoTune, MoryT CUJIbHO BIIUATb Ha
nposiBrieHne AeucTBuUA coceagHUX reHoB.

 COBOKYynHOCMb rnposieusWUXcsi MPU3HaKoe
op2aHuU3Ma e pe3ysibmame e3aumoodelicmeust
2eHomuria ¢ OKpyXxaroujeu cpeodou Ha3bliearom
cdoeHOTUNOM. )



[MpusHaku:

BHelWHMe (4BeT KOXKn, Bosioc, hopma yxa unm Hoca, oKpacka
LBETKOB);

BHYTPEeHHUe.

aHaToMu4yeckue (CTpoeHMe Tena v B3aMmMHOe pacrnosioXxeHue
OpraHoB),

dounsunonorunyeckue (hopma n pasmepbl KIeTok, CTpoeHne TKaHeun
WU OpraHoB),

onoxmmumnyeckue (CTpyktypa 6enka, aktTuBHOCTb pepMeHTa,
KOHLEeHTpauusa ropMOHOB B KPOBW).

Kaxpnas ocobb nmeeT cBOM 0COOEHHOCTU BHeLUHero Buaa,
BHYTPEHHero CTpoeHus, xapakrepa ooMeHa BelecTB,
byHKLMOHNPOBAHUA OPraHoB, T.e. CBOU (peHOTUIN, KOTOPbIN
cchopmmpoBanca B onpenesieHHbIX YCIoBUAX cpeabl.

deHomun ¢hopmupyemcs nood esiusitHUeM 2eHomuna u ycsioeuu
8HelWwHel cpeosbl.

F'eHomun ompaxaemcs e peHomune, a peHomun HauboJsiee
MOJIHO Mposiesisiemcsi 8 onpeoesIeHHbIX YCII08USIX CPEOBbI.



XpOMOCOMbI

 NeHeTn4yeckana nHdopmMaUuna KaXXaoro YenoBeKka coxpaHsieTca B 23
napax XpoMoOCOM, KOTOpPble O4YeHb OT/INYAIOTCA pa3MmepamMm u
cdopmon. Xpomocoma 1 - camana 6onbluas, ee pa3mep d6ornee yem B
Tpu pa3a oonblue, YemMm pa3mep 22 xpomocombl. [iBaguaTb TpeTbA
napa XpomMocoMm - 3TO ABe crneuunarnbHblie Xpomocom, X n Y,
KOoTopble onpeaensatoT Haw nos. XeHwWwmnHbl nmerot napy X
xpomocom (46, XX), B TO BpemMsl KaK y My>X4YMH 3Ta napa COCTOUT U3
oaHou X n ogHon Y xpomocombl (46, XY).

e OcHOBHOM cocTaBnaLWwen Kaxaon xpomocombl aensaetca AHK, a
reHbl - 3TO OCHOBHbIe cocTaBnswme xpomocomHon OHK.

 MoneKkyna Kaxaou XpoOMOCOMbI O4YeHb ANMMHHAasA, MO3TOMY AnA
KOMMAaKTHOCTM OHa NMOTHO HAMOTaHHasA Ha cneundunyeckne b6enku-
FTMCTOHbI. ITO siBNeHNe Ha3blBAETCA CynepcKpy4nBaHue Unm
cynepkomnakTtusauusa. AnuvHa IHK oaHOU XPOMOCOMbI COCTaBNAET
B cpeaHeM 5 cM. 1nA cpaBHEeHMA MOXHO cebe npeacTtaBuUTb, YTO
BcA JHK, KoTopana coaepXutcsa B Asape KaXXaou KrneTku, B
pa3BepHYTOM BMAe AOMMKHA UMETb ANIUHY OKOJ10 TpeX METpPOB.
Ecnu BbimepaTtb anuHy Bcen JHK opraHuama 4yenoBeka, To, CTOMTb
OTMeTUTb, YTo ecnu HUTU AAHK cnoXxutb No AnvHe, To 3TOMN
OBOWUHOU HUTBLIO MOXHO ObINo Obl coeauHuTb 3emnio u ConHue
okorno 70 pas. 4




AOHK nmeeT MmonekynspHoe cTpoeHue, obecnevymBaroLiee CNOCOOHOCTDb K
YABOEHUIO U K 00pa3oBaHNI0O MHOXeCTBa pa3HoOobpa3HbIX ¢hopm.

MoneKkyrna HyKrieMHOBOM KUCIOTbl UMeeT bopMy HUTU, NpeacTaBnsoLwen
cobou uenb HykrneoTnaos (puc. 3.13).

Kaxabin HyKneoTua COCTOUT U3 TPEeX YaCcTen: a3zomucmo20 OCHOB8aHUS,
ya/1e800H020 KOMIMOHeHmMa u ¢hochopHoOU Kucsiomail.

OTaenbHble HYKNEeOTUAbI B HYKITEMHOBbIX KUCNOTaxX cCoeANHEHbI Apyr C
apyrom yepe3s poccopHyO KUCIIOTY MPOYHOU XUMNYECKOU CBA3LIO.

YrnesogHbin KomnoHeHT B [1HK npeacraBneH caxapom - 4e30KCUPNO030M.
CaxapHbin 1 pocdOpHbLIN KOMNOHEHTbI Y BCeX HYKNeOTUAOB OAUHAKOBbI, YTO
e KacaeTcsl OCHOBaHMM, TO CYyLLUEeCTBYeT YeTbipe TUna OCHOBaHUWN: a0eHUH,

UUMO3UH, 2yaHUH N MUMUH. Ina NnpoCcTOoTbl NX YacTo 06003Ha4YalT byKkBamMu
AU TIMuT.

OuyeHb BaxHO, YTO Mmonekyna JHK obpa3oBaHa He ogHOWN, a ABYMSA HUTAMM,
KaXpasi U3 KOTOPbIX UMeeT Takoe CcTpoeHue. HnTm coeamHaoTCcAa mexay
cobou cnabbiMmn BOgoOpOAHLIMU CBA3SAMU Yepe3 OCHOBaHUA.

[Mapbl OCHOBaHUU NOAXOAAT APYI K APYrY. KaK KIY K 3aMKy. Mpu atom
afieHNH Bcerga CTouT B Nnape ¢ TUMUHOM, a ryaHuH ¢ umto3auHom (A-T, I'-L, cm.

puc. 3.14). briazodapsi makoMy KomMmrsieMeHmapHoOMy CmMpPOeHUr, ama
deoliHasi HUmb crnocobHa mo4YyHo eocripouseodums cebsi, obpasys 5
udeHmMu4Hble 080UHbIe HUMU.
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* [lo4yTU B LEHTpPpe KaXXaou XPOMOCOMbI COAEPXKUTCA ee
LeHTpomMepa, HeOoNnbLLOoN Yy4acTOK, KOTopasa AeNnT XPOMOCOMY
Ha ABe YacTun, obpa3sys npu 3ToM OsIUHHOE 1s1e40 (q) u
KOpOmEkKoe nsie4o (p).

 Kpome Toro, ana 6onee getanbHOro U TOYHOro uccriegoBaHus
XPOMOCOM UCMONb3YyeTCA MeTo OKpPpaCkKu XpOMOCOM
cneunanbHbIMU Kpacutenamu. Kaxgaa xpomocoma nmeert
YHUKarbHYH YeTKYH NMOofiocaTylo CTPYKTYpPY, a Kaxkaana nosiocka
UMeeT HoOMep, KOTOpPbIN NoMoraeT onpeneriuTb
(nokann3npoBaTb) KOHKPETHYH0 YaCTb XPOMOCOMbI (J10KYC).

e JTOT MeTopA, NPV KOTOPOM MNOSIOXKeHUe AaHHOro reHa
onpepenseTcH pasmMmeLlleHMemM ero Ha KOHKPeTHOU norsioce
XPOMOCOMbI Ha3blBaeTCA LUNTOreHeTUYECKUM KapTUPOBaHUEM.
Hanpumep, reH 6eta-remornoouHa (HBB) pa3melueH Ha
xpomocome 11p15.4. 3T1o o3HayvaeT, YyTo reH HBB pacnonoxeH Ha
KOPOTKOM nrieye (p) xpomocomsbl 11 n HaxoanTca Ha 4 nonoce 15
yyacTKa 3TON XpPOMOCOMBI. 8




XPOMATUAA (ot rpey. chroma - user,
Kpacka + eidos - BMg) — 4acTtb
XPOMOCOMbI OT MOMEHTA ee yABOEeHNsA A0
pasgeneHus Ha ABe foyepHue B
aHacdpasze. ,

Xpomarunasl obpasyloTcs B pesynsrare
yABOEHUSA XPOMOCOM B Nnpouecce
AeNneHus KNeTku.

4WEB.ru
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LievtpOMmepa
Monexkyna HK

[Be xpomamabl



, h
21

12

ol

17

22

{C

JL

3

L

18

)

I
¢

1S

"
.

Kapuorpamma
MYXXYUHbI

JTO n3obpaxeHue
23 nap
yerioBe4ecKux
Xxpomocom. OHu
OKpalleHbl U
pa3MelleHbl nNo
Mepe YMEeHbLUEeHUS
pa3mepa.

Hannuyne B
nocneagHen nape Y
XPOMOCOMBI,
cBUAOeTenbLCTBYET O
TOM, YTO 3TOT
Habop Xpomocom -
MY>KCKOMW.
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Jea muna knemo4yHo20 desieHuUs

B 1879 r. Ob15i onucaHbl Nnpouecchbl, Npoucxoasiiue B agpe
npu obpasoBaHNN ABYX UOEHTUYHbIX KNneTokK. MNoaoOHbIe
AeneHna KNneTok NnponcxoasaT BO BpemMs npoueccoB pocTa U
pereHepauuu TKaHewW.

B 1887 r. Ob1510 BbICKa3aHO npeanosrioXxeHue, YTo B npouecce
oOpa3oBaHMA rameT OCyLUEeCTBMSAETCA APYron TUN KIeTo4YHOoro
AeneHus.

[eneHne nepBOro TMna, XxapakrepHoe Ansi NpoLeccoB
pa3MHOXEeHUA COMaTUYeCKUX KINeToK, T.e. KNeToK Tena, obino
Ha3BaHO MUTO30M, a AefieHne BTOPOro Tuna, npuBoasilee K
o6pa3oBaHMIO NOMOBLIX K1eTOK (rameT), Nosly4Ynno Ha3BaHue
MeKnoa3a.

I'Ipou.eccu, npoumcxoasiuine B KrieTKkax BO BpeMAaA MUTO3a U
Meno3a, BO MHOIroM NMOXOXW, HO pe3yJibTaTbl NOJ1y4alOTCA
COBEepPLUEeHHO Pa3sliM4HbIMM.




Mumos - amo makoe desieHue K/l1iemo4yHo20 sidpa, npu KOmopom
ob6pa3yromcsi 0sa doYyepHuUx siopa ¢ HabopaMu XPOMOCOM, UOEHMUYHbIMU
Habopam podumernibCKOU Kiiemku.

BmecTe ¢ geneHuem sigpa npoucxoauT U AeneHue uutonnasmbl Ha ABe paBHble

4yacTu, U BOCCTaHOBJIEHME KNeToYHoOW MeMbpaHbl. MutoTuyeckoe geneHne npmMBoauT K
yBeNnM4YeHUI0 Ynucna KneTtok, obecneuymBasi npouecchbl pocTa, pereHepauum u
3aMeLLeHUA KIeTOK Y BCeX BbICLUMX XXUBOTHbIX U PaCTEeHUMN.

Meuo3 - amo npouecc desieHUs1 Kl1emo4YyHo20 sidpa ¢ obpa3oeaHuem
yembipex 00YEePHUX si0ep, Kaxxooe U3 KOmopbix cooepxum edsoe MeHbue
XPOMOCOM, 4YeM UCXOOHOoe si0po, MO3MOMYy e20 euwe Ha3biearom
pedyKuuoHHbIM (OT nat. reductio - yMeHbLUeHMe).

NMpn menose B poanTesibCKOMU KrneTke CHa4vyana npouMcxoauT oagHOKpaTHoe yaBOeHue
XpPOMOCOM (KaK B MUTO3€), HO BCneA 3a 3TUM CrieayroT ABa UUKra saepHbIX (U
KITeTOUYHbIX) AeNIleHUN - NepBoe AerfieHue Memo3sa u BTopoe aeneHne menosa. Takum
obpa3om, npu Menose AAPO AeNUTCA ABaXAbl, a XPOMOCOMbI yABanBalOTCA TONbKO
OAUH pa3. B peaynbraTe o6pa3yloTca YeTbipe KNeTkn, B KOTOPbIX YNCIIO XPOMOCOM B
ABa pa3a MeHblue, YeM B poautTenbckon. Menos obecneumBaeT coxpaHeHue B psagy
NOKOJIEHUN NOCTOSIHHOIO Yncria XpOMOCOM Y BUAOB C NONIOBbLIM pa3MHOXeHueM. B
CBSI3M C TE€M, 4YTO NPM ONSIOAOTBOPEHNN MPOUCXOAUT CIIUSTHUE MATEPUHCKOIO U
OTLIOBCKOro sigep, UX XpOMOCOMbI OO bEeAUHAIOTCA.



oo w PoauUTenbCcKas KNerka C
ABYMSA NapamMm XpoMoOCOM

oe o oo 00 [ouepHue KneTku

I peneHne Mmeno3a
(peaykuunoHHoe)

II neneHne Mmenosza
(naer no Tuny Mmuto3a Ges
peayKuMn YyMcna XpoMoCcoM)

douyepHue KneTtku (raMmerst),
B KOTOpPbLIX B ABa pa3a
MeHblue XpOMOCOM; B

ramerax XpoMoCoMbl
6. Mehos HenapHbI

Puc. 3.3
CxemMa MHUTO3a8 M MerHo3a



da3bl MUTO3A

MeTadhaza AHadpa3a

Tenoda3sa 2

Tenoda3sa
1 - LUTOKMHE3




IlepBoe gesieHHEe Meno3a
(peayKIHOHHOE)

e [lozausasn

mpodasa I Mertadasa




IlepBoe gejieHHe Meno3a
(peayKIHOHHOE)

Anadaza l Teaodgasa l



NHTepkuHe3 (mHTepdasza) mexay I u 11
HeJICHUAMHA MeHr03a




Bropoe gejeHue Mmenosa
(A3KBALIMOHHOE)

e [Ipogasza Il Meradgasza 11




Bropoe gejeHue Mmenosa
(A3KBALIMOHHOE)

 Anagaza Il Temodgasza 1l




IHuroxunes 11-ro nejenuss Mmenosa




XpoMOCOMHasA Teopun
HacrneacTBEeHHOCTH

22



OCHOBHbIe NONMOXEeHUA XPOMOCOMHOUN TEOPUN
HacneacTBEHHOCTMU

XpOMOCOMHasA Teopusa HacneacTBeHHOCTU - 3TO yyeHue o
nokKkanu3aunun HacneacTBeHHbIX (PaKTOPOB B XPOMOCOMaX KIeTOK.

*OHa yTBepxXxaaeT, 4TO npeemMCTBeHHOCTb B pAAY NMOKOJIEHUN
onpeaendeTcHa npeemMmCrTtBeHHOCTbLHO XPOMOCOM.

*[lepBble NOMOXeHUA XPOMOCOMHOMN TEOPUN HAaCNeaACTBEHHOCTH
Obinu chopmynupoBaHbl T. boepu (1902-1907) n Y. CeTTtoHOM

(1902-1903), a 3aTem geTarnibHO pa3paboTtaHbl B Ha4yarne XX Beka
wkonou T.I. MopraHa.

*BnocnencTreumn 3Ty NoroXeHuUs Nony4Yunu noareepxaeHue npu
N3y4YeHUM reHeTUYeCKoro MexaHm3ma onpenerieHms nonay
XMBOTHbIX, B OCHOBE KOTOPOro FNeXUT pacnpeaeneHue nonoBbIX
XPOMOCOM cpeaun NOTOMKOB.

23



OCHOBHbIE NONOXEHUA XPOMOCOMHON TEOPUN HACNEOACTBEHHOCTMU:

1. MaTepMaanble HOCUTeJiIn HacneaACTBEHHOCTU — Nr’eHbl HaxoaATCA B XpPOMOCOMax,
pacnonarakoTcA B HUX JINHEeMHO Ha onpeanesieHHoOM pacCtTosdsHUUN Apyr OoT Apyra.

2. leHbl, pacnosioXeHHblie B O4HOW XPOMOCOMeE, OTHOCHATCH K OQHOM rpynne
cuensieHns. Yncno rpynn cuensieHMs COOTBETCTBYET ranyiongHomy 4Ymcny
XPOMOCOM.

3. Mpu3Haku, reHbl KOTOPbIX HAXOAATCA B OAHOU XPOMOCOMe, HacrieayrTCs
cuensieHo.

4. B noTOMCTBE reTepo3nroTHbIX poauTesrien HoBble COYeTaHUSA reHoB,
pPacnosioXXeHHbIX B O4HOW Nape XpOMOCOM, MOTYyT BO3HMKaTb B pe3yribraTe
KPOCCUHroBepa B npouecce Menoasa.

5. YacToTa KpoccuHroBepa, onpegensiemasi No NPOLEHTY KpOCCOBEepPHbIX ocoben,
3aBMCUT OT PacCTOAHUA MeXOy reHamu.

6. Ha ocHOBaHMU NMHENHOro PacnosioXXeHNUsi FeHOB B XPOMOCOMEe M 4acToThbl
KpOoCCUHroBepa Kak nokasarensi pacCTOSsHUA MeXay reHamMm MOXHO NOCTPOUTb
KapTbl XPOMOCOM.

*T. MopraH v ero Konserv olwMb604YHO CYMTANMU, YTO FeH ABNSIeTCA eauHULLEen MyTauun,
peKoMOUHaLUMK U (PYHKLUMMU, T.e. FeHbl MYTUPYIOT U PEKOMOUHUPYIOT Kak eauHoe uernoe.

*B 20-30-x rr. XX Beka A.C. CepebpoBckum u H.I. Ay6buMHNHBLIM Ha npuMmepe reHoB Apo30cunbl
ObIJy1I0 NOKa3aHO, YTO reHbl UMEKOT CNOXHYI0 npupoay. ATO OTKPbITUE NOATBEPANNOCH
nocreanyroWmMMmn padbotamm 3apyoeXHbIX YYEHbIX.




eHeTHUKa nona

e [lpu cpaBHEHMN XPOMOCOMHbIX HAOOPOB HEMONOBLIX KNETOK
YXXE€HCKOIro U MY>XCKOro nona B 04HOU nape XpoMoOCOM BbISIBfI€HbI
pa3nnyunsa, XotTa B 0OQHOM M3 NMOMOB U 3TN XPOMOCOMbI
oavHakoBble. UX Ha3biBakoT X (MKC) XpoMocomMamMu. Y BTOPOU
nosia ogHa takast xxe X-xpomMocoma, a BTopasi oTrim4aeTcs no
cBoeMy cTpoeHur. OHa Ha3BaHa Y-XpPOMOCOMOM.

e IJTYy napy NMpPUHATO Ha3biBaTb NOJIOBbLIM XpOMOCOMaM, a BCe
napbl XpOMOCOM UAEHTUYHbI Y MYXXCKOU U XKeHCKON ocobeu -
aytocomamu. lNMNonoBblie (X 1 Y) XpOMOCOMbI OTNINYAKOTCSH He
TONIbKO Mo Mmopcdonormun, a Takxke no nHpopmauum, 4To
COOEPXUTCH B HUX.

e CoyeTaHMe NOJSIOBLIX XPOMOCOM Mexay cobou onpenenseT nosn
opraHuama. KneTku xXeHCKOro opraHusma cogepxart ase X-
xpomocombl (XX). MyXcKkune KneTku cogepxat ogaHy X n ogHy Y-
xpomocombl (XY).
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[[ameTOM XXEeHCKOro opraHuama siBnseTca amuekneTka. B
npouecce oBoreHe3a (00pa3oBaHNA ANLEKNETKN) ANLEeKNeTKa
Bceraa copepXuTt X-xpomMocomy.

[[ameTon MyXCKOro opraHuama SiBfisieTcea cnepmarosoua,
KOTOPbIN 00pa3yeTca B npouecce crepmMaToreHe3a U MOXeT
cogepxatb X unu Y-xpomocomy.

Bo BpemMa onnoaoTBOPEHUA NMPOUCXOAUT CITUSIHUE XKEHCKOW
ANLEKINEeTKN N MYXXCKoro cnepmartosomnga. CoorBeTcTBeHHO X-
XpoOMOCOMa BO BpeMS CIUAHUA 00 beauHSAETCA C Apyrou
NosIOBOM XpOMOCOMOM OT criepmaTto3ounaa - X unum Y.

Mpun cnuaHMM rameThbl (AULIEKNEeTKa Y XXeHLMH N cnepmaTosouna y
MY>XX4UH) X-XPOMOCOMbI MaTepu ¢ raMmeTon ¢ X-XpoMOCOMOM
oTua obpasyeTca 3urorta (CTPyKTypa obpa3syrowasca npm
CINUAHUM rameT U gaeT Ha4vario HOBOMy opraHusmy) c ABymsa X-
xpomocomamu (XX), KoTopasi gaeT Ha4yano XXeHCKOMY OopraHu3my.

Ecnu xe cnuBaeTca rameTta matepum ¢ X-XpoMOCOMOMW C raMeTou
oTtua ¢ Y-XpoMOCOMOM, TO 0Opa3yeTca 3urota, Koropas
copgepxut ogHy X n ogHy Y-xpomocomy (XY) cooTBEeTCTBEHHO
AaBas Ha4vario My>XCKOM OpraHu3smy.
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CuenseHue u KpoccuHa08ep

B TOoM cnyvae, Korga reHbl pa3HbIX NPU3HAKOB
pacnonararoTcs B O4AHOU XPOMOCOME, X Ha3bIBaloOT

cuernsieHHbIMU.

 OgHako He crnegyeT AyMaTb, UTO CUENJIeHHble reHbl HABeKn
CBAi3aHbl APYr C ApPyrom.

e Ha camom gene npupoaa npegycmMmoTpena MexaHusm,
NO3BOSNIAOLWMUN 3TUM reHamM UHoraa peKoMoOMHUpoOBaThb,
npaBAa, ecyiu OHUN He CIIULWLKOM OJfIN3KO pacnosioXKeHbl B
XpoMocoMme.

 [eHbl pacnonararoTcsa B XpOMOCOMaXx JINHENHO MO BCEN UX
AnvHe. B npouecce meno3sa npu KOHboraumm (conmxeHmn)
rOMOJSIOrM4YHbIX XPOMOCOM CO34al0TCA yCroBusa Ans
BO3HUKHOBEHUSA npouecca, KOTOpbIN HOCUT Ha3BaHUe

KpoccuHz208ep, UNu repexkpecm.




e TOT MEeXaHNU3M NMO3BOSIAET FOMOJIONMYHbIM
XpOMOCOMaM OOMeHMBaTLCA Yy4YaCTKaMMU.

e [lapbl reHOB, AareKko pacnono)XeHHble
ApYyr oT Apyra, A0MKHbl PEKOMOUHUPOBaATL
c Oonbluen BEepOATHOCTbIO, YeM OfIn3Ko
pacrnosioXXeHHble FreHbl.
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LlesTpOomMepa
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KpoccnHrosep xpoMoCoOM, NMpoONCXO4qsLMi npu
meioze. A. CxeMaTnYecKoe npeqcrasneHmne
npoyecca. A u a, B n b napei annenen. B. ®oto-
rpagmun xpomocom kobeinkm (Chorthip,
parallelus) B AMnNnoOTEHHON CTagnmu MEeno3a
(npoghasa I). BugrHbel roMOSIOrMYHbLIE Napbl yXxe
AynNanyMpoOBaHHBIX XpoMocom (cM. cxemy). Ha
HEKOTOPbIX Napax BUAHO HECKONIBKO TOYEK
nepexkpecta (xmasmpr). OTQENbHbLIE Napbl yXe
ynaoTHHUAKCE B npegasepmnmn metagase 1. (C
mobesHoro paspewenns B. John.)
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[Mpouecc obpa3zoBaHusa rameT B ABYX
noKoneHusx (poantenu n NOTOMOK).

0%

PexkomMOMHaLINS XPOMOCOM 8 rpoLecce obpas3osarHmst raMeT B AByX
MTOKO/TEeHHnA3X

PoamrensCKme KnNnerTkm C
AnnonaHbiM HaAbopomM
XpPOoOMOCOM

MNRAaMmeTl poamrTeneii
(rannovaHbiia Hatop)

AunrnnonaHsiia Hatop
XPOMOCOM B KnerkKkax
norToMka

TNl raMeT NnoOTOMKa




eHbl

'eH — amo He6onbwoll yyacmok xpomocomsi (y4actok monekynbl [HK),
obniadarowull onpedesieHHoU 6buoxumuyeckol ¢pyHKyuel u oka3blearowuu
crneyughuyeckoe esiusiHue Ha ceolicmea ocobu.

[eHbl cobuparoTcsa B 6noku, a nocnegHne — B JHK-HUTL (xpomoHemy). [ HK-
HUTb coeauHAETCA B XpomaTtuabl. [lBe XxpoMmaTnabl 00pa3yroT XpoMOCOMY.

[eHbI noapa3aendarorTcAa no Ay uxX beHKLIMM M NO akKTUBHOCTM.

Mo BUAY UX (byHKLI,VIVI reHbl AenATCA Ha CMPYKMYPHbLIE, oriepamopbl U
pecsyriAamopsbl.

CmpyKkmypHbIl 2eH (UWWCTPOH) — 3TO FeH, XpaHsLwWwmun nHcpopmaumio o
CTPYKType 6enKkoBOM MOMEKYbI.

eH-onepamop ynpaBnsieT akTMBHOCTbIO HECKOJNbKUX FreHOB-LUCTPOHOB U
pacnonaraeTcsl HenocpeacTBeHHO Bo3ne Hux. Komnnekc ns reHa-onepartopa v
rpynnbl CTPYKTYPHbLIX FeHOB, UM ynpaBrsieMbiX, 06pa3yeT onepoH.

eH-pe2ynsmop perynupyeT akTUBHOCTb OMEpOHa C NOMOLLbLIO
cneuuvanbHoOro BelwecTBa, UM Npoayumupyemoro penpeccopa. Penpeccop,
BO34EeUCTBYA Ha reH-onepaTop, MHrMonpyeT ero n 6narogapsa 3TOMy CHUXaeT
aKTUBHOCTb CBAA3aHHbIX C HUM LIUCTPOHOB.
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leHemuyeckutll Koo

 Kakum xxe obpasom nHcpopmaumua o nocnegoBartenbHocTn ocHoBaHnn AHK
npeobpa3yeTca B nocrneaoBaTefibHOCTbL aMUHOKUCIIOT B benkax?

« EcTb Bcero yerbipe pa3nnyHbix ocHoBaHusd - A,T,ILl, a B cocTtaB 6enkos
BXxoaAaT 20 pa3rinyHbIX aMUHOKUCTIOT.

e Tonbko KOA, COCTOALLMN U3 TPEX OCHOBaHUWU, MOr Obl 0becnevYnTb
BKJ1loMeHne Bcex 20 aMMHOKUCIIOT B COCTaB O6erlka, NOCKOSIbKY YUCIIO

BO3MOXHbIX TpUnneTos 3aecb 4° = 64. TaKUM 00pa3oM, Kaxaou
dAMMUWHOKUCIIOTE OOJ1XXHO COOTBETCTBOBATbL TPU
nocneaoBaresnibHbiX ocHoBaHus [OHK.

e 3Ta 3aBUCUMOCTb MeXAy OCHOBaHUAMU U
aMWUHOKUCIOTaMMN U3BEeCTHa Nnoa Ha3BaHUeMm
reHeTU4YecKoro Koaa.

 [oka3aTenbcTBa TPUNMETHOCTU Koga Obinu norny4YeHbl B 1961 r.
PpaHcucom Kpunkom.




OcHOBHbIE OCOOEHHOCTN NreHeTUYECKOro Koga MoryT ObITb chopMynMpoBaHbI
cregyrowmum obpasom:

1. AMMHOKUCIIOTa KOAUPYETCA TPUMNJIETOM OCHOBAHUN B MONIMHYKNEOTUAHOMU
uenu AHK.

2. Kop siBnsieTcsa yHuBepcaribHbIM. Y BCeX XXUBbIX OPraHM3moB OA4HU U Te Xe
TpuUnneTbl KOOUPYIOT OOHU U Te XK€ aMUHOKUCIOTbI.

3. AMMHOKNCNOTa MOXeT KoanpoBaTbCs bonee YeMm OAHUM TPUNJSIETOM
(HAMOMHMM, 4YTO YNCNO BO3MOXHbIX TpunnetoB 64, a YNCNO aMUHOKUCTIOT
20).

4.Tpunnembi YAA, YAl u YI'A He KkoOupyrom aMUuHOKUCIJIOmM, a s18J11F0OMcCsl
cmon-cu2Hanamu npu cyumsbsieaHuu (PHK), OHK: ATT, ATL, ALUT.

Koa HenepeKkpbIBalOWUUCA, TO €CTb KaXXaoe OCHOBaHME MOXeT NpuHaaiexartb

TOJSIbKO OA4HOMY TPUMJSIEeTYy

TATI TTIIATivove TTIOAT

Puc.3.18
TPHNNETHLIA HENEPEKPLIBIIOLWMMNCA NEHETUYECKMM KO4



B3aumodeucmeue asnnesibHbIX

cCHOoe

 Annenwu (rpedy. allenon — pa3nuyHble
dopmMbl) — 3TO ansTrepHaTuBHbIE POPMbI
reHa, onpepgensowume anbTrepHaTUBHbIE
doopmbl OAHOrO N TOro XKe Npu3Haka.

* [eHbl, KOTOpPble 3aHUMAKOT MOAEHTUYHbIEe
(romonorn4yeckue) fTOKycbl B rOMOSIOrMYHbIX
XpomMocoMax, Ha3bIiBalOTCA annenbHbIMU. Y
KaXxgoro opraHu3ama ecTb no ABa
annenbHbIX reHa.
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PacnonoxeHue anneribHbIX reHOB U HearnnesibHbIX reHOB
1- annenbHble reHbl A a PacnosfioXKeHbl B OANHAKOBbIX Y4aCTKaxX

rOMOJIOrMYHbIX XPOMOCOM;
2 — HeannenbHble reHbl «A» U «B» pacnonoXeHbl B pa3HbIX y4acTKax

FTOMOJION'MYHbLIX XPOMOCOM,
3 - HeannesnbHbIe reHbl «A» U «B» PacnoJsyioXXeHbl B HeroMmoJiorun4yHbIX

XpOMOCOMaXx.
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dopmMbl B3anMoAenCcTBUSA MeXAy annenbHbIMU
reHamMmu: NonHoe AOMUHUPOBaHUE, HernosnHoe
OOMUHUPOBAHUE, KOOOMUHUPOBAHUEM U
CBepXAOMUHUPOBaHUE.

OcHoBHaA hopma B3auMoaencTBUA - NOJIHOEe
AOMUHMpPOBaHME, KOTOpoe BnepBble onucaHo I.
MeHpgeneM. CyTb ero 3akrnr4aeTcs B TOM, 4YTO B
reTepo3nMroTHOM opraHm3ame nNposiBrieHne ogHou us3
annenen AOMMUHUpPYeET HaA NPOSBNEeHNeM OAPYroun.

*HenonHoe AoMuHMpoBaHue - hopma
B3aMMOAENCTBUS, NPU KOTOPOU y reTepo3nroTHoro
opraHusma (Aa) AOMUHaAHTHbLIN reH (A) He NONTHOCTbLIO
nopasrisieT peuecCuBHbLIN reH (a), BcneacrTteue 4yero
NposiBNsieTcsA NPOMEeXyTOUYHbIN MexXAay

poaANTEeNIbCKUMMU NPU3HAK. a6



* [lp KOAOMUHNPOBAHUUN B reTepPO3UTroTHbIX
OopraHM3mMax Kaxxgbiu U3 annenbHbIX FeHOB Bbi3biBaeT
dopmupoBaHue 3aBUCUMOro OoT Hero NPoAykKTa, To
€CTb OKa3bIBalOTCA NPOAYKTbI 06eunx anneneu.
Knaccunyecknm npumepom Takoro nposisrieHus
ABJISIETCA CUCTeMa rpynn KpoBu, B YaCTHOCTU
cuctema ABO, Koraa apuTpouuUTbl YerioBeKa HecyT Ha
NOBEpPXHOCTU aHTUIeHbl, KOHTPONUpyemMbie o6enmu
annenamu (IV rpynna).

e CBepxaoMMHUpPOBaHMe - Korga AOMUHAHTHbLIU FeH B
rerepo3uroTHOM COCTOSIHUM NPOABIISIETCA CUNbHee,
yemM B roMO3UroTHOM. Tak, y Apo3odunbi npwu
reHoTune AA-HopmaribHasa NPoOOOMKNTENIbHOCTb
XU3HU; Aa - yanuHeHHas XXU3Hb; aa - netaribHbIU
ncxon. 37



B3anMoagencreume HeannenbHbIX FreHOB

* N3BecTHO MHOro criyyaeB, Korga npu3HaK uriv CBOMcTBa
AEeTEePMUHUPYIOTCS ABYMA UK Oonee HeannenbHbLIMU reHaMU, KOTOpble
B3auUMOOEUCTBYIOT Mexay coboun. XoTa B3ammoaencTeme yCrioBHO,
NOTOMY 4YTO B3aMMOAEWUCTBYHOT He reHbl, a KOHTPONNpyemMmbie UM
NnpoAyKTbl. [Ipy 3TOM NMeeT MeCTO OTKITOHeHUe OT MeHAeneBCKUX
3aKOHOMEpPHOCTEeMN pacLuensieHus.

Pa3nuyaloT YeTbipe OCHOBHbLIX TUMNAa B3aUMOOEUCTBUSA F€HOB:

KOMMJIEMEHTAPHOCTb, 3ANNUCTa3, NOIMMEPUIO "
mooudmumpyrowiee aeucreme (NrenoTponus).

° KOMHHEMGHTapHOCTb 3TO TaKOW TUN B3aUMOAEUCTBUA HeannesnbHbIX
reHoB, KOraa oavH reH OonosnHAeT Aeucrteume Apyroro HeamnnemnbHOro
reHa, 1 oHn" BMecCTe onpeagensdarotT HoOBoe nposBrieHne Npu3Haka. I'Ipuqu
COOTBETCTBEHHbIN NMPU3HAK pa3BuBaeTCA TOJIbLKO B NPpUCYyTCTBUN oboux
HealnlsneJsibHbiIX reHOB.

e KomMmnnemeHTapHOCTb ObiBaeT AOMUHaAHTHOM (KorAaa
KOMnriemeHTUpYyloLlmne reHbl AOMUHAHTHbI) U peLeccCuBHOM (koraa
chopMupoBaHue HOBOro rpMU3Haka CBA3aHO C B3aMMoAencTBMeM
peueccuBHbIX anneneun). Ho Bo Bcex criyyasix, Korga reHbl
pacrnosioXeHbl B pa3HbIX Napax XpoMocoM, B OCHOBE pacLuenneHumn
nexart uudgpoBble 3aKOHbI, ycTaHOBNeHHble MeHaenem. 38



1. NMpumepom KOMNrIeMeHTapHOro B3aMuMoaeucTBUA reHoB Y
yerioBeKa MoOXeT ObITb CUMHTE3 3alMnTHOro dernka -
uHTtepdepoHa. Ero obpaszoBaHme B opraHM3me CBA3aHO C
KOMMJieMeHTapHbIM B3auMogencTBUEeM ABYX HeannenbHbIX
reHOB, PacrnofioXXeHHbIX B pa3HbIX XPOMOCOMaX.

1. YTOObI YenoBek Mesnt HopMaribHbIN CryX, Heobxoanma
corriacoBaHHast AeATeNbHOCTb HECKONMbKUX NMap reHoB, KaXXabIw
N3 KOTOPbIX MOXET ObITb NpeacTaBsieH AOMUHAHTHLIM U
peueccuBHbIM annensamMmu. Y yerioBeka CriyX HopmarieH, ecru
KaXablX U3 HUX UMeeT XOTA Obl N0 0 AHOMY AOMUHAHTHOMY
annenvo B gunnonaHom Habope xpomocoM. B cny4yae, ecnu
XOTA Obl OAMH U3 HUX NpeAacTaBrieH FTOMO3UIroTON peLleCCUBHOMU,
yerioBeK oyaeT rnyxum.

e Pa3bepem 3TO Ha NPOCTOM NpUMepe, NPeAnosioXnB, YTO
HOpManbHbIX cnyx hopMUpyeT Napa reHoB, U PACCMOTPUM
siBJIeHUe KOMMNNEeMeHTapPHOCTM!.
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* [pumep: B 6pak BCcTynaeT napa rnyxux, y HUX poXaaloTcs AEeTU, KoTopble
BCe CIbiwaT. ATO MOXeT ObITb TONMbLKO B crny4yae, ecrivu OAuUH poauTterb
cTpaaaeT rnyxoTtou no reHy «B» (AABB), a Apyromn — no reHy «a» (aaBB).

e Bce getn nony4yart ¢ rametamu AB U aB JOMMHaAHTHbIe annenun, UX reHoTUnNbI
oyayT oguHakoBbl — AaBB, TO eCTb Kaxgas rameTta oyaet umeTb
AOMMWHAHTHbLIN annesnb Mo KaXxaomy reHy, Kotopbie oyayTt
B3aumMoaencTBOBaThb, AOMNONHAA APYr Apyra n chopMmupoBaTb HOBbLIN, MO
OTHOLUEHUK K pOoAUTENAM, MPU3HAK — HOPMaJsibHbIU CIlyX. TO U eCTb
KOMMJIeMeHTapHoe B3aumMmoaencTeme reHoB.

 [OonycTtunm, 4TOo AETU BCTYNAT B Opak ¢ cebe NnoaoOHbLIMU, N OLLEHUM
BEPOATHOCTb POXAEHUSA ChbIWaWKUX U FIyXUx aeTen B 3TOM criyyae.

e Takmm obpa3om, Mbl NOSTYYUSIN COOTHOLLEHUE: 9 cnbIWwawmnx : 7 rnyxmx
CooTHoweHne heHOTUNMUYECKUX KITacCoB NPU KOMMSIEMEeHTapHOM
B3aMMOOEeUCTBUUN MOXET ObITb pa3HbIM, B 3aBUCUMOCTHU OT BuUAa
KOMMJIEMEHTAPHOCTU U NPOABIIAEMOCTU OTAeNbHbIX reHoB: 9:3:3:1; 9:6:1; 9:7.
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Jnuncras - 3TO Takoe B3anmoaeucTteue HeannenbHbIX
reHoB, MPU KOTOPOM OAMH reH noaaBnseT AencTBue
Apyroro HeannesribHOro reHa. YrHeteHue MoryT Bbi3biBaTb
KaK AOMUWHaHTHbIe, TaK U peueccuBHble reHbl (A> B, a> B,
B> A, B> A), U B 3aBUCMMOCTHU OT 3TOr0 pasnnmyaroT
anucma3 dOMUHaHMHbIU U peyeccusHbIU.

MopaBnaoWMN reH NONy4YUn Ha3BaHUe MHrMbuTopa nnu
cynpeccopa. [eHbI-MUHTMOUTOPLI B OCHOBHOM He
AEeTePMUHUPYIOT pa3BUTUE onpenerieHHOro Npu3Haka, a
NUWb NOAABNAIOT AeUCTBUE OAPYroro reHa.

Ecnu reH-cynpeccop peuecCUBHbIU, TO BO3HUKAeT
Kpuntomepus (rped. Xxpuwitaa - TauHbIN, CKPbITbIN).

Y yenioBeka TakKumM rnpMMepomM MoXeT ObITb “"Bombencknm
cheHomeH". B 3TOM cny4yae peakuun peuecCcUBHbIN annenb
"x" B rOMO3UroOTHOM COCTOSIHUM (MM) noaaBnsieT
aKTUBHOCTb reHa jB (onpepenstowmn B (lll) rpynny kposwu
cuctembl ABO). lMoaTomy XeHLWmHa C reHOTUNOM jB_ XX,

deHoTNHO MeeT | rpynny kposu - 0 (l). 42
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BonbLNHCTBO KONNM4YeCTBEHHbIX MPU3HAaKOB
OopraHuU3MoB onpeaensieTcsd HeCKONMbKUMM
HeannenbHUMbI reHaMu (nonureHammn).
B3aumogencrBue Takux reHoB B npoLecce
cdopmMmupoBaHma NpusHaka HasblBaeTcs NOSIUMEPHbIM.

B aTom cnyyae aoBe unu 6ornee AOMUHAHTHbLIX annenum B
paBHOU CTerNneHu BIIUAKOT Ha pa3BUTUE OOHOro U TOro
Xe npusHaku. NMNoaToMy noriMMmepHbIe reHbl NPUHATO
o00o03Ha4YaTb ogHOU DYKBOM nNnaTtUHCKOro andgasuTta c
uncbpoBbIM MHAEKCOM, Hanpumep: A1A1 n ala1l.

Buonoruyeckoe 3Ha4yeHMe NONIMMEPUUN 3aKJTHOHAETCH B
TOM, YTO NMPU3HAaKN, KOOAUPYEMbIEe 3TUMU reHamun, bonee
CTaOMNbHbI, YeM Te, KOTOpPble KOAUPYHOTCA OOHUM
reHOM.

OpraHn3m 6e3 nonMmepHbIX reHOB Oblis1 Obl OYEeHb
HeyCTOMYUBbLIM: NOOAA MyTauusa UM pekomounHauums
npuBoausna Obl K pe3Kon U3AMeH4YMBOCTHU, a 3TO B
OonbLIMHCTBE crly4yaeB MMeeT HeONaronpuUATHbLIN
XapaKTep. 44




[MurMeHTaULmMA KOXK y YenoBeKa onpeaensieTcsa NATb UNu
LUeCTbI0 MOSIMMEPHbLIMU reHaMM. Y KOpeHHbIX xuteneun Adpukun
(HerpouaHoOM pacbl) NnpeobnapatoT AOMUHAHTHbIE annenu, y
npeacraBuTerien eBponeouaHou pachl - peueccuBHbIe.

[MoaTomMy MynaTbl UMEKOT MPOMEXYTOYHYI NMUrMeHTauuto, HO
npu 6pakax MmynaTtoB Y HUX BO3MOXHO NOsiIBfieHUe KakK bornee, Tak
N MEéHee MHTeHCUBHO NMUIrMeHTUPOBaHHbIX OeTeMu.

MHormne mopdonormnvyeckue, chusmonornyeckme m
naTosiormd4eckmne oCo6eHHOCTU YerioBeKa onpenensatoTcs
NOSIMMEPHbLIMU reHaMU: POCT, Macca Tesna, Befin4mHa
apTepuansHoro gasneHusa n ap. PazButue Takux npmM3HaKkoB Yy
yenoBeka NoOAYNHAETCH OOLMM 3aKOHAM NMOSINFreHHOro
HacnegoBaHUA U 3aBUCUT OT YCITOBUM CpeAbl.

B aTux cnyvyasax HabnrogaeTca, HanpumMmep, CKIIOHHOCTb K
rmnepToHnYeckKkom 6onesHun, oxXxmpeHuto u ap. JaHHbie Npu3Haku
npu 6naronpuATHbLIX YCNOBUAX cpeabl MOTYT He NPOSAIBUTLCA
UNn NPOosABUTLCH He3HAYUTEeNIbHO. TN NONIUreHHble NPU3HaKu
OT/INYAIOTCA OT MOHONEeHHbIX.

N3meHsAa ycrnoBusa cpeabl MOXHO obecnednTb NPodUnakTuky
psaaa nofiMreHHbIX 3adborneBaHuMN.



e [lnenorponHoe gencreue reHoB - 3TO
3aBMCUMOCTb HECKOJIbKMX NMPU3HAKOB OT O4HOro

reHa, TO eCTb MHOXXeCTBeHHoe AencTBue oagHoro
reHa.

* Y yenoBeka usBectHa HacrieagcTtBeHHas 0orne3Hb
- apaxHogakTunua ("nayyvbu nanbubl’- OYEeHb
TOHKUE U ANMUHHbIE Nanbubl), UNN 60re3Hb
MapdaHa. NeH, oTBevyaroOLW UM 3a 3Ty OOre3Hb,
Bbi3blBaeT HapyLweHue pa3BUTUA
coeaANHUTEeNbHON TKaHU U OAHOBPEMEHHO
BNUSAET Ha pa3BUTNE HECKONbKUX NPU3HAKOB:
HapyLueHne CTPOEHUNA XpycTariuka rnasa,
aHoOManuu B cepaevyHo-cocyamcToun cucrteme.

e [lnenoTponHoe NencTBue reHa MoOXeT ObITb
NnepBUYHLIM U BTOPUYHbLIM. 46




* [lpy nepBUYHOW NNIEMOTPONUUN reH NPOABNAET
CBOU MHOXeCcTBeHHbIN 3addhekT. Hanpumep, npu
6one3Hn XapTHyna (no coamunum nepsBoro
6onbHoro — E. Hartnup) mytauus reHa
NPUMBOOUT K HapyLUeHNI0 BCacbiBaHUSA
aMUHOKMCNOTbI TPpUnNToPaHa B KNLLEYHUKE U ero
peabcopbunmn B no4yeyHbIX KaHanbuax. Npu aTom
rnopaxarwTca oQHOBpPeMeHHO MeMOpaHbI
annUTenuanbHbIX KNEeTOK KULLeYHMUKA U NOYEeYHbIX
KaHanbLeB C pacCTpoOUCTBaMM
nuieBapuTesribHOU U BblaernmUTeNnbHON CUCTEM.

e [Ipy BTOPUYHOU NNIENOTPOMNUN €CTb OAHO
nepBuyHoe hbeHOTUMNHOEe NpPosBNeHne reHa,
BCrieq 3a KOTOPbIM pa3BMBaeTCs CTyrNneH4YaTbIn
npouecc BTOPUYHbIX USBMEHEHUN, NPUBOASLLMX K
MHOXeCTBeHHbIM 3dhheKkTam. a7




[Mpn cepnoBUAHO KNETOYHOU aHEMUU(CTPYKTYPHbIe
HapyweHuUsd rmodunHa, B Kaxxaomn berta-uenu B ee 6-om
NOJSIOXXeHUU rMyTaMUHOBaA aMUHOKMCIOTa 3aMelleHa Ha
BafiMH) Y roMO3UrotT HabnopaeTca HeCKONbKO
NaTosIOrM4ecKnUX NPU3HaKoB: aHeMUusi, yeesilu4eHHas!
ceJsie3eHKa, nopaxeHue Koxu, cepouya, nNoYeK u Mo3aa.

[Toamomy 20M0O3U20MbI C 2eHOM CeprnoeudHO K/1emoYHOoU
aHemMuu 2ubHym, kak npaeusio, 8 demckom eo3pacme!

Bce 3Tn heHOTUNHbIE NPOSABMEHUsA reHa CoOCTaBNAIOT
nepapxmo BTOPUYHbIX NposaBneHnn. [lepBonpuYinHOU,
HenocpeACTBEHHbIM PeHOTUMHbLIM NPOoABIIeHNEM
AedeKTHOro reHa ABNAeTCA aHOMasbHbIN FeMOrfIodunH S n
3pUTPOLNTLI CEpnoBUAHON hOopMbl.

BcneacrtBue 3Toro npoucxoasaT nocnenoBaTenbHO Apyrue
natoriorm4yeckume npouecchi: ClMnaHue u paspylueHue
3pUTpPOLUTOB, aHeMus, AedeKkTbl B MoYKax, cepaue, Mo3re -
3TU NaTonormyeckue NPmM3Hakv BTOPUYHbI. 48



HopmanbHble u aehopmMupoBaHHbIe 3PUTPOLUTDI

B KPOBM YernoBeka
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e [Ipu nnetomponuu, 2eH, eo3delicmeysi Ha
KakKou mo OOUH OCHOBHOU rpu3HaK, MoXxem
mak)xe MeHsimb, Moduguyupoesame
rnposiesieHuUe opya2ux 2eHoea, 8 c8si3U C YeM
eeedeHO MoHsImue o 2eHax-mMoadugukamopax.

e [locriedHUe ycusuearom usau ocsiabrnsrom
passumue rnpu3HaKoe, Kodupyembix
"OCHOBHbLIM" 2€HOM.
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e NMNoka3aTensamu 3aBUCUMOCTU PYHKLIMOHUNPOBaAHUSA
HacrneACTBEeHHbIX 324aTKOB OT XapakTepUCTuK
reHoTuna ABNAeTcA NeHeTPaHTHOCTL U
3KCNPECCUBHOCTD.

e [leHeMpaHMHOCMb - 3TO YacToTa MNPOABJIeHUs reHa,
NOSABMEHUA UIN OTCYTCTBUA NPU3HaKa y OpraHu3mMoB,
OOWHAKOBbIX MO reHoTUny.

[NleHeTPaHTHOCTLIO U3MEPAETCA NMPOLIEHTOM
opraHn3moB ¢ (peHOTUMNHbIM NPU3HAKOM OT obLiero
Konn4yecrtBa ob6crneaoBaHHbIX HOCUTeNeun
COOTBETCTBYHOLUUX anrernemn.

Ecnu reH nonHOCTbLIO, HE3aBUCUMO OT OKpYyXXaroLieun
cpeabl, onpeaenset peHOTUNHOE NPOSABNEeHne, TO OH
nMmeet neHeTpaHTHocTb 100 npoueHToB. OaHaKoO
HEeKOTOpble AOMMHAHTHbIE reHbl NPOABIIAIOTCA MeHee
perynsapHo. Tak, nosiudakmursusi uMmeem 4emkoe
gepmukasibHoe Hacsie0o8aHusi, HO bbigarom nMpPonycKu
MOKoJ1eHUU.







e [loMMHaHTHaA aHOManNuA -
npexaeBpeMeHHoe NnosioBoe
co3peBaHue

* NeHeTPAaHTHOCTb 3aBUCUT OT
reHoB, OT cpedbl, OT TOIO A

Apyroro.

e Takum obpa3om, 3TO He
KOHCTaHTHOEe CBOUCTBO reHa, a
byHKLUA reHOB B KOHKPETHbIX
YyCNOBUSAX cpeabl.

O JNTBbHOWN
3 J1eT




° JKCcrpeccueHOCMb_(naT. expressio - BbipaxeHue) -
3TO U3MEHEeHMUEe KONIMYEeCTBEHHOro NposiBrieHUs
Nnpu3Haka B pa3HbIX 0COOAX-HOCUTENAX
COOTBETCTBYIOLLEro annens.

* MMpy LOMMHAHTHbLIX HacneACTBEeHHbIX 3a0oneBaHNAX
3KCNPEecCUBHOCTb MOXeT Koriebatbcs. B ogHOM u Ton
XXe ceMbe MOryT NpPoABNATbLCA HacneaCTBEeHHbIe
Oone3Hn oT Nnerkux, eaBa 3aMeTHbIX A0 THAXenbiX:
pa3nnyHblie POpPMbI rTMNEePTOHUN, LLN3O(PPEHUMN,
caxapHoro guaberta u T.4.

 PeueccuBHble HacneacTtBeHHble 3a0oneBaHnA B
npeaenax ceMbu NPOSABAAIOTCA OOHOTUMHO N UMEIOT
He3HauYuTesribHble KonebaHus 3KCNPeCCUBHOCTM.
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Hacj1e1cTBEHHOCTD
N3MEeHYHuBOCTL
MyTauun




HacaeacTBeHHOCTD

< HacnegocTtBeHHOCTbL — CBOUCTBO OPraHU3mMoB
COXpPaHATb U obecneynBaTb nepengavyy NpuU3HaKkoB
NOTOMKaM, a TakKxe nporpamMmmMmmpoBaTb OCOOEHHOCTU
UX MHOUBUAYarbHOro pa3sBUTUA B KOHKPETHbIX
YCNOBUAX cpeabl.

< HacnepoBaHue — npouecc nepegayun
reHeTU4eCKon uHpopmaumm o NpuU3HaKax.

< HacnepyemocTtb — gona oeHOTUNN4YeCcKoun
N3MEH4YNBOCTU, OOYyCNnoBrieHHas FreHOTUNMUYECKUMU
pa3nuunuamMm Mexay ocobsamu;

$nokasatenb Hacneayemoctu (h?) — pons yyactus
reHeTu4yeckux paktopoB B obLLen

(dbeHOTMNINYECKON) UBMEHYUBOCTU NPU3HaKa.
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N3MeHYUuBOCTH

CBOMCTBO OpraHu3ma npmobpeTtaTtb HOBble NPU3HAKU U
0COOEHHOCTU MHAUBMAYaNbLHOro pa3BuUTUA, oTnu4yaroLmecs or
poaUTENbCKUX

Buabl U3MEHYNBOCTMU

cbel-lomnuqecxaﬂ reHoTUnn4yeckas \
reHepaTMBHa
cbeHOKonvm comaruyeckas

MyTauMOHHaﬂ
KOM6MHaTMBHa;|




Basbi MmyTaLiml

[To npu4ynHe

CnoHTaHHbLIe

e
[1o BuAy KneTokK |>

ComaTtuyeckue |

[[ameTnyeckue |

¥

[1o «ypOBHIO» l)

FeHHb|e| XpOMOCOMHbIel reHOMHblel

Mo 3HaAYeHUuto

3

»



— Tepmun "MyTauua” seen I. ge ®pus (1901) ans
XapaKTepPUCTUKN CRyYanHbIX FreHEeTUYECKUX
U3MeHeHUW. Pa3nunyaloT crioHmMaHHsbIe U
UHOyUupoeaHHbIe MyTaLUOHHbIE NPOLIECChI.

— MHayumnpoBaHHbIU MYyTaLUOHHbIN NpoLecc - 3TO
BO3HUKHOBEHMEe HacneagcTBeHHbIX U3MeHeHUN noa
BNMUSAHMEM HanpaBrieHHOro Aencreusa akTopoB
BHELWHEeN U BHYTPEeHHeun cpeabl.

— BO3HMKHOBEHUA MyTauun 6e3 yCTaHOBJIEHHbIX
NPUYUH MPUHATO Ha3biBaTb CIOHTAHHbLIM
MYyTaLlMOHHbIM MPOLLECCOM.

— MyTaunoHHaa N3aMeH4YnBOCTb OOyCcnoBrieHa Kak
BNUsIHNEM Ha OpraHn3m (pakTopoOB BHELUHEWN

cpeAbl, TaK U ero (pM3mMonoru4ecKUM CoOCTOsIHUEM.
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Hacmoma e03HUKHOBEHUsI Mymauuu
3asucum om:

* FTeHOTUNAa opraHn3ma,;
* ba3bl OHTOreHes3a;

°* CTaAUUN OHTOreHe3a;

°* CTaAUUN rameToreHesa;

* MUTOTNYECKOIoO U MeMoTn4YecKoro
LLMKNOB XPOMOCOM;

* XUMMNYECKOIro CTPOEHUSA OTAENbHbIX
Y4aCTKOB XPOMOCOM



Ceoucmea Mymauuu:
— MyTauuun BO3HUKAIOT BHE3arnHoO, CKa4koobpa3Ho;

— MyTalunnn MOryT HaclrnieaoBatbCH, T.€.
nepenaBaTbCsA OT MNOKOJIEHUA K MOKOJIEHUHO,

— MyTauuu He HanpaBJieHHble — NoABepraTbCca
MyTaUMAM MOXeT JIlobon nokyc (y4acTok
XPOMOCOMbI), Bbi3biBasi U3MEHEHUA KakK
He3HaYNTeNbHbIX, TaK U XKN3HEHHO BaXHbIX
NPU3HaKOB;

— OOQHU U Te Xe MyTaLun MOryT BO3HUKaTb
NOBTOPHO;

— MyTalunUn MOryT ObITb MNOSIE3HLIMU U BpeAHbIMMU,
AOMWHAHTHBLIMU U pelueCCUBHbLIMM.
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MyTareHbl

K 3K30reHHbIM OTHOCSATCS:

du3uvdeckKkue MymaazaeHhbl: a) NoHU3npyoLlee N3nydveHue
(okasbiBaeT npsamoe Bo3peucteue Ha [1HK); 6) ynbrpacdmnonertoBbie
nyym (B 6onbwon ao3e BbidbiBaloT MeTunupoBaHue [HK); B)
Temneparypa (neperpeBaHue).

XuMu4YecKkue MymazeHbl. a) BbICOKOAKTUBHbIE BellecTBa; 6)
cBoGoAHbIe paauKanbl; B) LUTOCTATUKA U Ap.

Bce XMMMYeckue MyTareHbl JOMKHbI FIerko NPOHUKATL B KNETKY W
AocTuratb sapa.

buonoazuyeckue chakmopbi. O6bLIYHO 3TO BUPYCHI: a) BUPYC
HenocpeacTBeHHO npoHukaeT B ]HK; 0) B pe3synbraTte
XU3He[eATerIbHOCTU BUPYCOB 0Opa3yroTcA NPoAyKTbl pacnaga,
KOTOpble ABMIATCA MyTareHHbIMM.

K aHOoreHHbIM OTHOCATCS:

OHOOreHHble XMMNYeckme MyTareHbl o6pasyroTcs Ha NyTAX
obmeHa BellecTB B OpraHM3ame — nepekucb Bogopoaa u
nUNUgHbIe NepeKkncu, a Takke cBoo6oaHbIe KUCNOPOAHbIe

pagukanbl.
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Knaccudumkauma mytauun:

 MyTauum no xapakrepy nposiBrieHus - ObIBaloT
OOMMWHAHTHLIMU U peLecCUBHbIMU. BONbLLUMHCTBO N3 HUX
peuecCcuBHbIE U He NPOABIAIOTCA B reTePO3UTroOTHbIX
opraHuamax. Kak npasuno, mytauum BpeaHbl, 6o
HapyLarT YeTKO coOaraHCUPOBaHHYIK CUCTEMY
OMOXMMUNYECKUX NpeBpaLLEHNMN.

e [JOMMHaHTHbIEe MyTaunn NPOABNAAIOTCA cpa3y B rOMO- U
reTepo3uUroTHbIX opraHnamax. Mytauum 4acTto CHUXaroT
XXU3HECTOUKOCTb UM NNOOOBUTOCTbD.

 MyTauumn, KoTopbie pe3Ko BIUAIOT Ha XKN3HECNOCOOHOCTb
N YaCTUYHO MUNM NOJTHOCTbLIO OCTAaHABNIMBAKOT pa3BuUTUe,
Ha3bIBAlOTCA NonyneTanbHbIMU, 3 HECOBMECTUMbIE C
XXU3HbIO - IeTallbHbIMMU.
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Mymauuu no Mecmy 603HUKHOBCHUHI.

MyTauuun, BoO3HUKaloLWMe B COMaTUYECKMX TKaHAX, NOSYyYUnu
Ha3BaHWe comaTnyeckux mytauun. ComaTuyeckue KneTku
COCTaBnAKOT NONynsALuUI0, oopasoBaHHYO Npu Gecrnosiom
pa3sMHOXeHUU (aeneHnmn) KneTok.

ComaTuyeckme MyTauum obycrnaBnmBaroT reHOTUNMYECKoe
pa3HooOpa3une TKaHeMr, 4acTo He NnepenaroTcsi NO HACNEeACTBY U
OorpaHNYeHHble TeM MHANBUAYYMOM, B KOTOPOrO OHU BO3HUKIIM.

ComaTtunyeckue MyTauun BO3SHUKAKOT B ANNINOUNAHDLIX KJ1eTKaX,
NMNO3TOMY NPOABINAKOTCA TOJIBKO NP AOMUHAHTHbLIX reHax Uriun rnpu
peuecCnMBHbIX, HO B TOMO3UITOTHOM COCTOAHUMN.

Yem paHblle B 9MOpUoreHese Yesniopeka BO3HUKIIA MyTaLUs, TEM
0ONbLUMA YVH4ACTOK COMAaTUYECKUX KITETOK OTKITIOHAETCSA OT HOPMbI.

U HaO6OQOT, YyeM Nno3xe B npouecce pa3BuTnA opraHmn3m
UCNbITbIBAET MYTALIUOHHOE BO3OEeNCTBUE, TEM MEHbLUUN YYHACTOK
TKdHU, KOTOpasd o6pa3yeTc;| n3 MyTauMOHHOVI KITeTKMW.

Hanpumep, okpacka paay>XHou o00riouKU rnasa - 6enbiv unu
Kapuu cerMeHTbl Ha roniyoomn paayxke - o0ycrioBrieHbl
coMmatu4yeckon myrtaumen. Cyumarom, Ymo credcmeuem
coMamu4eckux Mymauuu siesisemcsi pakoeoe rnepepoxoeHue.
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MyTauun, Bo3HUKaIoLWMe B rameTax Uim B KJleTKaxX, C KOTOPbIX
OHN 00pa3yroTCH, NONYYUNN Ha3BaHNe reHepaTUBHbIX UMK
TepMUHarNbHbIX MyTaLUn.

Yem paHblUue B NOMOBbIX KfNeTKax BO3HMKaeT MyTauus, Tem
Oonblie 6yaeT AonA NOsfIOBbIX KIETOK, KOTOpble OyAyT HeCTU
HOBYIO MyTauuio. BepxHuu npenen 40U KNETOK, KOTOpblie OyayT
coaepxaTb MHAYLUUPOBAHHYIO IV CMOHTAHHYIO MyTauUMIo,
coctaBnsieT 50 NPoOLEHTOB.

CyuwecTByeT MHEeHMe, YTO Hanbonbluee KofiM4ecTBo MyTauuu B
NMOJIOBbIX KrieTKax BO3HUKaeT B oBouunTax. NNockonbKy
cnepmMaToroHum noaBepraroTcA NOCTOAHHOMY AeneHulo, To cpeau
HUX MOXeT MPoOMUCXOoAUTb OTOOP NPOTUB MyTaLuUN,
obycnasnuBarowWmux BpeaHbin ach¢ekT, u YyacTtota MyTauumn
CHUXaeTcAa A0 nepuoaa NnosioBOU 3periocTu.

[eHepaTUBHbLIe MyTaLMKX NPU NONOBOM pPa3MHOXEeHUU
nepeaaroTca crieAyoWMM NoKoneHUsaM. [JoMMHaHTHbIe MyTaLuK
NOSAABNAIOTCA YXXe B NepBOM NOKONEHUN, a peLleCCUBHbIe - TONbKO
BO BTOPOM U NOCNeAyloLuxX NoKoNeHusiX, ¢ nepexoaom B
roMO3UroTHOe COCTOSIHMe. 65



Mymauyuu no xapakmepy U3MeHeHUs
HacsieOcmeeHHO20 Mamepuania:

1. A3meHeHus, oOycrioBrieHHble 3aMeHOU OQHOro UMM HEeCKONbKUX
HYKNeoTUAOoB B npeaeriax oagHoOro reHa, Ha3biBalOT reHHbIMU UNKU
To4YeYHbIMM MyTaumsasmm. OHM obycnoBNMBaOT USMEHEHUSA KakK B
CTpOeHUn 6enKkoB, TaKk U (pyHKLUMOHarNIbHOU aKTUBHOCTH
MOJIEKYIbl.

2. I3aMeHeHUs CTPYKTYPbl XpOMOCOM Ha3bIBakOT XPOMOCOMHbLIMU
MyTaumamMum unm abeppaumamu. Takme mytaumm MmoryT
BO3HMKHYTb B pe3yrnbraTte NoTepu 4acTtu XpoMoCcoMbl (aeneuus),
yABOEHUE 4YacTU XPOMOCOMbI (aynrukauum), oTpbiBa U NOBOPOTA
yacTtu xpomocombl Ha 180° (MHBepcusA).

 Ecnu usmeHeHue 3ampaaueaem XU3HEHHO 8a)KHbIe y4acmkKu
2eHa, mo makasi Mymauyus npueedem Kk cmepmu. Tak, nomepsi
He60/bW 020 y4acmka 21-U XxpoMOCOMbI y 4esioeeKka ebi3bieaem
msixesioe 3abosiegaHue KposuU - ocmpablit J1elKO3.

e B omoesibHbIX cJiy4Hasax OmOQBGHHbIU yH4acmoK XpOMOCOMbI

MOXKem npucoefuUHUMbCS K HE20MOJ1I02UYHOU XPOMOCOME
mpaHcsIoKkauusi), Ymo npueedem K Hoeoll KoMbuHauuu 2eHoe8

U3MeHeHUs1 ux e3aumooelicmeaeus.



I eHHBIC MyTanUH

0 Oeneuunn — ytparta cermeHta AHK pa3mepom ot ogHoro
HyKrneoTtunaa oo reHa.

0 Oynnukauumm — yaBoeHue Ui noBTOpPHOe
ayonupoBaHue cermeHTa AHK.

0 UHBepcumn — noBopot Ha 180 cermeHTa OHK %

0 UHcepuumn — BcTaBka chparmeHToB HK. ‘.\ ..‘

0 TpaHcBepcuu — 3aMeHa NypUHOBOro OCHOBaHUA
(apeHuH, ryaHnH) Ha nupuMmuagunHoBoe (ypauun,
LUTO3UH, TUMUH) NN HAOOOPOT B OAHOM U3 KOAOHOB.

0 TpaH3nuuu — 3ameHa 0gHOro NYPUHOBOIrO OCHOBaHUSA
Ha Apyroe nypmHoBoe nnum ogHoro NMPUMUANHOBOIO

Ha Apyroe nupmmmnamnHoBoe. -



3. U3aMeHeHunsa KapnoTuna, KpaTHble UM HeKpaTHble
ransiongHoMy YUCNy XPOMOCOM Ha3bIBaloOT
reHOMHbIMU MyTaLUAMM.

e Bcneacreue HapyLlleHUA pacxoXaeHus napbil
rOMOSIOrM4YHbIX XpPOMOCOM BO BpeMsi Menosa B
O HOM N3 00pPa30BaHHbLIX FrAMET COAEePXKUTCH Ha
OA4HY XpOMOCOMY MeHbLle, a B ApYyron Ha ogHy
XpoMocoMy bonbLue, 4YemM Npu HopmMasribHOM
rannomaHom Habope.

e CriusiHue makou aHomMasibHoOU 2aMmemabl C
HopMaJsibHOU 2ansioudHou camemou rnpu
ornsiodomeopeHuU npusooum K obpasoeaHuro
3u2o0mbI ¢ MEHbWUM usnu 6osbWUM Koslu4yecmeom
XPOMOCOM 10 CPpasHEeHUro ¢ OUNIOUOHbIM
Habopom, xapakmepHbIM OJis1 3Mo20 8uda. 68



e A3meHeHMe Yncrna XxpomMmocom onpepensiercs
yABOEHMEM UNUN YMEeHbLUeHUeM Bcero Habopa
XPOMOCOM. JTO NMPUBOAUT K MNONIUNIIONONN UMK
rannonanmn (COoTBETCTBEHHO).

 Hanuume nNUWHUX XPOMOCOM UNu yaaneHne ogHoun
I HEeCKONbKNX XPOMOCOM NMPUBOAOMUT K
rereponsiouauu Unu aHeynnongum.

e [1pn 3TOM HapylwaeTcsa cbanaHCUPOBaHHOCTbL Habopa
reHoB U HoOpmMaribHoe pa3BuTue opraHmsma. Kak
cregcTtBUe XpOMOCOMHOIo aucbanaHca npoucxoauT
BHYTPUyTpoOHasa rmdbenb ambpuoHa nnu nnoaa,
BO3HUKAKOT BPOXAEHHbIE MOPOKU Pa3BUTUS.
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e Yem Oonbluee KONMM4YeCcTBO XPOMOCOMHOIO
MaTepuana nogBeprnocb MytTauuoHHoOMY 3 eKTy,
TeM paHblUue 3ab6orneBaHNUA NOABUTCA B OHTOreHese
N TemMm Becomee OyayT HapyLieHus (hu3n4ecKoro u
NMCUXUNYECKOro pa3sBUTUA OCoOMN.

e XapakTepHasi YepTa XpOMOCOMHOro gucbanaHca -
MHO)eCcImeeHHOCMb MOPOKOE8 pa3eumusi
pa3auYHbIX Op2aHo8 U cucmem.

e XpOMOCOMHbIe borne3Hun coctaBnAaAroT okoro 0,5-1%
BCeX HaclneacTtBeHHbIX Oorne3Heun yenoBeka.
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[eHHble UNu ToYeYHble MyTauuu y YesioBeKa Bbi3biBaKOT
reHHble OOne3Hwu.

MyTauum y4acTkoB, YTO TPaHCKPMOUpyTCA (KoTopble
onpenensaroT aMMHOKUCIIOTHYIO NocneaoBaTesribHOCTL B
MoJieKyne 0enka, YTO CUHTe3UpyeTcs), NPUBOAAT K CUHTE3Y
aHOMarnbLHOro NpoAykKra u MOryT NPUBECTU K YMEHbLUEHUIO
CKOpPOCTU CUHTE3a DOerka.

®eHOTUMNHO reHHble MyTauuu NPOoSIBNSIIOTCA Ha
MOJEKYNAAPHOM, KNleTOYHOM, TKAHEBOM U OpPraHHOM
YPOBHSIX. YUCNO reHHbIX 60ne3Hen cocTaBnsieT OKOso
3500-4500.

BONbLLWWHCTBO reHoB yCTOﬁqMBbI K MyTauusam, HO
oTAeJibHble N’eHbl noaABepraroTcA MmytTaumnAam AOBOJIbLHO
4acCTo.
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I eHHBIC MyTanUH

HeutpanbHaa myTtaumsa He umeeT PEeHOTUNMNYECKOrOo
Bblpa)XeHusl.

MucceHc-myTauusa — 3aMmeHa Hykneotuga B
KOAUPYHLLEN 4YacTu reHa, NnpuBoasALLas K 3aMeHe
aMMHOKUCNOTbI B nonunenTtuae.

HoHceHCc-MyTauua — 3aMeHa HyKneotuga B
KoaupyroLien 4Yactu reHa, npmBoasiias K obpasoBaHus
KogoHa-TepMMHaTOpa U NpekKpalwleHno TpaHCcnAaAunn.
PerynaTopHaa myTtauusa — mytauma B 5’ unm 3’-
HeTpaHCINIUpyeMbiX obracTsax reHa, HapyLuarLlias ero

JKCrnpecculo.
JKCNaHCUA TPUHYKIIEOTUAHbIX MOBTOPOB. g
‘.‘ a‘



HacneacrBeHHbIe U
BpOXAEHHble hOpMbl
naTosiorun



HacneacrtBeHHbIe

doopMbI naTonorumn

NMaToreHeTU4eckas
OCHOBa — HapyLwieHus
reHeTu4ecKoum
nporpamMmmbl, KOTOpble,
KakK npasuro,
nepegaroTca U3
NMOKONMEeHUs B NOKOSIeHUue
< MOryT NposiIBUTbLCA B
noobom nepunoae XXU3Hu

Popmbl naTonorum (npumepbl)

deHoKoNUU —
BpOXOEHHbIe hopMbl
naTonorum, KonupytoLiume
HacrneacTBeHHbIe
oone3Hu

deHOMeH
deHOKONUpPOBaAHUA —
CXOACTBO KOHEYHOro
OEeNCcTBUSA reHa ¢
OencTBUeM Kakoro-nuoo
TepaTtoreHHoro dgakropa

MpuunHbI pa3BuTus

BpoxaéeHHble
dopMbI naTonorum

MaToreHeTU4eckas
OCHOBa — HapyLlleHuUsA
aMbpuoreHesa
reHeTU4YeCKu
HOpMarsribHOro opraHM3ma,
Bbi3blBaeMble
TepaToreHHbIMU
cdakTopamu, a TaKkxe
3aboneBaHus,
nepeaaroLmecs
TpaHcnnaueHTapHbIM
nyTemM

deHoKONUU Tun HacneaoBaHUSA
KatapakTa lpunn, kpacHyxa, AyTOCOMHO-AOMMWHAHTHbIN
QHAOOKPUHOMNATUU

BokoBou amnotpocunyeckumn
cknepo3s (bonesHb LWapko)

Mapronnusm
(xonppoocTeoaucTpocpus)
Mykononucaxapmnaosbl

Cudounuc, nonnommenmur,
aBuTamuHo3bl B, E

AnkKoronuim

AyTOCOMHO-AOMUHAHTHbLIN

PeueccuBHbIN, cuensieHHbIN ¢ X-
XpoOMoOcomMou
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Ot mozara
Bepxrmit
ABurarTensssin
@APOM ==y
- / )

Y kaxforo naynenTa 6oNesHs NpoTexaer
NO-CBOEMY, HO OOBIMHO NOPAXAIOTCH KAK BEPXHNE,
TAK ¥ HHXKHHO AEMTATENLHBIS HEAPOH LI,

Tona sepxrex HeAPOHOS P & [ewra oR
OONACTY KOPBI FTONOBHOTO MO3ra 6.'0 X AKCOHBI
NPOCTHPAXTCA NMOO QO CTEONA MONOBHONO MOIrA 9.
NGO QO CNMKKOTO MOIra - Mayuwimne oT Bopxmemx
HEAPOHOB MMNYNLCHI NEPOARIOTCA HHXHMM
ABWFATENLHBIM HERPOHAM Ja3aremy 3 MX

AKCOHBI ~ MLILILLAM PA3MLIX HYACTER Tena

MPT, T2-B3BeweHHOe N3obpaxeHue B ropu3oHTasIbHOM NJIOCKOCTMU.
A. Cpe3 Ha ypoBHe 6OKOBbIX Xernyao4koB Mmo3ra. lNoBbilweHHass MHTEHCUBHOCTbL CUrHana oT
KOPTUKOCMUHAsNbHbIX NyTeN (OTMEYEHO CTpesrikamMmm).
b. Cpe3 Ha ypoBHe BHYTpeHHUX Kancyn. Oyaru noBbIlLLEHHOW UHTEHCUBHOCTU CUrHarna B 3aHUX
HOXKaxX BHYTPEHHMUX Kancys (OTMe4YeHbl CTpenkamm).

3TN 0cob6eHHOCTN 0OycnoBreHbl HAbyxaHueM MMUEeNIMHOBbLIX BONMOKOH, NOABEePriunxcs
BanfiepoBCKOMY NMepepoXxXaeHnIo B pe3ynbraTe rméenu HeMPpoHOB KOpb.

Takas kapTuHa xapakTepHa Ans 60KoBoro aMmmoTpognyecKoro ckneposa, Ho BCTpeyaeTcs Takxe
npu BUY-aHuedhanonatnn, niueMm4eckom MHCynbTe U ApYyrmx 6orne3HsAX, Bbi3biBaloLWMUX

CUMMETPUYHYIO YTpaTy HEMPOHOB. 75



Tunsl HAC/I€eTOBAHUS

< AyTOCOMHO-OAOMMWHAHTHbLIA TUN HacnegoBaHUA
OcobeHHOCTU HacnegoBaHUSA:
OOWH U3 poauTernien nauyueHTa, Kak npaBusno, 0oreH;

BbIpaXXeHHOCTb U KOFIM4YeCTBO NPOSABIIeHNN 3aBUCAT OT
aencTena pakTopoB cpenbl;

YyacToTa NaTosIorMu y N1L, MYy>XCKOro U XKeHCKOro nona
OAMHaKOBa;

B KaXX4OM MNMOKOJFIeHUN UMEeKOTCA OorNnbHbIe (8epmuKasibHbIU
XapaKkTep HacneaoBaHUSA);

BEpPOATHOCTb poXxaeHusa 6onbHoro pebeHka 50% BHe
3aBMCUMOCTM OT Nosia U KormyecTea poaoB;

HenOpa)KéHHble YrieéHbl CeéMbU, KaK npaBusio, UMeroT 340pPO0BbLIX
NMNOTOMKOB.
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Tunsl HACJETOBAHUSA
< AyTOCOMHO-AOMMHAHTHbLIA TUN HacnegoBaHUA

NMpumepbl:
CUHAAKTUITUNA; POAOCHOBHaﬂ cCeMbu C CMH,anTMnMeﬁ

g  su i}
nommaaxtamun, 4 B O RO U0 O, O
i 2 3 4 B 9
1 2 3 4 5 sév FO
-
xopes XaHTUHITOHA; 5 [j
NOJSIUNO3 TONICTON KULLKMWU;

ceMeunHasi runepxosieCTepuHeMus;
HenpodubpomaTos;
cuHgpom Mapdana (Marfan-syndrom)

15

remornoomHos M;
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Tunsl Hac/IeI0BaAHUSA
< AyTOCOMHO-AOMMHAHTHbLIN TUN HacnegoBaHUA

0 Cunuapom MapdaHa — oanH U3 Hanbornee 4YyacTtblIX
(1:25000) cuHpgpomoB AnsrncToreHesa coe.qMHMTeanow
TKaHu, o0ycrnoBneHHbIU MyTauuen reHa oudpunnmnHa
(0AWH N3 BaXXHEULWLIUX CTPYKTYPHbLIX MPOTEMHOB
BHEKINeTo4YHoro matpukca) B nokyce 15g21.3, uto
NpPUBOAUT K 3aMeHe B bernke chmbpunnuHa nponnHa Ha
APrUHUH.

[Pe3ynbTaTt — NoBbIWLEHWe CUHTEe3a KonnareHa 3 Tuna u
YMeHbLUeHUue coaepxaHua konnareHa 1 tuna.
UKnuHukKa: BbICOKUN POCT, aCTEHUYECKOe TerIOCNOXEeHUE |
apaxHoAakTunusa, KWpoCKornuno3s, aunartauus KOpHs g
aopTbl, paccnavBarLlasa aHeBpnU3mMa aopThbl,
upungoaeHes (gpoXxaHue Xxpyctanuka Bcrneacrasue
crnabocTn LMHHOBOM CBSAI3KW), NOABbLIBUX XpycCTarimka,
OTCNOMKA CeTYaTKM!.
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PoaocnoBHasa cembu ¢ cuHapomomMm MapdhaHa

I . I
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e CuHpgpom IAnepca-AdaHno
— reTeporeHHas rpynna
HacneacCTBEeHHbIX
konnareHonatuu (1:5000)
C rMNepmMooOunribHOCTbLIO
CyCTaBOB,
rmneppacTaXuMoOCTbIO
KOXWU, XPYNKOCTbIO
TKaHewu.




% AYTOCOMHO-AOMMUHAHTHbIN TUN
HacrneaoBaHUS

e OcTeoncaTtupos (HecoBepLUEHHbIU
oCTeoreHes) - HacrneacTBeHHOe
cUcTemMmHoe 3aborneBaHue cKernera,
o0yCcnoBneHHOe HapyLWeHHbIM
obpa3oBaHueMm KonnareHa 1-ro Tmna;
XapaKkTepusyeTcsl NaToriorm4eckKou
JIOMKOCTbIO KOCTEMN.

« ConpoBoOXOaeTcA UCKPUBNEHUEM
KOHEeYHOCTEeN U NO3BOHOYHMKA
BCNeACTBME MHOXECTBEHHbIX
nepesioMoB KOCTEN; 4acTo — ronyoon
OKpaCKOM CKriep, aHoOMasrimsMum
pa3BuTUA 3y6oB ("aHTapHbIe"
Kpolwawumecs 3ybbl), TYroyXxoCTbHo
BCNneACTBME OTOCKIepo3a.




HdeBo4ka B Bo3pacTte 22 oHeU. BHyTpnyTpoOHOE BpOXAEeHHOEe HeCOBepLUEHHOe
KocTeobpa3oBaHue. TUNUYHaAA PEHTreHoONorM4Yeckasa KapTuHa HMKHNX KOHEYHOCTEWN
NP MHOXECTBEHHbIX nepesriomax.
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HecoBepleHHbIN ocTeoreHe3 V Tuna y B3pocnoro (CuHgpom
Bponuka)
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Tunsl HACJTETOBAHUSA

< AyTOCOMHO-peLeCcCUBHbLIU TUMN HacreaoBaHUA

- - - - -

OcobeHHOCTU HacnegoBaHUA:
poauTenun 60NbLHOro, Kak npaBuso, 300poBbLI;

3aboneBaHMe MOXeT OOHapyXMBaTbCH Yy APYrux poacTBEeHHUKOB
(y ABOOPOAHbLIX UNU TPOKPOAHbIX OpaTbeB/cecTep);

oAHOOOpa3Hble NposiBrieHNs 60rie3HN B CBA3U C BbICOKOU
NeHeTPaHTHOCTLIO;

CUMNTOMbI 60f1€3HN OOLIYHO BbISIBNSAIOTCA YXe B AeTCKOM
BO3pacTe;

4aCTOTa NaToJ1IorMm y Jimlf MyXXCKoro " xXxeHCKoro noria paBHasi,

B pOAOCIIOBHOM NaTOSIOrMA BbIABIAETCA 10 20pU30OHMarsu,
4acTo y cMOCOB;

3aboneBaHune OTCYTCTBYeT y €ANHOKPOBHLIX (A€TW OA4HOro oTua
OT pa3HbIX MaTepen) N eAMHOYTPOOHLIX (AeTH OgHOWU MaTepu OT
pa3HbIX OTLUOB) OpaTbeB U cecTep;

0 nosBneHue naTonoruuv 6onee BepoATHO Npu
ONU3KOpPOoACTBEHHbLIX OpaKax
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Tunsl HAC/IeJ0OBAHUS
< AyTOCOMHO-peLeCCUBHbLIN TUMN HacneaoBaHUA
[Mpumepsbl:
deHnNnKeTOHYpPUA,
ranakto3eMus;
MYKOBUCLMNAOO3;
KOXHO-TNMa3HOU anbOVHU3M;
aApeHoreHuTanbHbIN CUHAPOM;
MUKoOreHo3bil;
rmnepnunonpoTreMHeMuun.
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< CuenneHHoe ¢ xpomocomou X ,OMUHAHTHOE

Tunsl HACIEeI0BAHUS

HacnepgoBaHue
OcobeHHOCTN HacneaoBaHUA:

nopaxeHue Nnu1u My>XCKOro M XXeHCKOro nona;

y MY>X4YMH Oonee TAXEnoe Te4eHMe 3aboneBaHus;

nepeaava 60sfibHbIM MY>X4YMHOM NATOSIOrMYECKOro
annens ToNbKO A404YepPsAM, HO He CbIHOBbSIM;

CUMNTOMbI O0ONe3Hn OObIYHO BbISBAAKOTCA YXKe B
AEeTCKOM BO3pacTe,

nepenava 60s5ibHOM XeHLWWUHOWU 3adboneBaHnA " —< )
CbIHOBbSIM, U AOYEePSAM C PaBHOW BEPOATHOCTbIO | MedicalPlanet su 1 )

1eduu o
NMpumepsi: ﬁ
BUTaMUH D-pe3nCTeHTHbIN paxuT; I i i
6one3nb WWapko-Mapu-TyTa (ceHcomMOTOpHbIe i‘|Ol ﬁm ‘
-
BERE 1 0

HeBponatuu Tnos | n Il. 3aboneBaHue

XapakTepusylouiasica cnaboctblo M atpodment Tl
AVUCTarIbHOM rpynnbl MbILWL HUXKHUX KOHEYHOCTEeMU;
4acTo co4yeTaeTcs C Apyrumum
HeupoaereHepaTMBHbLIMU 3a00NeBaHUAMMN)
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Tunesl Hacjie10BaHUA

< CuenneHHoe ¢ xpomocomoun X
peueccMBHOe HacriegoBaHUue

Oco6eHHOCTN HacneaoBaHUs: | (0 0

OonbHbIEe POXAarTCcA B Opake

dheHOTUNNYECKM 300POBLIX poaUTENEMN; __é ‘ 6 E}

3aboneBaHue HabnropgaeTcs ||D__
UCKIIOYUTENBbHO Y JIUL MYXXCKOro nona; r
MaTepu OOJNbHbIX — OONUraTHbIe | |
HOCUTESIbHULbI NAaTONOMNM4YeCKOro reHa; A[IJ E] |
CbIH HUKOrAa He HacrnenyetT 3aboneBaHne If l .
OT OTLa; [ [

y HOCUMTEeNnbHULUblI MYTAaHTHOIO reHa

BEPOATHOCTb POXAeHNA OONbHOro -
pe6éHka 25% (50% poamBLUMXCS = 3 =
Manb‘-IVIKOB. - ObonbHbIe). (@a-.‘__///,/ ; s
NMpumepbl: e’
remochunus A;

AaNbTOHU3M;

MbilleyHaa auctpodpua OdroweHHa-
bekkepa.




MbiweyHasa aunctpoduma [oweHa

Mpy nogHATUN PYK BBEPX JIONATKN «OTXOOAT»
OT TynoBuwa («KpbINOBUAHbLIE NONATKNY)

UcTtouHuK: http://vlanamed.com/myshechnaya-distrofiya/ 9H
LuMKnoneaua 3aboneBaHum ©
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®opma 3Spba-Pota
S G

YTUHaA noxoaka

. Salid
=4 >
p“CYHOK 5' ﬂuu§ "n:uc;naTa" CumMnToM "KpbINOBUA-
PebGenok I'., 15 ner. Hble nonaTku”
A-3: NMMA,

dopma Ipba — Pora

Jlnyo mmnonara («nUUoO chPUHKca)

ATtpodumsa n napes mbiwiy nuua npym mmonaTtuun
obycnoBnuBalT cBOeoOOpa3Hoe BblpaXkeHue
nvua: oOHO Mackoobpa3sHoe, ManonoaBUXHoOe,
MUMUKa BANas, OTCYTCTBYIOT CKNnanku na noy g
«MONMPOBAHHbLIU NOO» U T.4.



Tunsl Hac/Jie0BaHUA

< lonaHapuyeckuu, nnu cuensieHHbIN ¢ XpOMOCOMOMN Y,
TUN HacrnegoBaHUA

Ocob0eHHOCTU HaclegoBaHUA:
[ nepenavya npu3sHaka oT OTL,a BCEM CbIHOBbSAM;
[l eepmukKanbHbIU XapaKTep HacnenoBaHUs NPU3HaKa;
[ BepOATHOCTbL HacrieaoBaHUA ANA NUL MYXXCKOro nona

100%. x - O

ATedbfcallPilarer. szs

¥, > rer. S
seoLniurnra Orrs Sfac

s

Npumepbl: .. & un & wn (0 O mm e

s

MNnrosAHO

0 rmunepTpnXxo3 ywHbIX PAKOBWH;

[ n30bITOYHbLIN POCT BONOC Ha cpeaHuX cdhanaHrax

nanbLueB KUCTEMN.
93



bone3Hun HakonneHusa

JTU 3aboneBaHus cBA3aHbl C FreHEeTUYEeCKN 00ycnoBrieHHbIMMU
AedeKkramMmum rIM3oCoM, CHUXKEHUeM U NnoTepen akTUBHOCTMU
TOro UM MHOro NMM30CoOMHOro coepmeHTa U, Kak cregcreue, C
HakKonneHuem cHavyana B JIu30COMaXx, a 3aTeM U B KJeTKe B
Leriom 6annacTtHbIX, HeYyTUNU3NPYEMbIX BeLLeCTB.

3aboneBaHMsA NOpaxarwT B OCHOBHOM HEPBHYH U MbILLEYHYHO
TKaHU, NPUBOAA K Pa3BUTUIO TAXKenenwunx aeekTtoB aTux AByX
cucrtem.

B HacTosiwee BpeMs pa3nuyaloT Tpu rpynnbl 6onesHen
HaKOMMeHusA:

1. Mykononucaxapudo3, Npu KOTOPOM CHa4arna B fiu3ocomax, a
3aTeM U B KNeTKax NponcxoanT HakonsreHue
MyKononucaxapunos;

2. CchuHzonnunuoos, Korga B HEPBHOM TKaHW HaKansiMBaloTCs
chuHronnnuabl;

3. Mykosiunudo3s, CBA3aHHbIN C OTJIOXKEHMUEM KUCTIbIX NUNNAOB.
[Mpu 3TNX 3a60neBaHNAX B KNeTKax OTKraabiBalOTCA He TONMbKO
yKa3aHHble B Ha3BaHUu 6one3Heun cyocTpartbl, HO U BellecTBa
APYrMX XMMU4YeCKUX KraccosB. 94



KnuHnyecku oone3Hm HakonmneHna MOXHO
noapas3aenutb Ha ABa TUNa:

* C NPeuMyLLeCTBeHHbIM NOpaXeHNeM HepPBHOM
CUCTEMblI;

*C npenmMmyuleCTBeHHbIM NMopaxxeHnem MbILLEeYHON
CUCTEeMDbI.

* HepBHas, U Mbille4YHaA CUCTEMbI NMOpaXXaroTCH
npun odboux Tunax 6osfe3Hn NPakTUYeCKn B
pPaBHOMU CTEeNeHUn, HO KNMMHNYECKN Ha NepPBbIU
nnaH B O4HOM clly4yae BbICTynaroT
HeBpONoOrn4ecKkme CUMNTOMbI, a B ApPYyrom —
naTosiorns Mbille4yHoro annapara.
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Borne3Hu HakonneHusa ¢ NPeumMyLLeCTBEHHO HEBPOJTIOrMYeCKUMH
NPoABIIEHNAMUN OOBbEAUHEHbI B rpynny, NOfy4YuBLUYIO obLiee
Ha3BaHue Jsietukoducmpodguu (aereHepaTuBHo-aANhy3HbLIN
MO3roBOU CKJiepos3).

JTO reHepanu3oBaHHaa aAeMmuvuenvHusaumsa HepBHOU CUCTEMbI, T.
e. nortepsa HepBHbLIMU BONMOKHaAMU UX MUENUHOBbLIX 000OJT0OYEK.

NMpun cchmHronnnmnaose B HEPBHOM TKAHM (KaK B LLleHTparibHOMU
HepBHOU cUcTemMe, TaKk U B nepudepnvecKkmx HepBax)
HakannuBarwTcsa chMHronmnuabl, NOCKONILKY BCneacTteme
OTCYTCTBUA paaa (hpepMeHTOB OpraHM3mM He MOXeT pacluennAaTb
AaHHble cybcTpartbl. [Mpu 3TOM gpyrve nunuabl U3 HEPBHON
TKaHU Uc4ye3alor.

B pe3ynbraTe pe3ko HapywaeTca U CTpoeHue, U ONOXUMU3M
HEepPBHOM TKaHU, a 3TO BeleT K BO3HUKHOBEHUIO TSXESbIX
HEeBPOJIOrMYEeCKUX U NCUXUYECKUX PACCTPOUCTB: Takue AeTu
pOoXAalTCA C TSHKesIeuWmMMm nopoKamu pPa3BUTUSA: Napanuyamm,
nanoTuen Unm ObLICTPO Nporpeccupyrolie YMCTBEHHOMU
OTCTaNoOCTbLI0, C HapyLweHueM (pyHKLUUU Ta30BbIX OPraHoOB U T.A.

Ima namoJsio2us aesisemcs Ype3ebidYallHO msKkesiou U
npueodum K 2ubesnu pebeHka, Kak npasusio, 8 meyeHue nepabix
deyx jiem 6 HeympoOHOU KU3HU. %6




BTopas rpynna 6one3Hei HakonneHns, B OCHOBE KOTOPbIX
NEeXWUT rmaBHbIM OOpa3oM HapyLleHue pacLlensieHus
MyKomnornmucaxapuaoB, NPMBOAUT K reHepanun3oBaHHOMY
rMUKOreHoasy, T.e. K HapyLUeHUo YyTUNu3aLuum rnmKkoreHa, B
pe3ynbTaTe Yero OH HakannuBaeTcs B KJeTKax.

Bcnencreue 3TOro rnmy6boKo HapyLUarTCA NPoLecChl BbIPaboTKK
3Heprum, npmyem Hambornee cyLleCTBEHHO CTpagaeT MbilleYyHas
cucTema.

Y yacTu 60onbHLIX AABIEHUA AereHepauum MbilLeYyHoro annapara
BeCbMa BblpaXKeHbl y)ke B MOMEHT poXAeHWUsi, OHU ObICTPO
NnporpeccupyoT, u Takou pedeHok nornbaert Npu ABNEHUAX
HapacTallen Mblle4yHOM crabocTu, aTpohuun MbliLlLL U
UONOTUMN.

Y apyrouv 4acTtu nauveHToB 0one3Hb NpoTekaeT ropasao
MmeaneHHee. Cpa3y nocre poXxaeHUsa eaUHCTBEHHbIN CUMITTOM
3aboneBaHNA — 3TO HEKOTOpas MbiWeYyHas cnabocCThb,
nposaBnsoLWancsa B Te4eHne 3—5 Hepernb NOCTHATaNbHOIO
pa3BuTusa. 3aTemM 3T CUMNTOMbI UCYE3al0T, U PpebeHOK pacTeT U
pa3BuBaeTcH BHewHe HopMmanbHO. Ho B Bo3pacTte 9-10 neT. ay
HEKOTOPbIX AeTen B BO3pacTe NosIoBOro co3peBaHnda, BHOBb
HauYMHaeT NpoABNATLCA HapacTalLlasa MbilleYyHasa cna6ocn: 1L
aTpocdhmna MbiLLLL.




bosie3HU HaKormnJjieHuUs1, cesizaHHbIe ¢ de¢dheKmamu JIU30COMHO20
arnnapama, Heu3Jjie4umMbi, 3 BO3SMOXHOCTb UX MeAJIeHHOro
pa3BUTUA Ha NPOTAXEHUN MHOIUX NeT Aernaet 3ty hopmy
NnaTosiorMm 0oCoOeHHO TAXeNOon He TONIbLKO A caMoro
GOnNbHOro, HO U ANA ero poauTesrien U PoaACTBEeHHUKOB.

B cBA3K C 3TUM UCKNIOYUTENBHO BaXXHOe 3Ha4YeHue npuoodpeTtaer
cBoeBpeMeHHast npeHaTaribHaa (qoponoBasl) ouarHOCTUKa
FIN30COMHbLIX OOne3Heun.

NMpoBoaAT TakXKe OMONCUIO NeYEeHU U NoA INEKTPOHHbIM
MUWKPOCKOMNOM MLLYT B renatoumtax fim30ComMbl,
«neperpyxeHHble» pa3fiudyHbIMU cydcTpaTamu. Ecnu Takue
FIN30COMbI HAaXoOAT, TO NpuderaroT K HemeasIeHHOMY
nccnegoBaHUIO OKOSTIONMOAHBLIX BOA NyTeM NYHKUUU NSIOQHOIO
ny3bIpsi.

Ecnu B KneTkax, KOTopble HaxXoAATCA B OKONOMNMOAHbIX BoAax,
yCTaHaBNMUBAKOT Hann4yne «neperpyxeHHbIX»
COOTBETCTBYHLMMM CyOCTpaTaMu NM30COM, TO HeMeasieHHO
npepbIiBalOT 6epeMeHHOCTb.
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3a0osieBaHu,

CBSI3AHHBbIC C HAPYUIEHHEM MeTad0Iu3Ma

CPUHIOJTUITHIOB




bojae3ns Tea=Cakca

0 O6bycnoBneHa peduuntom chepmeHTa
B-rekcozammnHupgasbl A; ayTOCOMHO-peLleccuBHoe 3aboneBaHne

HaKansjiunBawlljeecs BewecTBO — GMZ-FaHrﬂVIO3I/ID,;

CUMIMTOMBbI: HoBopoXxaeHHble ¢ AaHHbIM 3aboneBaHMeM pa3BMBalOTCA
HOpMaribHO B NepBble MecsAuUbl XXU3HU. B Bo3pacTe OKoso nosiyroga BO3HMKaeT
perpecc B NCUXN4YE€CKOM N hn3nveckom pa3Butumn. PebeHoK TepsaeT 3peHune, Cnyx,
cnocoOHoCTb rnortaTb. NoaBnatTca cyaoporu. Mbiwubl atpounpyroTca n HacTynaeTt
napanuny. 3akaH4YMBaeTcA neTaribHbIM UCXOAOM B Bo3pacTte Ao 4 ner.

CyuwecTtByeT peakasa chopma no3gHero nposiBrieHUA 6one3Hun, Korga CUMMNTOMbI
nosABnAOTCA B Bo3pacTte 20-30 ner.

Ona bone3nn Tea—Cakca xapakTepHO Harimume KpacHoro nATHa, pacnosioXXeHHOro Ha
ceTyaTKe HaNpoTUB 3paydka. ATO NATHO MOXHO YBUAETb C NOMOLbLIO odTarbMOCKona.
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boneasnubp Nlowue

bone3Hb ['owe noapa3saensaeTca Ha TPU OCHOBHbIX
TUNa

y06ycn0BeHA AedMLITOM DEpMEHTa
IMHKoLEpeDpoaHRa3b

» HaKAMMMBAIOLLEECH BALLECTBO - FMHOKOLEPEOpO3NE;

7 CHMRTOMbI, FENaTOCTNEHOMETaHA, MCTBEHHAS
0TCTANOCTb B (OPNE HHQVAHTIMA3MA, AereHepaLya
AAMHHHBIX TYBaTBIX KOCTEM,




e Tunl

e Bbone3Hb lNowe | (HeHenpoHoNnaTuyeckoro) Tuna Bcrpevaerca ¢ yactorou 1/50000.
Hanbornee yacto BcTpeyaeTcs cpeaun awkeHa3sckux eBpeeB. lposBneHune
CMMNTOMOB Ha4yMHaeTcsl B AeTCTBe UM BO B3POCJIOM BO3pacTe U BKHOYaloT
YyBEJIMYEHHYI0 NeYeHb U CUNBbHO YBEJIMYEHHYHO Cefle3€HKY (YTO MOXeT NPpMBOOUTDL
K €€ pa3pbliBY U AONOSNTHUTENbHbLIM NOBpeXaAeHNAM). BO3MOXHbI Cf1aboCTb KocTen
U BbipaXeHHble KOCTHble 3aboneBaHnAa. U3MeHEHHble cene3eéHKa U KOCTHbIN MO3r
BbI3bIBAlOT aHEMUIO, TPOMOOLIUTONEHUIO U NTIEUKONEeHUI0. XOTA MO3r NMpu 3TOM
TUMe He NOBpPeXaaeTcA, MOryT ObITb HapyLWeHUsA B NErkMx u no4vykax. bonbHble
CTpPapaloT OT YaCTbIX reMaToM, BbI3BaHHbLIX TPOMOOUUTONEHUEN, U OT
NMOCTOAHHOWN yCTariocTu (U3-3a NOHWXEHHOro Yncrna 3puTpounToB). bornbHbIe
MOryT AOXUBaTb A0 B3POCSIOro Bo3pacTta u npu ymepeHHou ¢popme CUMNTOMbI
MOryT OTCYTCTBOBAaTb.

e Tun Il (HempoHonaTuyeckaa uHdaHTUNbLHaA hopma)

 CpeaHun Bo3pacTt 3aboneBaHus 3-5 mec. HeBpornornyeckme oCnoXxXHeHus
(TAXKenble CyaopOXHble MPUCTYMbI, TMNEPTOHYC, arnHO3, BblipaXXeHHas 3agepXKkKa
YMCTBEHHOr0 pa3BUTUSA) NPOABAIOTCA K 6 Mec. CUMNTOMbI BKIHOYaKOT
renatocrnneHomMmeranuio, LUIMpPoOKoe nporpeccupyrowiee NnoBpexaeHne Moasra,
HapyLeHHY MOTOPUKY rfa3s, CnaCTUMHOCTb, CyAOpPOru, pUrmgHoCTb
KOHeYHOCTen. bonbHbIe AeTn NNoXo COCyT U MMOoTakT; OObIYHO YMUPAIOT B
BO3pacTe OT oAHOro Ao AByXx net. Yactora BcTtpeyaemoctn 1/100000, aTHMYECKOM
npeApacnonoXeHHOCTU He NMeeT. 102



 Tun lll (nogocTpana HenpoHonaTn4yeckas (roBeHuUnbHas) hopma)

Tun 3 MmoXeT HaYMHATbLCA KakK B AEeTCTBE, TaK U Y B3POCHbIX C YaCTOTOMU
BcTpeyaemoctn 1/100000.

Y 6onbLIMHCTBA XapaKTepusyeTca MeasfieHHbIM NporpeccupoBaHUEM U
YMEpPEeHHOCTbI HEBPONTOrMYeCKMX CUMMNTOMOB. [lepBbIM HEBPONMOrMYeCKUM
NPU3HaKOM SIBJIAETCA, KaK NpaBuUio, OKYJIOMOTOPHAaA arnpaKkcus,
paccTpomucTBO rnasoaBuratenbHbIX PyHKUUKU. o mepe nporpeccupoBaHus
3aboneBaHus, NpUcoeANHSAETCH aTaKCUsl, Mbille4yHasA CNaCTUYHOCTb U
cnaboymue. Hapsgy ¢ renatocnsieHoMeranmeu B NnaTtosiorM4ecKkum npouecc
BOBJIEKAKOTCA U Apyrue opraHbl U cuctemol. CnneHomeranusa
0e30o0ne3HeHHasa u OObIYHO BbIABNSAETCA CrlydYanHo. bonbHble AO0XNBaKOT A0
NOAPOCTKOBOIro U B3POCSIOro Bo3pacrTa.

OpaHa 13 rmaBHbIX NPUYUH MHBanuaunsauum npm 1 n 3 Tune 6onesxuu Nowe —-
nopaxeHne KOCTHOMU TKaHW.

HapyweHune HopMmanbHbIX PU3NONOrM4eCKuUX NpoLeccoB NPOUCXoaUT U3-3a
HaKonneHusa NMNMAOB B OCTEOKracTax U 3ameweHnmn uHpunbTpaTamMm KNneTok
[owe HopMarbHbIX 3NeMeHTOB KOCTHOro Mmo3ra. Hecmotpsi Ha yBerniuyeHue
neyeHu n eé aucdyHKUMIO, criydyam TsSXKenom ne4eHOYHOU HeJOoCTaTOYHOCTH
BCTpeyvarTcH peako. Hawe BcTpevyaeTcs OTHOCUTeNbHas nopraribHas
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boJse3ns Dadpu

0 Twn HacneaooBaHUA — peLecCCUBHbLIN, cUuensieHHbIN ¢ X-
XPOMOCOMOMW:

0 obycnoBneHa gecdhuuntom chepmeHTa
o-rariaKkrosmpgasa A;

[ HakannuBawLlleecs BeLecTBO (B HEPBHOW TKaHM,
CTEeHKaX KpPOBEHOCHbIX COCYyA0B, POroBmuUe 1 noykax) —
rmoooTpuaosunuepaMmmg Unum LepamMmuaTpureKcosng;

0 cuMnTOMBbI: reHepann3oBaHHasA BeretaTuBHas
HenponaTusa, npoaBnsAaLwasca 6ongaMmm n napecrtesven B
KOHEeYHOCTAX, IPYyAHOU KNeTKe, XKMBoTe, 00yCrioBneHHbIMU
nopaxxeHuem CIMHHOMO3roBbIX Y3510B U nepudepnveckmnx
HepPBOB; aHIMMO3KTa3nn B Buae KpacHo-pnorneTtoBbIX
y3eNKOB B HWXXKHEU 4YacTu TYJIOBMLLA C rMNepKepaTo3om;
Kapguonatusa u HecpponaTua, oeMeHUUs, HapyLueHns
MO3roBOro KpoBooopallueHMs N0 NLeMN4YeCKOMY UNnu
remopparm4eckomy tuvny.
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B 2001 200y Ha4anu NpMMeHATbLCA TPU HanpaBneHusa ghepmMeHmHo3amecmumersibHou
mepanuu (D3T): anbga ecanakmo3uda3sbl (Pennaran (Replagal), npoussoacteo Shire)
n 6ema 2anakmo3uda3sbi (Pabpa3um (Fabrazyme), nponssoacreso Genzyme).

INleyeHue nyTem 3ameHbl aedunUMTHOro hepMeHTa ocyllecTBNseTcs
UHBEKLMAMU Kaxable Be Heaenu U asnsaercs Handonee NpUMeEHALLNMCS
MeTOoAOoM

Cmoumocmb amux npenapamos - Bbicokasa (npumepHo $ 250,000 CLUA B ron
/ naunMeHTa) n ocTaeTcs HenpeoAoNIMMbIM GapbepoM AN MHOIMX NauMeHToB
B HEKOTOPbIX cTpaHax!

UHdy3ua moxeT ocyLLeCcTBNATLCA CaMUM NauueHToOM, MeAcecTpoun goma y
OONbLHOro NN B MeAULUMHCKOM yuypexaeHun. PepmeHTo3amMecTUTeNnbHas
Tepanusa He ABMSIETCA NaHaueen, HO MOXeT MNOMOYb HOpMariu3oBaTtb OOMeH
Bew,ecTB U NpeaoTBpaTUTbL NporpeccupoBaHme 3aboneBaHus, a Takxke
n3dexarb NOBTOPEHUSA CUMNTOMOB.

bosib npu 6one3Hu Pabpu Toxe yrTonsietca onaropapa P3T, ogHaKO cxeMbl
neyeHusa 6051eBOro CMHAPOMA MOTYT TaKXKe BKNO4YaTb NPUMEHeHue
aHaNbreTMKOB, NPOTUBOCYAOPOXKHbIX N HECTEPOULHbIX
NnpoTUBOBOCNANUTENbHbLIX NpenapaTos.
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boae3ns Humanna=IIuka

O6ycnoBneHa gechvuutom chepmeHTa chmHrommenmnHasa;
ayTOCOMHO-peLeccMBHOe HacneaoBaHue.

PaznuyatroT Tpu TMna 3aboneBaHus: tunosl A, B n C;
HakannuMBalLleecs BewecTBO — COMHIrOMUESIUH; HaKoMNJieHne
NMUNUOoOB B NMepBYIO ovyepeab B NeYeHU, cerie3eHke, Nerkux,
KOCTHOM MO3re U rorfiloBHOM MoO3re.

CUMNTOMbI: YMCTBEHHas oTCcTanocThb (He Bceraa),
renarocnneHomerarnus.

- ———

= g

2
T

Pc. 8. 4. Soneare Humvaarma-Maaxca




KnuHun4yeckasa KapTuHa nposiBnsieTcA B rpyAHOM BO3pacTte, NpemMmyLLeCTBeHHO
B NepBOM nonyroamn xXnusHu. HayanbHbIMU CUMNTOMaMN ABNSIETCA OTKa3
pebGeHKa OoT eabl U NnepuoanYeckas peoTa. 3aTemM HacTynaeT pe3koe CHMXeHue
MaccCbl C pa3BUTUEM rMnNoTpodun, oTmevaeTcs 3aaepKKka ncuxodmanyeckoro
pa3Butus. NocrteneHHO yBenMYNBaOTCA pa3Mepbl NeYeHU U cene3eHKun, npu
nanbnauum OHU NJIOTHbIE, C rMaaKon NOBEePXHOCTbIO, 0e300re3HeHHbIe,
Nno3)e pa3BMBaeTCA acUMT.

KoXXHble NOKpOBblI UMEKOT BOCKOBOW OTTEHOK C y4YaCTKaMu yCUIIeHHOMU
nurmeHtaumn. OTmevyaeTcs nopaxeHme HepPBHOU cucTeMbl. B aanbHenwem
pa3BMBaeTcs rMNOTOHUA MbILL, BbipaXXeHHOe pe3Koe oTcTaBaHue pebeHKa B
NCUXNYECKOM pa3BUTUN, UAUOTUSA, FNYXOTa, Y MHOMMX OONbHbLIX HAcTynaeT
aTpodua 3pnuTenbLHOro Hepea. 3aboneBaHue MOXeT NpPoTeKaTb €
npemMmyLlecTBeHHbIM NopaeHnemMm HepPpBHOWU CUCTEMbI, MeYeHU, Cerie3eHKM.

Cneunduyeckoe rieyeHne He paspaboTaHo!

lMMpo2HO3 HebnazonpusmHbIl. 3abosieeaHue 6ICMPO NpueoouUM K

UCMOWEHUIO U JIemaJibHOMY ucxody. BbnkueaHue no3oHee namusiemHe20

go3pacma KpauHe pedokKoe.
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IlunorpaHynemarto3 Papbepa

0 ObycnoBneHa aedunumtom chepmeHTa
Kucrnas uepammaasa;
[0 HakannunBalLleecq BeleCcTBO — Llepamua;
[0 cumnTOMBI: renatocnsieHomMeranus, apTparnrus.

leHogepmaTo3. Tun HacneaoBaHUSA ayTOCOMHO-pPeLleCCUBHbIN.
3aboneBaHue nposaBrifdeTcAa B nepnoa HOBOPOXAEHHOCTU B BuAe y3yioBaTbIX
IPUTEMATO3HbLIX O4YaroB YNJTOTHEHUA KOXHU TecToBaTOMU KOHCUCTEeHLUUMN,
NIOKanu3yrLmxcs B o6ractm cyctaBoB (BHa4vare ny4ve3ansiCTHbIX), @ TaKXKe Ha MecTtax
TPaBMUPOBaHUSA KOXMW.

M'McTonornyecku ynJioTHEHUA KOXU NpeactTaBiAloT cooomn nunorpaHynemMbl.
OTmeyvaroTcs CyaopPOXHbIM CUHAPOM, NUPaMUAHbIEe U IKCTpanupaMuaHble
paccTpoUCTBaA, 3aaepXKKa NCUXUYECKOro U MOTOPHOIro pa3BUTUS.

B HepBHOVI CuctemMe Kak HeﬁpOHbl, TAK U NMUanbHbIE KITEeTKUN 3aNOJIHEHbI
Hecynbd)VIpOBaHHblMVI NMUKO3aMUUHOTITIMKaHaAMM.

BonbHble ymMupalT B Bo3pacTe 2-4 fieT OT Jiero4HbIX OCNIOXXKHEeHUMN.

JleyeHne cuMmnToMaTU4YeCKoOe: BUTAMUHbI, IUMOTPONHLIE CpeaACTBa.
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Myxkomoaucaxapuao3bl

HepocTtaTOYHOCTbL NIM30COMAlbHbIX
cepmeHTOB

HakonneHue B nn3ocomax
rmMuuKo3aMUHOINMMKaHOB

BoO3HMKHOBEHMe rpyooun KrneTo4yHOU naTtoriorum
C pa3BUTUEM XapaKTepPHOU KITIMHUYECKOU KapTUHbI



N R o [

-

Myxkonosmcaxapuno3 | I'ypiepa

YacTtoTta BcTpeyaemocTtu ot 1:20 000 go 1:100 000
Tvun HacnepoBaHUA — ayTOCOMHO-PEL,eCCUBHbIN;
rnokanusauumsa reHa — 22q11;
depmeHTaTUBHbLIN AedekT — a-L-uaypoHnaasa;
NPOAYKTbl HAKOMNJIEHUSA — AepMaTtaHcynbdar,
renapaHcynbdgar;
CUMMTOMBI: renaTocnyieHoMeranus, paHHee NOMyTHeHue pOr¢ :
KOpPOTKas LWes, BOPOHKOOOpa3Hasa Unum KuneBuagHasa rpyaHas KrneTtka,
rmnepTpuxos, orpaHU4YeHue NoABUXKHOCTU B CycTaBax, USBMEHEeHUSA KranaHoB
cepaua, MMoKapaa, aHAoKapAaa, KpyrnHbIX apTepuin, KpaHmodaumanbHble
ancmopdum (BbINyKnbIn U HABUCAKOLWMA 10O, NSTOCKUA HOC C LUMPOKUM

OCHOBaHUeM, rpyoblie 1 yTonLweHHbIe ryobl, runepreryiopmsm), Ha NO3JHUX
cTagusaX rnyxorta, crenora, rnyookaa geMeHuus;

OonbHbIe norndaroT B Bo3pacte Ao 10 ner;

KIMNHNn4YecCkKas np06a — NIeNKOLUMUThI, npeHatTalibHasdA ANarHOCTUKa —
onpeanesfieHne akKtTuBHOCTH cbepmeHTa B KYJibType KJ1eTOK aMHUOTUYECKON
XNOKOCTMHU,

neyeHue — 3amectutenbHaa Tepanua (Aldurazyme®); TpaHcnnaHTaumsa
CTBOJOBbIX KJIETOK, XMpypruyeckasa KoppeKkuus rnaykomMbl, CKereTHbIX
aHoOManuun, Koppekumsa cepae4yHou HeJOCTaTO4YHOCTM!. 11




O OO O a3

Myxkonosmcaxapuno3 Il I'yarepa

Tvn HacnegoBaHUA — peLecCUBHbIN, cUuenfieHHbIN ¢ X-XPOMOCOMOM;
nokanusauma reHa — Xq26-q28;

depmeHTaTUBHBLIN AedeKT — cynbdounaypoHaTcynbgoTasa;
NPOAYKT HaKoMnmneHna — aepmMmaTtaHcynbgaT, renapaHcynbgar;

CMMNTOMDbI. YMCTBEHHaA OTCTAaNIOCTb, AN30CTO3 C KapJIMKOBOCTbLHO,
renaTtocrnsieHoMeranusa, Kapamonatus,

KNMHU4Yeckas npo6a — CbIBOPOTKA KPOBMW.




Myxonosmcaxapuao3 I Candguannmo
Tun HacnepoBaHUs — ayTOCOMHO-
peueCCUBHbLIU;
cbepmeHTaTUBHDLIN OeheKT —

A — renapaHcynbdgartcynbommaasa
B — N-auetun-L-D-rnrokozammHmnaasa
C — aueTunTtpaHcdepa3sa;

NPOAYKT HaKoNMeHus —
renapaHcynbdar;
CAMNTOMbI: YMCTBEHHasi OTCTaNocCTb,
cpeaAHeun TAXeCTU NopaeHus

cKelneTa, BucuepomMerarnums,
NOMYyTHEHUEe PoroBuLbl,

KNMMHn4Yeckas npoda — A, C —
nenkouuTtbl, B — CbIBOPOTKa KPOBM.
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JInarHocTuka MyKoOIOJIUCAXaPUI030B

UccnenoBaHue meTabonuToB:

Konn4yecTBeHHas oLeHKa 3KCKpeTUupyemMbIX
rMUKO3aMUHOITIMKaHOB MO coAepXXaHU YPOHOBbIX
KUCNOT U reKcos;

y/ anekTpodopeTnyeckoe ppakumoHMpoBaHue
rMUKO3aMUHOITIMKAHOB C A€HCUTOMETPUEMN;
y/

KWHEeTUKa BHYTPUKNETOYHOro HaKkonneHus 3°S-
rMUKO3aMUNHOITIMKAHOB.

IlokycHaa anddhepeHumnauyus:

onpeaeneHne akTUBHOCTU 6 hepMEHTOB,
y4yacTBYHOLIMX B gerpagaumv rnmko3aMmMHOrNMKaHoB,;

y/ MeTabornunyeckoe KoonepmupoBaHuUe.

N\ O

N\ O
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[lpeHaTanbHan
AnarHocTuka
HacneacTBeHHOWU
naToriormu
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11 PeHdATaJIbHAA ANAITHOCTUKa HACNIe4ACTBEHHOU NaToJiIoOIrmm

e [IpeHaTanbHasA AMarHOCTUKa BPOXAEHHbIX U HacrneaCTBEeHHbIX
Oone3Hen - 3TO KOMMJIeKCHaA oTpacnb MeAULUHbI, KOTopas
ObICTPO pa3BuBaeTca. OHa ucnonb3yeT U yJIbMmpa3eyKosyHro
duazHocmuky (Y3WU), n onepamueHyr0 mexHUKY
(xopnoHbMoncuo, aMHNO-U KOpAOLEHTE3, OMOMNCUIO MbILLL, U
KOXu nnopa), u 1abopamopHbie Memoob! (LUTOreHeTu4Yeckue,
onoxmmmnyeckue, MoneKkynsapHo-reHeTUYeCKue).

B HacTosiWee BpeMs npeHaTaribHas AuarHoCcTuka
ocyuwectBnaetca B | n |l rpumecTpax 6epemMeHHOCTH, TO €eCTb B
nepuoabl, Korgaa B criy4yae BbisIBJIEHUSA NaToONorMm eLe MoXxHo
npepBaTb 6epeMeHHOCTb.

e Ha cerogHsi BO3MOXHa AUarHOCTUKa NpakTU4yecku Bcex
XPOMOCOMHbIX cuHapomoB U okorno 100 HacneACTBEHHbIX
bone3Hen, buoxmmmyeckumn gedekT Nnpmu KOTOpbIX YCTaHOBMEH
AOCTOBEPHO.
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Bonpoc o npoeedeHuu ripeHamasibHO20 rnpepbkieaHusl
6epeMeHHOCMU OOMKHa CTaBUTbCA TOMbLKO nocre
OLIeHKU creayroLmnx Kputepues:

1. Bone3Hb AoMXHA ObITb AOCTAaTOYHO THXENOoW, YTOObI
ObINI0 onpaBAaHoO NpepbiBaHNe 6epPeMeHHOCTU;

2. IleyeHne 6ones3Hu Nnoaa HEBO3MOXHO U
HeyaoBNeTBOPUTENbHO;

3. CeMbs, KOTOpPas KOHCYINbLTUPYETCSA, AOMKHA ObITb
corfiacHa Ha npepbiBaHue 6epeMeHHOCTM!;

4. CywiecTBYeT TOUYHbIN TECT AJ1s1 NOCTaHOBKMU
npeHaTtanbHOro AMarHo3a;

5. JloCcTaTO4YHO BbICOKMUN FreHETUYECKUN PUCK
HeOrnaronpuAaTHOro ucxoaa 6epemMeHHoOCTM. 117



[Npun ope2aHu3ayuu u pazsumuu cucmemabl
rnpeHamasibHoU dua2HOCMUKU OOMXHbl BbINOJIHATLCA
creaymwolwime ycnoBus:

e 1. AnarHocTnyeckue npoueaypbl AOMKHbI ObITb 6€30NacHbIMMU
O 300POBbS MaTepu U Nnoaa;

e 2. YacToTa OCnoXxHeHUn 6epeMeHHOCTU Nocne npeHaTanbLHOU
AWAarHOCTUKU He AOMKHA 3aMEeTHO NOBbLIWATLCAH CO CMOHTaHHbIM
YPOBHEM, TO €CTb npoueanypa He AOMKHA NOBbLIWATb
BEepPOATHOCTb NOTEepU nrsioga cpasy Uim nocrie ee nposeaeHUsa B
OoTAaNeHHbIN nepuoa;

e 3. Bpauu, Bnagerowme TeXHUKOU NpeHaTanbHON ANarHOCTUKM,
AOMKHbI 3HaTb BEPOATHOCTb NOCTAaHOBKU NceBAo-
MONMOXUTESIbHbIX UTN NOXHOOTPULUATENbHbIX ANAarHO30B, UHbIMU

cnoBamMmu, AOJTXXHbI XOPOLWO 3HAaTb OrpaHN4YeHnNA MetToaa,
118



e 4. [lpeHaTanbHasa AMArHOCTUKA OOJKHA BKIOYaTh ABa 3Tana:
nepBbIN 3Tan - BbiABIIEHNE XEeHLWMWH (TOYHee, CeEMeN) ¢
NOBbILEHHbIM PUCKOM HEGNAronpuUsiTHOro, B reHeTU4YeCKOM
nnaHe, pesynbrata 6epeMeHHOCTU NPU MeaUKOreHEeTUYECKOM
KOHCYNbLTUPOBAHUU UMK NEePBUYHOM 0bcregoBaHUN Bcex
OepeMeHHbIX, B TOM YUCIie C UCNOJIb30BaHMEM CKPUHUHI
MeTOA0B;

BTOpPOM 3Tan - COOCTBEHHO NpeHaTanbHas AUMarHoCcTUKa.
AHanun3bl NPOBOAATCA TONbKO XEHLMHaM, MMeLWKnM ¢haKkTopbl
PUCKa;

e 5. pynna cneunanucToB C NpeHaTaribHON ANarHOCTUKMU
(aKywep-ruHekornor, Bpad-reHeTuK, Bpav-rnabopaHT-reHeTuK)
AOMXHbl 3HaTb ANarHOCTU4YeCKMe orpaHM4YeHUs metoaa He
BooOLle, a B UX COOCTBEHHOMN nnabopartopuu;

e 6. pynna cneuynanucToB AOMKHA CTPOro npuaepXmBaTbCA
cTaHOapToOB NpoBeaAeHUs npoueayp n nadbopatopHbIX aHaNM3oB,
OCYLLEeCTBNATb TEKYLLUN KOHTPOSb KayecTBa padoTbl, a TaKxXe
UMeTb CTaTUCTUKY 3aBepLUeHUs 6epeMeHHOCTEU U pa3Hornacum
ANarHo3oB (KOHTPOSb nocrie abopToB UMK NOCIe POXAEHUS)o



[MToka3aHus K npoBeAeHUI0 NpeHaTanbHOM
ONarHOCTUKM:

1. Bo3pacT matepu 35 ner;

2. Hanunuue B ceMbe npeabiayLiero pedbeHka c
XPOMOCOMHOMU naTosfiornen, B TOM Yncrie ¢ CUHAPOMOM
HNayHa (npeAawecTBYOLWMN aHEYCOMMUK);

3. MNepecTponku poanTeribCKUX XpPOMOCOM;

4. Hanunyue y cembun 3adboneBaHuUn, KOTOpble
HacnepyroTcs, cUensieHO C NOoJioMm;

5. CuHgpom cbparnnbHou X-XpOMOCOMbI.

6. lemMmornobunHonaTuu;

7. BpoxXaeHHble oLMOKN metadbonuama.

8. Pa3nnyHble HacneacTBeHHbIe 3aboneBaHus,
AnarHoctTupyemble metoaom cuenneHus ¢ OHK-
MapKepamu;

9. NedeKTbl HEPBHOU TPYOKMN.

10. pyrve noka3saHua ANA ULUTOreHEeTUYeCKOu
npeHaTanbHOW ANarHOCTUKM. 120



MHBa3uBHbLIE MeTOAbI UccrneaoBaHusA B HPEHaTaHbHOﬁ

AnarHocTuke.

AMHMOLEHTES - MPOKOJ1 NJNIOAHOIO Ny3bipsAa C LUesnibio NnoJyiy4yeHus
oKononmnoaAHON XMAKOCTU U CJZTYWWEeHHbLIX KINeTOK aMHUOHEe nroaa.

OuarHocTtn4yeckoe 3Ha4yeHUe MeToaa He Bbi3biBaeT COMHEHUU. ITa npouenypa
BbinosiHAeTcsA Ha 15-18 Hepensax 6epemMeHHOCTU. PUCK BO3HUKHOBEHUSA
OCJI0)KHEHUN GepeMeHHOCTU Npu aMmHUoueHTe3e cocTtaBnseT 0,2%.

AMHMOUEHTEe3 aenaroT Yyepe3 oprowmnHy nog KoHtponem Y3U, 4ToObl He
noBpeAuTb NnaueHTy. Takkke BO3MOXEH BnaranuwHbIn aMHUOLUEHTEe3, HO
TakoWu noaxopn NpUMeHAeTCs penko.

C amMHuoTn4yeckom nonoctu 3abuparot 8-10 mn xmpgkoctn. C OMOXMMUYECKNX
nokasartenemu XXUuAKoCTU TONbKO KOHUeHTpauua anbdga-cpetonporenHa (API)
ABNSAETCSA ANarHOCTUYECKU 3HaYMMoun. YpoBeHb ADI1 cyuiecTtBeHHO
NOBbILIAETCA NPU aHOMaNUAX HepBHOU TPYOKU U aedeKkTax nepenHeu
OpPIOLLHON CTEHKMU.

OCHOBHbLIM UCTOYHMKOM AMArHOCTUYECKOro MaTtepuara npm amHUOLIeHTe3e
ABNAIOTCA KrNeTku. Ux ob6a3aTenbHO KyNnbLTUBUPYHOT (3TO AnuTtca 2-4 Hegenm)
U NS LUTOreHeTUYeCcKUx, n Arnsa 6MoXmMmnyecKkux nccrnegoBaHumn.
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KopooueHTes, T.e. B3ATUA KPOBU U3 NYNOBUHLI, CTann UCNOMb30BaTb

LUMpe nocre Toro, Kak 3Ty npoueanypy Had4anum npoBoauTb NoA KOHTPoOnem

Y3W, T.e. 6e3 cheTtockonuum. [pouenypy nposoadaT B nepuo ¢ 18 no 22

Hegenu bepeMeHHocTU. OOpa3ubl KPOBU ABRAAKTCA O0OBLEKTOM AN

LUTOreHeTU4YeCKUX (KynsTuBUpyrOTCA NMMQpoUunTbl), MOJIEKYIISPHO-

%eHeTuqevcmx N OMOXUMUNYECKMX MEeTOAOB ANArHOCTUKU HacneACTBEeHHbIX
Orie3HeMu.

deTOCKONUA (BBegeHWe 30H4a U OCMOTP nrioga) Nnpyu coBpeMeHHOM
rmoékKo-oNTUYECKOM TeXHMKE He cocTaBnseT bonbLworo Tpyaa. OgHako
MeToA Bu3yanbHOro oocnegoBaHusA nnoaa ANs BbiIBNIEHUS BPOXAEHHbIX
NOPOKOB Pa3BUTUA UCMOSb3YETCHA PeAKo - TONbKO NPU 0COoObIX
nokKasaHUAX.

Mpoueaypy npoBoaaT Ha 18-23-en Hepgene 6epeMeHHOCTM.

[Oeno B TOM, YTO NOYTU BCEe BPOXAEHHbIE MOPOKN Pa3BUTUSA, KOTOpPbIE
MOXXHO YBMAETb C NOMOLLLIO ONTUYECKOro 30HAa, ANarHOCTUPYHOTCA C
nomouwbio Y3WU. NMoHATHO, YTO Nnpoueanypa Y3U npowe n 6e3onacHee. AAnsa
deTockonumu TpedbyeTca BBeaeHUe 30HAA B aMHUOTUYECKYHO NOSNOCTb, YTO
MOXEeT BbI3BaTb OCNOXHEeHUA 6epeMeHHOCTU. BbiKnabIilun oTMe4yaloTcA B
7- 8% cny4yaeB c¢peTOoCKONUMN.
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HenHBa3nBHbLIE MeTOAbLI UCCNeaoOBaHUA B npeHaTaanoD’l
AONarHOCTUKe.

OCHOBHbLIM HEMHBa3MBHbIM METOAOM NMpeHaTanbHOMU
AWarHOCTUKU AABNSIeTCA yrbTpa3BykoBoe uccriegosaHue (Y3U),
KOTOpoe Heob6xoaAuMOo NPoBOAUTL BCeM OepeMeHHbIM.

YneTpa3BykoBOe CKaHUpOBaHUue nnoga npoBoasAT He MeHee
ABYX pa3 BO BpemMs 6epeMeHHOCTU KaXXaoW XeHLUUHe.

NMepBbIN 0030p Ha 9-11 Hepenu, BTOpOU - Ha 16-21 Hepenwm.

Y3U ucnonb3yeTtca AnNA BbISIBNEHUA 3a4€PXKU pocTa IMOpUOHa
Wnu nnoaa, HauuHasa ¢ 6-8-om Hegenun 6epemeHHoCcTU. MOXHO
NMPUMEHATb KaK NPOCEeBHON U KaK YTOUYHSAKOLWUN MeTOo..

JTO No3BongdeT npeaynpeants poxaeHue 1-3 aeteun (¢ 1000
HOBOPOXAEHHbIX) C CePbe3HbIMU BPOXAEHHbLIMU MOPOKaMM
pa3BuUTUA, YTO cocTaBnseT npumepHo 30% Bcex geten Cc Takou
naTosiorueun.

124



* | TpumecTp GepemMmeHHOCTU — onpeaeneHne HOCOBON KOCTU (Mpu cuHapome
[JayHa oTmevaeTcsi HapyweHue occudmkaumm koctem Hoca B 60-75%
criyyaeB), pacluMpeHne BOPOTHUKOBOIro NpocTpaHcTBa bonee 3 MM (npwu

cuHgpome [layHa B 85% cny4yaeB)




° |l TpumecTp GepeMeHHOCTN — KUCTbl COCYANCTOro CNJyieTeHUA rofiIoBHOro
Mo3ra nnoaa, TosiliMHa LWeuHOU cKnaakum 6onee 6 MM, U3aMeHeHue AJfIUHbI
6eapeHHOU KocTU (0cobeHHO npu Tpucomum no 18,13 napam XxpomMmocom u
cuHapome TepHepa yKkopovyeHue 6eapeHHon Koctn coctaBnsieT 60%
criyyaeB), rMnepaxoreHHbIU KULWWeYHUK 1 ap.

1§ :)fz;)zzco;{:zw (eu HOpOM 3dsapdc'd.).

3-mpucous (cuxdpox Jamay)
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MeToabl TMATHOCTUKY U aHAJHU3A
HACJICACTBEHHBIX (DOPM NMATOJIOIHH

0 KnMHuko-cMHOApPOMONOru4eckum MmeToz no3BosisieT BbIABNATh
Mopdonornyeckue, oMoxmmmyeckue U PyHKLUMOHanNbHbIe
NPU3HaKU HacrneacTBeHHbIX POPM NaTONOruun.

0 KnuHuko-reHearnornyeckum metopn BbisiBNSAeT
naTonornyeckue npu3Hakum n npocnexmBaet 0COOEHHOCTU UX
nepena4vn B NOKOJIEHUSX NMPU COCTaBNEeHUN POAOCITIOBHOM.

CocTaBneHune poaoCrnoBHOU BKIOYaeT coop cBegeHuUn o
ceMbe KOHCYINbTUpyLwerocs nnm npodaHaa.

BnnsHeuoBbIM MeTOA OasupyeTcA Ha CPaBHUTESIbHOM
aHanuse 4YacToTbl onpeaeneHHoOro npu3Haka B pa3HbiX
rpynnax 6nm3HeuUos.

0 LiuToreHeTnyeckasa AuarHoCTMKa ocHoBaHa Ha
MUKPOCKONMUYECKOM U3YyYEeHUN XPOMOCOM C Lesbio
BbISIBNIEHUS CTPYKTYPHbIX HAPYLUEHUN B XPOMOCOMHOM

Habope (KapuoTunupoBaHue). 107



[TpHUUNbLI NeYeHUN

* 1. CumnTomaTnyeckue: nekapCcTBeHHbIlE,
XUpyprudeckoe ygareHume nopaxeHHbIX OpraHoB,
KOppeKuusi NOpOKOB cepaua v Ap., € NOMOLWbIO
dnsnyecknx metoaos (npu HacneacTBeHHbIX
3aboneBaHNAX HEPBHOU CUCTEMbI — 3fIeKTpoOTepanus,
KnnmartoTepanus).

* 2. lNaToreHeTu4yeckme — Koppekuus obmeHa
(Ha3Ha4yeHMe gueTbl; BO3MeLeHue HegocTaloLwero
npoaykKra; ocBoboXxaeHue OoT NPOoAYKTOB OOMeHa,
ABNAIOWMXCA cybcTpaTamMm NaTtonormyecKkou peakummn).

e 3. ATUONOrnYeckue — 3TO KakK nepcrneKkTuBa npwu

peanu3aumun 4OCTUXKEHUN reHHOU NHXeHepuM.
128



MONCKYNANKaA AHarHocTHRa

'mopunansauma OHK: ona onpeaeneHunsa nopsaka pacrnonoXxeHus
HYKrneoTuaoB B UCCrieayeMoM reHeTu4eCKomM martepuane
nsydyaemyro QHK nHkyoupyrot ¢ AHK-3oHAOM — Me4YeHHOU
paanoakTuBHbIM nsotonom ogHoHnteson [1HK ¢ nssectHom
nocrieaoBaTesibHOCTLIO HYKrneoTuaos. B cnyyvae
KOMMMNEeMeHTapHOCTU NMPONCXOoaUT CLUMBKA.

BnoT-rubpugmnsauna: gna onpenerieHUs NonoXeHus
aHomanbHoro pparmenta JHK nccneayemytro JHK nocne
pecTpuKLUUKN pasaensroT No MOJIeKyrnispHOM Mmacce,
AEeHaTypUpYyroT, (hMKCUPYOT HA MeMbpaHe n ruopmnansupyroT ¢
Me4YyeHHbIM pagunoakTuBHbiM nsotonom AHK- nnmn PHK-3oHaom.

KnoHnposaHue JHK: ¢ noMowbio pecTpUKTas HUTb BbiAENAIOT
oTAenbHbIe rpynnbl reHOB UITU eAUHUYHbIE reHbl, 3aTeM co34aloT
HeobxoaoMmoe KonmM4yecTBO KONMUW OAAaHHOrO reHa.
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[exHonorue ﬂHK -MIKDOUVNOE

Re a‘

BoisaBnatoTtca pasnnumna B HaceneHHoctn MPHK, onpeaensembix kak KQHK
(komnnemeHTapHaa OHK).

Yunbl ¢ KOAHK Ha CTeKNAHHLIX UMM HEUNTOHOBLIX CybcTpaTax
U3roTaBfIMBalOTCA C MOMOLLLIO BbICOKOCKOPOCTHbLIX POOOTOB UMM CTPYMUHbIX
NMPUHTEPOB.

Kaxpoe nATHO coaepXUT MMMOOUNu3oBaHHbIe 30HAbI — (pparmeHTbl KOHK
pa3nu4yHON ANUHbI, KOMNrieMeHTapHble KOHK-muweHaM.

PagnoaktuBHo meyeHHble KOHK-MUwIeHn CMHTE3NPYOTCA C NOMOLLLIO
obpaTHoOM TpaHCcKpunTa3sbl HaA ocHoBe MPHK 13 aHanu3snpyembiXx KrneTok.

OaHoHuTeBble KOHK-MUweHU rubpmnansmpyrotTca ¢ KOMMnieMeHTapHbIMU
kAHK Ha maTpuue, He cBA3aBLUMECH BbIMbIBAKOTCA Oydepom.

AHann3 pagnoakTUBHbIX NATEH Ha POTOMNSIEHKe AEMOHCTPUPYeET Hann4me
MPHK B aHanu3npyembIx KrneTkax, YTo cBMAOETeNIbCTBYeT 00 aKkcnpeccum

COOTBeTCTBYHOLLEro benka. 130
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FISH (Fluorescence In Situ Hybridization)
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[10nUMepasHan LiEnHas peaxLius

MLP - 3TO0 MeTOA, KOTOPLIN NO3BONAET NMPOBEPUTDL
reHeTU4eCKMMN maTtepuar, aKCTparmpoBaHHbIU U3 UccnegyemMoro
KINMMHUYeCKoro obpasua, Ha HanM4yme B ero cocrtaBe y4yacTka
Yyy)XepogHou Unm uaMeHeHHOU reHeTU4eCKou nHopmauunn.

NMUP ncnonb3yetcs

0 Aana nony4vyeHusa KONUKU HenpoTsaXeHHbIX y4yacTtkoB JHK,
cneundunyHbIX ANA KaXXaoro KOHKPeTHOro HacneacTtBeHHOro unu
UHdeKUMOHHOro 3aboneBaHuns, a Takxe nccrieayemMoro
reHeTU4YeCKU odyCcrnoBrieHHOro NpuU3Haka;

0 ansa Bu3yanusauum (B criyvyae npucyTcTBUSA) TaKUX
cneuncuvecknx y4acTKkoB, YTO U ABNSAETCA LeNbio
reHoanarHoCTUKM.
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[l0numepasHan LiEnHas peall

MpyHUMNbI MeTOoOa ObINN BriepBbIe
npepnoXxeHbl npodeccopom KopaHa B 1971 rony.

B ocHoBe metoaa NUP nexut cnocobHocTb AHK-nonnmepas

OCYLEeCTBNATb HarnpaBrieHHbIU CUHTE3 KOMMJIeMeHTapHOU uenu
OHK no nmerowenca marpuue ogHouenovyevyHou AHK,
HapawunBasa HeOONbLUYHO OFIMFTOHYKNEOTUAHYIO 3aTPaBKy
(mnpanmep), KOMNIeMeHTapHY y4acTKy 3TOM MaTpulbl, A0
pa3mMepoB B HECKOJIbLKO ThbICAY UM AaXe OeCATKOB TbICAY
3BeHbeB. [loBbIWaa TemnepaTtypy, MOXHO AOOUTLCA OCTaHOBKU
peakuun u nocneaywwien gaeHatypauum nonyvyeHHoun JHK, T.e.
pa3aeneHuna ueneun nosly4eHHon B Xxo4e peakuum

asyxuenodyeyHoun OJHK. 134



[l0numepasHan LiEnHas peall

Kaxgbiv umkn MNMLUP cocTounT U3 Tpex aTanos:

1. QeHaTtypapauusa OHK. PeakunoHHyo cmech HarpeBatoT go 92-95°C, B
pe3ynbraTte Yyero gsyxuenodvedHblie monekynbl [IHK pacnnetaroTrca ¢
oOpa3oBaHMeM ABYX OAHOLENO4Ye4YHbIX MOJIEKYI.

2. OTXUr (npucoeanHeHune npanmepos K JHK-muwieHn ¢ o6paszoBaHnem
KOPOTKUX AByxuenoyeyHbix y4acTtkoB AHK, HeobxoaumbIix Ans nHMUMauum
cunte3a JHK). C obpa3oBaBLIMMMNCA KOMMNJIEKCaMM NpanmMmep-maTpuua
cBa3biBaeTca JHK-nonnmepasa.

3. OgHoBpemeHHoe konupoBaHue OHK c asyx npainmepos,
KoMnnemMmeHTapHbiX ydyactkam [JHK Ha npoTUBOMNOMOXHLIX Lenax v
pacnosfioXXeHHbIX TaKuM obpa3om, uto nonnmepusauusa OHK c ogHoro
npanMmepa npuBoauna kK cuHte3sy uenu JHK, B koTopoun Ha onpeaerieHHOM
yaaneHuun copepxarncs yqyactok [1IHK, komnnemMeHTapHbIM ApyromMy npammepy.
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CuryaumoHHbIe 32124
3apada Ne 1.

Y HOBOpOXAOEeHHOro pebeHka oTtmevaroTcs Mmukpouedanus, y3kue
rnmasHble Wenu, 3anaBlLlee NepeHochbe, LUUPOKOe OCHOBaHMe HOCa,
HU3KO NocaxeHHble, AepopMUpPOBaHHbIE YLLHbIe PAKOBUHDI,
paclwennHa ryobl U HOCa, KOPOTKaA LWeA, NoNUOaKTUnus,
KPUNTOPXMU3M, rMNonsiasna Hapy>XHbIX MOMOBbLIX OpPraHoB.
BbisiBneHbl MOPOKU BHYTPEHHUX opraHoB: AedeKT
MEeXCKenyao4KoBOM neperopoaku, aHomanmm noyek. lMpwm
LUTOreHeTU4YECKOM uccriegoBaHMM obHapyxeHa Tpucomusa no 13-u
nape ayTocom.

Bonpochol:

NMocTtaBLTe NpeanonoXutenbHbIN ANarHo3

O0OBbACHUTE BO3MOXHOE NPOUNCXOXAEHUEe XPOMOCOMHON aHOMasnu.
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CuryaumoHHbIe 32124

3agada Ne 2.

MoapocTtok M., 13 neT, c npnaHakaMmm yMmCTBEHHOM
oTcTtanocTu. JIuuo nnockoe, KOCon pa3pe3 rnas, OTKpPbITbIU
POT, KOPOTKMN HOC, NJZIOCKaA nepeHocuua, AUMcnnasmsa yLHbIX
pakoBuH. OTme4vaeTca gecdopmauma rpyaoHOU KIeTKu
(kvneBuaHaa) uM Mblwe4vyHasa runotoHus. NMocrtaBneH
AvarHo3s: oonesHb [layHa.

Bonpochil:

1. YKaXXute reHOoTUNn U TUN HacnengoBaHUS.

2. HazoBuTe Mmetoabl BbiiBreHUA aHHOU HacrnegcTBeHHOM
NnaTonornn, KOTopbie MOryT

ObITb UCMOJSIb30BaHbI A1 NOCTAaHOBKU AMarHo3a.
138



CuryanmoHHbIe 32124

3agada Ne 3.

[Mpn nayyeHnmn Kapuortuna 60nbLHOro oOHapyXeHo
47 XxpoMocoM, B TOM yucrie Tpu nonosBbix (XXY).

Bonpochobl:

1. HazoBuTe AaHHbLIN CUHOPOM.

2. Oxapaktepusyute (ousam4eckoe 1 yMCTBEHHOE
pa3BUTUE NUL C TaKUM KapuOTUMOM.
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CuryaumoHHbIe 32124
3apada Ne 4.

PebeHokK A., 8 neT, NOCTYynNun B AeTCKYI OONbHULY Ha
obcnepnoBaHne No NOBoAY YMCTBEHHOM OTCTaNoOCTH,
CYAOPOXHbIX NPUNaaKoB, CHNXeHuA cnyxa. lNpu BHewHemM
ocMoTpe obpalwjaeT Ha cebs BHMMaHue cabneBugHan hopma
roneHeun, Hafinuue noJslynyHHbIX BbIEMOK Yy nepeaHux 3yoos
(pe3uoB). Peakunsa BaccepmaHa pe3ko nonoxuTtesrnibHasa (++++),
y MaTtepu TakKxe NoriokutenbHas peakuma BaccepmaHa.

Bonpochobl:
1.  YKaxuTte, ABNsieTCS NU BbIABINIEHHbIU Crlydyan 3aboneBaHus
HacreacTBeHHbIM.
2. 0OOGoCHyunTe cBOe€ 3aKNoYeHue.
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CuryaumoHHbIe 32124
3agada Ne 5.

Macca HoBopoOXAaeHHOro pebeHka (AeBo4YKa) coctaBnsana
2150 r. OTmMe4yanocb Hanu4yune LWMPOKOU LLNTOOOpPa3HOMU
rpyaHoOun KreTKu, CpocLunxcs OpoBeun, NTo3 BeK, naroptanbm.
Npn uccnegoBaHm BHYTPEHHUX OpraHoB Obina
ANarHoCTUpoBaHa KoapKTrauusi aopTbl, AedekT
MeXKeriyao4dkoBou neperopogku. NMpun nccnegoBaHum
OyKKaribHOro anuTenua NosioBou XxpomaTtuH B Buae teney
bappa He onpenensncs.

Bonpochkil:
1. O Kakom XpOMOCOMHOM 3a60neBaHNN 3TO MOXET
cBUAeTenbCTBOBaTbL?

2. KakoB KapuoTtun y 3Toro pedeHka? 141
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,\é CI/ITyaHI/IOHHLIe 3adavuu
| 3agada Ne 6.

PebeHok 2 mecsiueB. Pogutenu monoabie, pebeHoK oT
yeTBEepTOMN 6epeMeHHOCTHU, YeTBepTbiX poaos. lNepBblie 3
pebeHKa ymeprniv B nepuoae HOBOPOXAEHHOCTU OT
aucnencuu, NpMYnNHa KOTopou He yctaHoBneHa. Hacroswasn
OepeMeHHOCTb NpoTeKaria ¢ BbipaXXeHHbIM TOKCUKO30M U
yrpo3ou npepbiBaHUA B NepBOU NOJIOBUHe, NoBbilweHnem Al
BO BTOpPOM NosfioBuHe 6epemeHHOCTU. Poabl cpoyHble, Macca
Tena npu poxgeHnu 3100 r, anunHa 51 cm. C poxxgeHnA Ha
rpyaHom BcKapmnuBaHuu. B Bo3pacTte 4 cyToK nosiBunachb
XenTtyxa, ¢ 20-gHeBHOro Bo3pacrta gucnencun4yeckume
paccTpoMcTBa B BUAe 4acToro XXuakoro ctysna 3efneHoBaTor

uBeTa, pBOTbI. BckapmnuBaHue rpygHoe.
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CuryaumoHHbIe 32124

3agada Ne 6 (npogomnmkeHue).

PebeHoK Hayan TepsATb B Macce. XXenTywHoe oKpaluMBaHNe KOXU
COXpaHsieTcA A0 HacTosiwero BpemeHu. MNoctynun B otaeneHue B
TSXXKenom coctosiHum ¢ maccou tena 3000 r, anuHon 52 cMm. NoakoxHo-
XXUPOBOW CIION OTCYTCTBYET Ha XXUBOTE, rpyaun, pe3KO NCTOHYEH Ha
KOHEeYHOCTSAX, coxpaHsieTcs Ha nuue. Koxa bneaHas, ¢ xXenroBaTo-
cepoBaTbIM OTTEHKOM, CyXas, Jierko coompaeTtcsa B cknagku. Typrop
TKaHen U MbILEeYHbIN TOHYC CHMXEeHbl. ANnNeTUT oTcyTcTBYyeT. PebeHoK
pa3gpaxuTterneH, COH 6ecrnokomHbIn. )KMBOT B3AyT, Nne4eHb +4 cM U3s-nopj
pebGepHOro Kpas, NyIOTHOU KOHCUCTEeHUMN. CeneseHKa He nanbnupyeTcH.
CTyn co CKyAHbIMU KariloBbIMM MaccamMu, 3eJIeHOro uBeTa.
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CuryaumoHHbIe 32124

3agada Ne 6 (npogomnmkeHue).

O6wuu aHanu3s kpoesu: Hb - 100 r/n (100-140). 3p - 5,1 x
1012/n (2,7-4,9), U.n. - 0,58 (0,75-0,8), PeTuk. - 0,2% (0,4-0,2),
INlewnk. - 8,8 x 109/n (8,2-13,6), n/a - 1% (1,5-3), ¢ - 32% (30-32),
3-1% (2,5-2,8), n - 60% (58-59), m - 6% (4,5-5), COD - 2
MmMm/yac.

buoxumuyeckuu aHanu3 Kpoeu: obwmun ounnpyouH - 18,5
MKmonb/n (9,7-10,3), npamon -12,0 mkmons/n (2,56-3),
oowmn 6enok - 57,0 r/n (60-80), anbObymuHbl - 36 r/n (33-595),
MoYyeBMHa - 3,5 mmonb/n (3,5-9), xonectepuH - 2,2 mmons/n
(3,9-7,2), kanum - 4 mmonb/n (3,5-5), Hatpun -140 mmonb/n
(130-156), weno4yHaa doccaTtasa - 250 ea/n (Hopma - oo
600), AJIT - 21 Ea (5-15), ACT - 30 Ep (12-16), rntoko3a - 3,5
Mmonb/n (4-4,29). 145



CuryaumoHHbIe 32124

3agada Ne 6 (okoH4aHue).

O6wuu aHanu3 moyu: Kkonn4yectBo - 40,0 mn, oTHOCUTENbHas
nnotHocTb - 1,012 (1,012-1,020), nenkouuTtbl - 1 -2 B n/3,
3PUTPOLUUNTDLI - HET.
lNlocee Kana Ha namo2eHHyo hsiopy: oTpULaTEeNbHbIN.
AHanu3 Mo4u Ha 2aslakmo3y: B Mo4ye OOHapyXeHO bonbLioe
KOFINYeCTBO ranakrto3bl.
Bonpochbil:

1. Kakasa dbopma natonorum passunacb y pedbeHka?

2. YKaXXnUTe BO3MOXHYIO NMPUYUHY JaHHON NaTOSIOrnun.

3. OCHOBHbIE NaToreHeTU4YeCKne MexaHn3mbl pa3BUTUA OAHHOro
3aboneBaHus.

4. Kakne BapunaHTbl 3aboneBaHus Bam nssectHbI?

5. OueHuTe pe3ynbraTthl OOLLEro aHann3a KpoBMu.

6. YKaxxute npvHUUNbI NaToreHeTU4eCKOU Tepanmm, 0CO6eHHOCTHU
AaveTtoTtepanuu npu 3Tom 3aboneBaHnn? 146



CuryaumoHHbIe 32124
3agada Ne 7.

Y pebeHka K., 6 mecsiueB, oTMe4yanacb 3agepxka donanyeckoro m
NCUXUYECKOro pa3BUTUSA, HEBPOJIOrMyecKme HapyLueHus -
CYAOPOXHbIN CUHAPOM, HapYyLUEeHUS 3PUTENTIbHO-MOTOPHOM
KoopAauHauuun, kocornasuve, Hucrtarm. O6pawian Ha ceb6a BHUMMaHue
NcxoaswWmm ot 6onbHOro cneunuyecKnm « MbILLUHbLINY» 3anax.
CopepxaHune cheHUNNUPOBUHOIrPaAHOU KUCIOThI B Nria3aMme KPpOBU
paBHsanocb 0,6 r/n (N go 0,016 r/n).

Bonpochil:

1.

2.

Kakoe 3aboneBaHne MOXHO npeagnonaratb y AaHHOro pebeHka u
KaKoB ee natoreHes?
MonekynsipHbie 605fie3HU, CBA3aHHbIe C MyTaUuUAMUN CTPYKTYPHbLIX

reHoB?

[JOMWHaAHTHbLIN U peLeCcCUBHbIN TUMbI HacnNegoBaHUA OONe3HenN.
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CutyaumoHHasn 3aga4va Ne8

B netckyto KKBb Ne1 noctynun pebeHok K., 8 mec. Co cnoB matepu pebeHOK
OTKa3blBaeTCA OT eAbl, YHaCTO NOABNSAETCA pBOTa, CpbirBaHUA. PebeHoK
OTCTaeT B Ncuxu4eckom passutun. NMpum ocmoTtpe BbISABEHbI
renatocnrieHomMeranus, KOpu4HeBbIN OTTEHOK KOXWU, YyMepeHHoe
reHepanunsoBaHHoOe yBernn4yeHune numcoyanoB. Ha gecHax u A3bike
onpenenarTCcA YepHUNbHO-CMHUE NATHA. OcMOTp HeBponarosnora noka3san
Hannuyume y pebeHKa cnacTM4ecKoro TeTpanapesa, CHUKeHMe criyxa u 3peHus.
Mpu uccnegoBaHUM NyHKTaTa KOCTHOrO Mo3ra Obifin OOHapy>KeHbl KIeTKU
HumaHHa-luka. B pe3ynbraTte NOMHOro KNMHUKO-nabopaTtopHOro
obcnepnoBaHnA pebeHKy ObiIN nocTtaBneH gnarHo3 «CcuHronunnpoos
(6one3Hb HumaHHa-lNMuka)».

Bonpochil:
1. YTto ABNsieTcA npn4YnHOM gaHHoro saboneBaHuAa?
2. K xakoun rpynne 3aboneBaHnU OTHOCUTCA CHUHTONUNNA03?

3. DanTte natoreHeTn4eckoe 060CHOBaHUE KNMMHNYECKUX NMPOSBIIEHNUN
AaHHOro 3aboneBaHus.

4. Ykaxxute TN HacnegoBaHUA OAaHHOMo 3aboneBaHuUA.

5. OxapakTepusynTte 3Ha4YeHne KNeTo4yHoM nNaTosiormm B pasButum 6onesHen
yenoBekKa Ha npumepe Kakoro-nmdéo 3adboneBaHus.
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