N

~ = | llpe3eHTanus Ha TeMy:
Cunapom Ilaray

f8 &3 8¢ ©BAD
AREBBXXBDBSBEBS

W

YHUBEPCUTET

OANDDHOR XX ZX
x XXX an an

<o
5

7T
| >

BeInmosHUIA: CTYICHTKA
CTOMATOJIOTNYECKOro (paKyjJabTeTa

S kypca 10 rpynmnsl
Abakaposa A.P.



P

Cunapom Ilaray - 370 XpoMOCOMHAasi aHOMaus, CAHIPOM IPH
KOTOPOM Yy NaIlMEeHTa €CTh JOMOJIHUTENbHAS 13 XpoMocoMa, B CBSI3H C
HEPACXOKJICHUEM XPOMOCOM BO BpEMSI ME€M03a (TaKKe U3BECTHBIN KaK
Tpucomus 13 u tpucomus D).

B i
Cunapom Ilatay

A, b. Hespougernmns ayou («zasua eyba»).
B. Posuginuna nionebinns (Keosua naiya»)



HekoTopelie 3 HUX BbI3BAHBI POOEPTCOHOBCKOM TPAHCJIOKAIIMEIA.
JlononmHuTenbHas 13 XxpoMocoMa HapyIaeT HOPMAIbHBIW XOJI Pa3BUTHS
peOeHKa, a MMEHHO BO3HMKHOBEHME JIe(hEKTOB cep/ilia U MOYeK, KpoMme
IPYTUX 0COOEHHOCTEN, XapaKTepHbIX I cuHapoma [laray. Kak u Bce
OOJIE3HU, KOTOPHIE BhI3BAHBI HEPACXOXKICHUEM (TAaKUE KaK CUHAPOM
JlayHa v cHHJpOM DJBapica), pUCK BOSHUKHOBEHHUS 3TOT0 CHHAPOMA Yy
MOTOMCTBA YBEJIUYHUBAETCA C BO3PACTOM Marepy Npyu OEpEMEHHOCTH (B
cpeaneM ¢ 31 roga). Cunapom Ilaray mopaxkaer npumepHo 1
yesioBeka u3 10000 HoOBOpOXKIEHHBIX.
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UcTopust

Tpucomus 13 Bnepsbie ObuTa onucana Tomacom baptonunu B 1657 roay, HO
XPOMOCOMHBIN XapakTep 3a0ojieBaHus ObLT ycTaHOBIEH 1-poM Knaycom Ilatay B
1960 rony. bosne3np Ha3BaHa Ha ero yecTb. Cunapom Ilaray ObLT Tak)Ke ONUCAH Y
MJIEMEH OJIHOTO TUXOOKEAHCKOTo oCcTpoBa. CUUTAI0Ch, UTO ATHU Cllydau ObLIN
BBI3BAHBI paguaIlieii OT UCIILITAHUN aTOMHBIX OOMO.

B Anruu u Yanbsce B TeueHue 2008-09 rr. 0b110 1MarHoctTupoBano 172 ciaydas
cunjapoma Ilaray (Tpucomus 13), u3z kotopsix 91% auarHo3oB ObLT YCTaHOBJICH
npeHaraibHO. M3 koTophix: 1113akonunince abopramu, 14 ciydaeB poxIeHUs
MEpTBOro pedeHKa / BbIKUIbIIIA / THOenu mioaa, 30 pe3ysibTaToB OCTAIUCH
HEM3BECTHLIMU U 17 neteit Obutn poxaeHsl. [IpumepHo 4% cunapoma Ilatay ¢
HEU3BECTHBIMU PE3YyJIbTaTaMH, BEPOATHO, 3aKOHUMIIMCH POKIACHUEM, TTIOITOMY 00I11Iee
YHCJIO POJMBIIHMXCS )KUBBIMH, T10 OLICHKaM cocTaBisgeT 18 uenoBek. Hebomnbioi
MPOILICHT JETEH ¢ MOJHBIM CHHApOMOM [laTay, KoTopble ObLTH POXKICHBI U JTOKUIIA 10
PAHHETO JIETCTBA, OCTAKOTCS AKHUBBIMH JO COBEPIIEHHOJETUA. A JETH C MO3aUI[U3MOM
WJIM YaCTUYHOU (DOPMOM 3TOM TPUCOMUM MOTYT UMETh COBEPIIIEHHO MHOW U TOPA3/I0
0oJiee ONTUMUCTUYHBIN MPOTHO3.






I puYHMHBI

1) Tpucomus 13, koTOpas O3HAYAET, YTO KAXKAAs KIETKA TEJIa UMEET TPU KOIUU 13 XpOMOCOMBI BMECTO
OOBbIYHBIX ABYX. Kpome Toro, ObIBAIOT CciTydau, KOT/ia JUIIh HEKOTOPhIE KIETKHA OPraHnu3Ma UMEIOT
JOITOJIHUTENBHYO KO XPOMOCOMBI B PE3YJIBTATE CMEMIAHHOM IOIMYJISIIUHN KIETOK C Pa3JINYHbIM
YUCIIOM XPOMOCOM; TaKME€ CIIy4au Ha3bIBAIOT MO3au4HbIM cuHApPoMoM Ilaray.

2) Takke Korjia 4acTh 13 XpoMOCOMBI MPUBS3BIBACTCS K JIPYTOM XPOMOCOME 10 WJIK B MOMEHT 3a4atus,
OOJIBHBIC IO UMEIOT JBE€ KOMUU 13 XpOMOCOMBI, ILTHOC JIONOJHUTEIBLHBIN MaTepral U3 Hee,
MOAKIIFOYEHHBIN K Jpyror xpoMocome. C TpaHCIOKalue, YEI0BEK UMEET YaCTUYHYIO Tpucomus 13
XPOMOCOMBI, B CBS3U C 4eM (PU3MYECKHUE MPU3HAKK CHHAPOMA YaCTO OTIIMYAIOTCS OT TUIIMYHOTO Cydasl.

3) B OONBIIMHCTBE ciy4aeB CUHApPOM [laray He HaciemyeTcs, a BOSHUKAET Kak ciydyaiiHOe COOBITHE B
nporiecce GopMUPOBAHUS MOJOBBIX KJIeTOK. OmnOKa B ISJICHUH KJIETOK, KOTOpast Ha3bIBaeTCsI
HepacxoKAeHueM, MOXKET IMPUBECTH K MOSBICHUIO PEIPOAYKTUBHBIX KJIECTOK C aHOMAJIbHBIM YHCIIOM
XpoMocoM. Ecii o1Ha B3 ATUX aTUIMMYHBIX TOJIOBBIX KJIETOK OyJeT BOBJICUYCHA B TCHETHUECKOM
CTPYKType peOeHKa, peOeHOK OyAeT UMETh JOMOJHUTENIBHYIO 13 XpOMOCOMY B Ka)XJI0M U3 KIETOK
opraau3ma. Mo3aunusm cuaapoma [latay Takxke He HaclmeayeTcs, a BOZHUKAET KaK CIIyJaitHOe
HapyIICHHUE NP JISJICHUN KIIETOK B Hauaje Pa3BUTHS ILJI0JA.

4) cunnpom IlaTay MoxkeT OBITh YHACJIEIOBAH B CBSI3U C TPAHCJIOKALMEH. 3T0POBBIN YETOBEK MOXKET
HECTU U3MEHEHHBIN T€HETUYECKNN MaTepruall Mexay 13 u qpyrumu XxpoMocoMaMu. ITa NEPECTPONKA
Ha3bIBACTCs COATAaHCUPOBAHHOM TpaHCIOKaIMel, TOCKOJIbKY HEe ObLIO MOTYUYEHO JAOMOTHUTEIBLHOTO
Marepuana ¢ 13 xpomocomsl. JIroau, SIBISIOMIKAECS HOCUTENSIMU JAHHOTO TUIIA, HAXOIATCS B 30HE
MOBBIIICHHOTO PUCKA POXKACHUS JETEH C ITUM 3a00JI€BaHUEM, XOTS OHU ¥ HE UMEIOT MPU3HAKOB
cunapoma Ilaray.



uTorenernueckass GpopmMa — pa3BUBACTCA B PE3YJIbTATE
HaJINYUS KOMUU JIUITHEW 13 XpOMOCOMBI IpU HEPACXOXKACHUU
XPOMOCOM HJIM POOEPTCOHOBCKOM TPaHCIOKAIIUHU.

IIpocrasi ¢popma — HapyIIEHHS IPOUCXOAAT HA PAHHUX dTanax
pazButus mwioaa. Kaxmas kieTka npu Takon popme HeceT B
ce0e JTUITHIOI XPOMOCOMY.

Mo3aununasi gpopma — HapylIeHHs: 00pa3yroTcs Ha OoJiee
MO3/IHUX 3Tanax GOpMHUPOBAHUS T1J10/1a, YTO MIPUBOJUT K
Pa3BUTHIO OTJEIbHBIX 00JaCTe| C 3J0POBBIMU KJIETKAMU U
o0jacTell, B KOTOPBIX MPUCYTCTBYIOT MATOJOTMYHBIE KICTKH.
XapakTepHO MEIJICHHOE Pa3BUTHE MATOJIOTMUECKUX
M3MEHEHUH B OpraHu3me. MHorma marojoruu mpu JaHHOM

dbopme 3a00JIeBaHKS MOTYT OBITh OUE€HB CJ1a00 BBHIPAYKEHBI.



CHHIApPOMA NP OePeMEeHHOCTH:

BpeMs OEPEMEHHOCTH COKpalaeTcs (coctabisieT 38,5
HEZICIIb);
MHOTOBO/IHE;
BBIKHIBIIII;

MEPTBOPOXKICHHUE.




CuMITOMBI Y HOBOPOXK/ICHHbIX:

HepBHas cucrema:
OTKJIOHEHUSI TICUXWYECKOTO U MOTOPHOTO Pa3BUTHSI;
MUKpoLedanus;
rojonpo33Hiedanus (HapyueHue GopMupoBaHUs MOJYIIAPUN MO3TA);

CTPYKTYpHBIE JIe(hEKThI I1a3, B TOM YHUCJIEe MUKPODTATbMUS, aHOMAaJIHSI
[IuTepca, karapakTa, K0JIOO, TUCILIA3Us WIIM OTCIIOCHUE CETYATKH,
CEHCOPHBI HUCTArM, MPOOKOBas MOTEPIO 3PCHUS U TUIIOIIA3Us
3pUTEIHLHOTO HEPBA,;

® MeHuHromuesnoiene (CIMHHOMO3IOBOM A€(EKT)
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KocTHO-MbIIIIEYHBbIE U KOKHbIE:

NOJUIAKTUINS («JIUIIHUE MaTbIbD»)

HU3KO MTOCAXEHHBIE U J€(POPMUPOBAHHBIE YITHBIE PAKOBUHBI;
BBICTYITAOIIAs IISTKA;

nedopmarist HOru, CTOIa BBINISAUT KaK Kadesis;

oMmaionene (OproHON AePEKT, MyImoYHas IPhIka);

AHOMAJIbHBINA BUJ KUCTH;

NEePEKPHITHE MadbllaMU OOJIBIIOTO MaJbIla;

BPOKJIEHHOE OTCYTCTBUE KOXKH (OTCYTCTBYIOT YYaCTKH KOKH / BOJIOC);

BOJTYbS MACTh, 3as9bs r'y0a (pacimieniieHue Heoa).
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YporeHurajbHbIe:

@® aHoMalbHBIC I'CHUTAJINN,

@® j1c(PEeKTHI MMOYEK.

Jpyrue:
® nopoku cepana (AePEKT MEKKETYT0UIKOBOM ITEPETOPOJIKH );

® ojHa MynmoBUHHAA apTEPU.






J/Ilmarnocruka

NuBa3zuBHLIE METOALI:

® C oMOIIBIO A3TOTO METOAA MATOJIOTHU PA3BUTHUSL MOXKHO ONPEACIIUTh HAUUHAS C §
HeJIeIM OEpeMEHHOCTH U 3aKaHuuBas 12 Heneneil. MeTo1 Ha3bIBA€TCS XOPUOH
Oouomncusi. JTa Mpoueaypa 3aKI0YaeTCA BO B3ATUU HA AHAJIU3 OJJHOTO U3 CIOER
000JI0YKH JI0Aa. DTO OTHOCUTEIHLHO HEOOJBIIIOE KOJTMYECTBO Marepruaia Jjis
MCCIICIOBAHMS, IO3TOMY XOPHOHOMOIICHS HE CKAa3bIBAETCSl HETAaTUBHO Ha
JajbHEeIIee pa3BUTHE J10/1a. [ eHeTHUeCcKuil MaTeprall 0epETcsi BpauyoM C
MOMOIIIBIO UIJIbI, KOTOPas MPOHUKAET B IJIOAHYIO 000JIOUKY.

® AmMHHOLEHTe3 - JUarHOCTUKA dTUM METOIOM BO3MOkHA ¢ 14 mo 18 Hexemro
O0epeMeHHOCTH. B oTiinume oT repBoro MeToaa, 0epETcs He MaTeprall TKaHH, a
XKuJkasg nmpooda. CrienanabHas UIjla BBOAUTCS B OPIOLIMHY U Yepe3 HeE OepyTcs Ha
aHaJIN3 OKOJIOIIOAHBIE BOJIBI. BakHO cOOMIOAATh TOYHOCTH IIPU AMHHOIICHTE3E,
IIOATOMY BCS MPOIEAypa MPOU3BOIUTCS MO YIHTPa3ByKOBBIM HAOIIOICHUEM.

® KopaouenTes - Ha aHanU3 OepETCS KPOBb M3 MynoBUHEL. [loxanyit, 3To camblit
CJI0’KHBIM MHBA3UBHBINA METO/I, B€/Ib OJJTHO HEBEPHOE JIBUKEHUE Bpaya MOXKET
3aKOHYMUTHCS KaTacTpoou JjIsi MaTepu U peOEHKA.






HennBa3uBHBIE METOADI:

® HeunBasuBHbIE METO/Ibl HUKAK HE TPABMUPYIOT Majbliia. Jjis HUX He TpeOyeTcs
T€HETUYECKUI MaTepual mioja, a 0epercst KpoBb MaTepu. B 3Toil kpoBU
coziepkarcsi (PparMeHThl TEHETUYECKON CTPYKTYPHI III0AA. DTH (DparMeHTHI
BBIJICJISIFOTCSL M pa3MHOKAIOTC. Jlajiee yueHble OLIEHUBAIOT PUCKU BOZHUKHOBCHUS
MaTOJIOTHUM.

® Eciau pedeHOoK poauiics, TO BU3yaJIbHOTO OCMOTpa HeaoCcTaTouHO. CyIlleCTBYIOT
reHEeTUYECKUe 3a00J€BaHUS, B TOYHOCTH TOBTOPSAIONINE ONMCAHHBIE CUMIITOMBI.
J1J1s1 TOrO 4TOOBI IOCTOBEPHO YCTAHOBUTH CUHIpOM llaTay ninu onpoBeprHyTh €ro,
HeoOxonum aHanu3 JJTHK. Toiabko XpoMOCOMHBIE UCCIIEI0BAaHUS TOKAXKYT, UMEETCS
M 'y pebeHka JuiHsA 13-as xpomocoma.

® Taxke uccie0BaHUE FTEHETHYECKOTO MaTepralia pacCKaXeT POAUTEIISIM,
HACJICJICTBEHHAS JIM aHOMAJIUS UX PeOEHKa, MJIM MyTallus MPOU30IIIa CIOHTAaHHO B
yTpoOe Marepu. Yarre Bcero mogo0HbIe MyTaIllUM IPOUCXOISIT COBEPIIIEHHO
CIIOHTAHHO W UX MPUYMHBI O CHUX MOP HE SICHBI. ECIM marosorus HaclieICTBEHHAs,
TO BEJIMK PUCK €€ MOBTOPECHUA Y APYTUX AETEN dTOU ke Marepu. s OLIEHKHA PUCKOB
U MPEIOTBPAICHUS MOIOOHBIX MyTalIMH POAUTEIISIM HEOOXOIUMO TTPOUTH
OAPOOHOE FTEHETUYECKOE UCCIIEI0OBAHHUE.






JledeHue

MenuiuuHCKOE JI€UEHHUE IETEN C TPUCOMUEN 13 miaHupyeTcs B
KaXJIOM KOHKPETHOM CJIy4ae OTACIbHO M 3aBUCHUT OT
UHIABUIYAIBHOIO COCTOSIHUS TTallMEeHTA. JIeueHne cuHapoma
[Iaray cocpeqoTounBaeTCsl HA KOHKPETHBIX (DU3NUECKHX
npoo0IeMax, ¢ KOTOPbIMH POXKAAETCSI peOCHOK. MHOTue 1eTu
OOpPIOTCS 3a BBKMBAHUE B MIEPBBIC HECKOJBKO JTHEHW MM HEACTb
CBOCH JKM3HHU YEPE3 TIKEIIbIE HEBPOJIOTHUECKHUE MPOOJIEMbI HITH
CII0KHBIE€ AE€(PEKTHI cepilia. XUPyprus MOXKeT ObITh HEOOXOIMMOM
11 YCTpaHEHUs IOPOKOB Cep/lla, 3asubeii ryObl U BOJYbEH HACTH.
JI1s1 peanu3anuu CBOETO MOTEHIIMAIBHOTO PA3BUTHS MAllUCHTaM
HE0O0X0oArMa MOMOIIb JIOTONEA, a TaKkKe (PU3uUecKas u
npodeccuoHajbHasl Tepamusl.






Beuieunts cuaapom llaray HeBo3MoxkHO. 1latonorus nmpuBoguT K

BO3HUKHOBEHHIO HAPYIICHUI B Pa3BUTHH U CTPOCHUHN BHYTPEHHUX
OpraHoB. MeJIMKK MOT'YT MOIBITAThCS OOJIETYUTh COCTOSTHUE PEOCHKA.
J171s1 TOTO TIPOBOAMTCS ONIEPAaTUBHOE BMEIIATEILCTBO. Yalle Bcero npu
cuaapome Ilaray BeITTOTHSCTCS:

IlnacTuka Jauna. Y MHOTHX TAIIMEHTOB IIPH 3TOM HEIyTe
HaOII0AI0TCS pacIieInHbI Ha Ty0ax. Bpauu ycTpaHsatoT 3TOT
HEIOCTAaTOK.

Ynajenue T10MOJTHUTEIBLHOM MATKU. AHAJIOTUYHOE NEUCTBUE
BBITIOJIHSAETCS B OTHOIICHUM APYTHX MOAOOHBIX MTATOJOTUM, €CIIM OHU
UMEIOT MECTO OBITH.

IIpoBoasiTcsi onepanum HA BHYTPEeHHUX opraHax. OObIYHO JICYECHHE
OCYIIECTBIISICTCSI B OTHOIICHUH MOYEK, MOYETOUHUKOB U CEPAIA. ITO
MIO3BOJISIET OOJIETYUTh YXOJ 3a PEOEHKOM.

JIOMOJIHUTEIBLHO MPOBOAUTCA CUMIITOMAaTHYECKOE Jeyenue. Bpauu
YCTPaHSIOT COMYTCTBYIOIINE CUMIITOMBI U YKPEIUISIOT UMMYHHUTET
pebeHka. JleicTBust HEOOXOUMO BBITIOIHATH JJIsl TOTO, YTOOBI
n30€XKaTh BOCTIAJICHUSI OPTaHOB



Ilporuos

® /I )Xu3HU —HEOJIAarONPHUSTHBIMN.

® bLosee 80% nerent ¢ cuaapomom Ilaray ymuparor B
TEUCHUE MEPBOTO MECSIIA KU3HH.



Cnacu0o 3a
BHUMaunue!!!



