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VYuebHoe mocodue «JlmaraocTrka HaclIeACTBEHHBIX 3a00JICBaHUI» COCTaBICHO
B COOTBETCTBUU C IIPOTPAMMOM MO MEIMIIMHCKOM T'€HETHKE JIJIS CTYJACHTOB BBICIIUX
MEIUIIMHCKUX y4eOHBIX 3aBejcHu. B mocoOuu mpeacTtaBiaeH AOCTaTOUYHBIA 00beM
uHpoOpMaMK 1O JUArHOCTHKE HACIEJACTBEHHOM M BPOXKICHHON MaTOJIOTHH,
BKJTFOYAFOIIINI BOMPOCHI CEMUOTUKH, OOIINX ¥ CIICIIMATIBHBIX METOJOB KIMHUYECKOM
TCHETHKU MCIOJIB3YEMBIX TIPH MOCTAHOBKE JMArHO3a HACJICICTBEHHOTO 3a00JICBaHMSI,
OCOOEHHOCTH  KJIIMHMKO-MOP(OJIOTrMYECKOT0  OCMOTpa  OOJIbHOTO,  MPU3HAKU
HACJCACTBEHHBIX 3a0oneBanuii. Oco0oe BHUMaHWE YAEICHO HEOHATAILHOMY
ckpuHuHTy. Ilpu cocTaBieHHH Y4YeOHOTO IMOCOOMSI HMCIOIB30BAHBI COBPEMEHHBIC
MOHOTpadur, MaTEPHAITBI TICPUOIUICCKON IeUaTH, JaHHBIC HHTEPHET-CANTOB.

[Tocobue mpeaHa3HAYCHO ISl CTYJASHTOB JIEUEOHOTO, TEIUATPUICCKOTO
(bakyIbTETOB, OPAMHATOPOB, U3YUYAIOIINUX AUCITUIUIMHBI IEAUATPUUECKOTO MPOQUIIS.

PexomennioBano k neyatu [IMKNe3, IIKMC I'bOVY BITIO Amypckas I'MA, 2012.



HacnencrBenHble 00Jie3HM WMEIOT OONBIINK yIETbHBI BeCc B 0OIIeH
NaTOJIOTUM 4elioBeKa. JlMarHoCTWKa HACJEeICTBEHHOW NAaTOJOTUU - CIOXKHBIA WU
TPYAOEMKUI TPOIECC, B CBA3M C Pa3HOOOpa3sMeM U CXOACTBOM HEKOTOPBIX
HACJIEJICTBEHHBIX (DOPM C HEHACIIEICTBEHHBIMHU 00JIe3HAMHU ((DEHOKOMHUH), a TaKKe B
CBSI3U C HaJIMYHMEM PEIKO BCTPEUANONIMXCS HaciaeACTBEHHBIX OosesHeit (1:200000).
TpyaHocTh JAMArHOCTUKU OOYCIIOBJIEHBI TEM, YTO HO30JIOTHYECKUH  CIIEKTP
HACJIEJICTBEHHBIX Oosie3He oueHb mmpok (Oosiee 3500 dopm). TToaTomy 3HaHME
OCHOBHBIX  TPHUHIMIIOB  KJIMHUYECKOM  TEHETUKH  IIOMOXKET  3aIl0J03pUTh
HACJICJACTBEHHBIC OOJIC3HW, a TIOCJIC JOIMOJIHHUTEIBHBIX KOHCYJIbTAIUH C BpPadyoOM-
TCHETUKOM, TMPOBEACHUS  MMapaKIMHUYECKUX ©  J1a0OpPaTOPHO-TEHETHICCKUX
o0cne10BaHMi MTOCTaBUTh TOYHBINA JTUATHO3.

YTOoOBI HE «ITPOITYCTUTHY» HACIEACTBEHHYIO 00JI€3Hb, Bpad JODKCH TOMHUTH O
TOM, YTO HACICJACTBCHHbIE OOJE3HW MOTYT TIPOTEKaTh TMOJ  «MacCKOI»
HEHACJICJCTBEHHBIX. B psAne ciydaeB HacleICTBEHHAs MAaTOJOTHS  MOXET
COMYTCTBOBATh OCHOBHOMY, HEHACIEJCTBEHHOMY 3a00JIEBaHHIO, TIO TOBOAIY
KOTOPOTO OOJIbHOM 00paTHiICs K Bpady.

STAIIbI IOCTAHOBKU JUATHO3A HACJIEJICTBEHHO! BOJIE3HU

1) oOmee ximuHMYEeCKOe oOcienoBaHHe OOJBHOIO B COOTBETCTBUHM C
COBPEMEHHBIMH TPEOOBAHUSIMU, OMIMCAHHBIMUA B COOTBETCTBYIOIIUX PYKOBOJACTBAX;

2) mpu TOJO3PEHUU HA HACIEICTBEHHYIO 00JiIe3HH HEOOXOIUMO IMPOBEICHHE
CHeIUaIN3uPOBaHHOTO (P PEepeHITHATBHO-THATHOCTUYECKOTO 00CICIOBAHUS.

[Ipn oOmeM KIMHUYECKOM OOCJEAOBAaHWM ITOCTAHOBKA JHWArHo3a JdO0JDKHA
3aBEPIIUTHCS OJHUM U3 TPEX 3aKITIOUCHUM:

1) nmarHo3 HeHACJeJCTBEHHOro 3a00j1eBaHUsl (JIOCTaTOYHO OOIIETOo
KJIMHUYECKOTO U  Ja0OpaTopHOTrO OOCHIeIOBaHUS - TaKWe JHAarHo3bl, Kak
KOHBIOHKTHUBHT, THEBMOHUS U T.J. HE TPEOYIOT T€HETUYECKOTO 00CIICIOBAHN);

2) AMArHo3 HAaCJeACTBEHHON 00Jie3HU (KJIMHUYSCKOTO U MapaKIMHUYECKOTO
oOcneoBaHUsl  JIOCTATOYHO  JUIi  JUArHOCTUKU  TaKUX  «KIACCHYECKUX)»
HACJICICTBEHHBIX  3a00JieBaHWM, KaK  axXxOHApoIUiasus,  Helpohubdpomaros,
peTuHOOIACTOMA U T.11.);

3) moxo3peHue, 4TO 00JIe3Hb HaCJeACTBeHHast (TpeOyeTcs NPUMEHEHHS
CHEIUATbHBIX, JOMOTHUTEIBHBIX METOJOB OOCICIOBAHMS - TaAPAKIMHUYECKUX,
1a60paTOPHO-TEHETUYECKHX ).

B KJIMHWYECKOW TEHETUKE [JI MOCTAHOBKU /JAMACHO3a MCHOJIb3YHT
CHHApPOMoOJIoTHYecKuii MeToa. C TIOMOIIBI0O TMPEIMETHO-OOpPa3HBIX 3HAKOB
0003HAYaIOT TJIABHBIC MPHW3HAKH BPOXKJICHHOTO WJIM HACJICJACTBEHHOTO 3a00JICBaHUSI
(cungpoma). CHHAPOMOJIOTHYECKHH MOAX0J OCHOBaH Ha OOIIEM KIMHUYECKOM
MeTojzie oocienoBanus 00bHBIX. O0sI3aTENbHBIM YCIOBUEM €0 TPUMEHEHUS CITY>KUT
3HAHWEC BpPAYOM OCHOBHBIX IIOHSATHN KIWHUYECKOW TCHETHKH, OCOOCHHO TaKHX
0a30BbIX TOHSATHH, KaK: HACJEACTBEHHBIM MaTepual W YPOBHH €r0 OpraHU3aIlvH,
¢dbopMBI HACIEICTBEHHON MATOJIOTUU, BPOXKIEHHOE W HACJIEACTBEHHOE 3a00JeBaHUE
(cungpom), OoJblliasi U Majias aHOMAJIUS Pa3BUTHSL.

TepMUH «CHMHAPOM» B KIWHUYECKOM TE€HETUKE YHOTpeOaseTcs He i
0003HAaYEHNS COBOKYITHOCTH CHUMIITOMOB, OOBEAMHEHHBIX €IWHBIM MATOTEHE30M, a
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Uit 0003HAYEHUsT  CAMOCTOSITEIBHBIX  HO30JOTMYECKHUX  eAuHul. MHorue
HO30JIOTMYECKH HUJCHTU(UIUPOBAHHBIE HACJEACTBEHHbIE OO0JI€3HM HA3BIBAIOT
cunapoMaMu. OOyCIIOBIIEHO 3TO TEM, YTO TaKuWe HO30Joruyeckue (Gopmbl ObLIN
NEPBOHAYAIILHO OINKCAHbI KaK CUMITOMOKOMILJIEKCHl 0€3 TOHUMAaHUSI UX STUOJIOTHH.
XoTs B JanbHeilieM pacmu@poBbIBajgach HAcHEIACTBEHHAs 3THOJIOTUS JIAHHOIO
CUMIITOMOKOMIUIEKCA WJIM CHHJIpOMa BIUIOTh JO TIOJHOM T'€HETHYECKOU
XapaKTEPUCTUKU (XPOMOCOMHBIE OOJIE3HH, T€HHbIE OO0JE3HU, MHUTOXOHJpPHUATbHBIC
00J1€3HN), 32 HACIEACTBEHHBIMU OOJIE3HSMHU, ONMMCAHHBIMU BHauaje KaK CUHIPOMBI,
OCTAJICA TEPMUH «CHHIIPOM.

KimHnueckass MarHOCTHKa HACJEICTBEHHBIX OOJE3HEH OCHOBBIBAETCS Ha
JAHHBIX KIIMHAYECKOT 0, TeHEAIOTMYECKOT0 U MapaKkIMHUYECKOr0 00CIeJ0OBaHUS:

|. Knununveckuii MeTo/1.

1. KninHuKo-reHeaorn4yeckuii MeTosu.

1. Tapakaunudeckuii MeToabl: 1) O6mme. 2) CnenuajbHbIe.

. Knunuvecknii meton (aHamMHe3 >KU3HUM U 3a0oJieBaHMs, OOBEKTHBHOE
oOcnenoBaHue 00IBHOTO U €0 POJICTBEHHUKOB).

1) AHaMHe3 )KH3HU:

eMecTO JKUTEJIBCTBA U BO3PACT POAUTENEH, Haiauuue MNpohecCUOHATbHBIX
BpPEHOCTEN, FIKOJIOrn4YecKas 00CTaHOBKa.

® AKyIIEpCKO-TUHEKOJIOTMYECKUM aHaMHe3 MaTepu (HaJIW4ue CIOHTAHHBIX
BBIKU/JIBIIIECH, OCOOEHHO Ha PAaHHUX CPOKAX, MEPTBOPOXKIECHUW, POKICHUN AETEeH C
BIIP u nHacnencTBeHHBIMH 3a00JI€BaHHMSAMHU, CMEPTh JETe B paHHEM BO3pacTe,
JUTATENbHBIN NMPEAIIECTBYIOMMNA epHo OecIionns, XpOHUYECKUE BOCIIAIUTEIbHbIC
3a00JIeBaHUsl YpPOTCHUTAJIBHOM 30HBI, B TOM 4Hcle HHQPEKUUH, NepeJaBacMble
HOJIOBBIM  myTeM). ['pamMoTHas ¥ THIaTeNbHAs OLEHKAa AaKyIIEpCKOro U
NEepUHATAIbHOIO aHAMHE3a, C YUETOM Pa3IM4HbIX (DAKTOPOB pHUCKa.

e TeyeHue HacTosIed OEpeMEHHOCTH (TIepeHECEHHbIE 3a00JIeBaHusl, IEPUOIbI
TUNEPTEPMUN, MEIUIMHCKUE BMEIIATEIbCTBA, MPUEM JIEKAPCTBEHHBIX IMPENapaTos,
BO3/ICHCTBHUE TEPATOTEHHBIX U MyTareHHbIX (PaKTOPOB Ha SMOPHOH U TUIOJ U JIp.).

e Beco-pocToBble okazarenu npu poxaennu (3BYP no runomnactuyeckomy u
JIUCIIACTUYECKOMY THITY, MaKpOCOMHS, MAaKpO- M MHKpoledanus, COOTBETCTBUE
CPOKY rectaiun).

e /luHaMKKa BECOPOCTOBBIX MMOKA3aTEIEl U HEPBHOICUXUUYECKOIO Pa3BUTHS Ha
1-M romy xu3HU (OCTAaHOBKA, pErpeccusi, JUCrapMOHUYHOCTD ).

2) AnamHe3 3a0osieBaHMsl: BpeMs MaHH(ECTAlMU TMEpPBbIX CHUMIITOMOB,
JUHAMUKA KIMHUYECKOW KapTHHBI, PE3UCTEHTHOCTh K TEpamuH, CKIOHHOCTh K
3aTSDKHOMY M XPOHUYECKOMY TEUEHHIO, MOJHMCUCTEMHOCTh MOPAKEHHUS, HaIU4ue
HETUITUYHBIX U OCOOCHHBIX CUMIITOMOB.

3) O0beKTHBHBIN WIH KINHUKO-MOP(OJIOrH4ecCKH 0CMOTP.

JIro6oe HapyuieHue MopQoreHe3a UMEET AUArHOCTUYECKYI0 3HAUUMOCTD, MPHU
oOcieoBaHUM OOJNBHBIX HEOOXOJMMO MPOBOJUTH OCMOTP HA MPEAMET BBISIBICHUS
MPU3HAKOB nu3MopdoreHesa.



CeMHoTMKA HACJIEJCTBEHHOM MAaTOJOTMM HU3Yy4aeT MPU3HAKU (CHUMIITOMBI)
HACJIEJICTBEHHBIX 0OJI€3HEH, BBI3BAHHBIX B3aMMOJICHCTBHEM HACIEJICTBEHHBIX U
CPEIOBBIX (PaKTOPOB.

OOmiast BpaueOHasi MOATOTOBKA BKJIKOYAET 3HAHUE OCHOBHBIX IPHU3HAKOB U
OCOOEHHOCTEN KIMHUYECKUX TPOSIBICHUM HACJIEICTBEHHOW NAaTOJIOTMH, OOLIMX
NPUHLUIIOB KJIMHUYECKOW HAarHOCTUKH, OCOOEHHOCTEH OocMoTpa U (hU3HKAIBHOIO
o0cieIoBaHUs MAllMEHTOB U MX POACTBEHHUKOB, KIIMHUKO-TE€HEAJOTUYECKUI METOJ,
CUHAPOMOJIOTMYECKUI MOJIXO0J K JUArHOCTUKE HACIEICTBEHHBIX OOJIE3HEH, OLEHKY
MapakjJuHUYECKUX  HcclenoBaHuid. Pemaromiee 3HaueHWe B JMArHOCTUKE
HACJIEJICTBEHHBIX OO0JIe3HEH HMMEIOT J1TabopaTOpHbIE TEHETUYECKHE HCCIICIOBAHUS:
LIUTOT€HETUYECKHE, MOJIEKYJISIPHO-TEHETHUECKUE, OMOXUMHUYECKHUE U JIP.

[lenp KIMHUKO-MOP(OJOrMYECKOr0 OCMOTPAa IIPU  HACJIEACTBEHHBIX
OOJIe3HSIX, 3aKIII0YAeTCsl B OIEHKE MOp(OTHIIa TOpPaXEHHOTo pedeHKa, Korjaa
JUArHOCTUKA OCHOBBIBAETCSI HA BHEIIHEM «y3HAaBaHUW» TOTO WJIM MHOTO CHHIpOMA -
«IOPTPETHAsH» JAMArHOCTUKA. BO MHOTMX cCily4asX BBIABIIETCS XapaKTEpPHBINA
BHEIIHUNA BUJ OOJBHOTO, KOTOPBIN JI€TIAeT pa3HbIX OOJNBHBIX U3 pa3HbIX ceMel Ooliee
CXOXHMH JIPYT C APYTroM, UeM Jaxke OJIM3Kue poacTBeHHUKU. Hanpumep: nuno sabda
(cungpoM  Bunbsimca), nOTHIET0JIoOBas — KapJauKoBOCTh  (cuHapoMm  Cekkens),
raprouaInyeckuii AUCMOpPU3M (MyKOIOJIMCAXapUA03bl U MYKOJIUIIU03bI), KOIIAuni
KPHUK (CHHAPOM JEJIEUU KOPOTKOIO IJIe4a XpOMOCOMBI 5), KOIIayuii ri1a3 (CUHIPOM
[muna - @pakkapo), riaza JaHd (CHHAPOM YACTUYHOW MOHOCOMMH IO JITUHHOMY
IJIe4y XpOMOCOMBI 22) U T. 1. BHUMaHue Bpaya JOJKHO ObITh HAMPABIEHO TaKXKe Ha
BBISIBJICHUE TAKUX 3HAKOB Y OJIM3KUX POJCTBEHHUKOB OOJBHOTO.

[Tpuznaku nu3zMopdoreHesa sIBISIOTCS COCTABHOM YacThO HACIEICTBEHHBIX U
BPOXKJIEHHBIX Ooisie3Hel. OHM BCTpEYalOTCsl MPAKTUYECKM MO BCEM CHCTEMaM H
BechbMa pazHooOpasHbl. HekoTopsie mpenctaBieHus 00 UX BUAAX M YUCIE MOXKHO
HailTu B «CioBape MNpHU3HAKOB Ju3MopdoreHesa». bBONBIIMHCTBO NPU3HAKOB
au3Mopgdorenesa HapymaroT GyHKIUIO TOTO OpraHa, K KOTOpOMY OHH OTHOCSTCS.

OnHako HECKOJBKO JECSATKOB MPU3HAKOB HE HapymamT ¢yHKuuu. OHH
OTHOCATCA K MHUKPOAHOMAJIUSIM Pa3BUTHS, BPOKAEHHBIM MOP(OreHeTH4eCKUM
BAPHAHTAM WIM CTHIMaM AU3IMOpHOreHe3a - 3T0 Takue Mopdosornyeckue
OTKJIOHEHHSI B PAa3BUTHH, KOTOpPbIe BBIXOAAT 3a Mpeaeabl HOPMAJIbHBIX
BapualMii, HO He HAPYMIAKT (PYHKIHUU OPraHa (B OTIMYHMEe OT BPOKIEHHOIO
nopoka pasurus). OHM  ABISIOTCS ~ Hecneuu(UUECKHUMH  MpU3HAKaAMU
AMOPHUOHATILHOTO AU3MOpP(OreHes3a, OTPaKAIOUIMMU OTKJIOHEHHUS B TOMEOCTas3e
pa3BUTHS W BbI3BaHbl TEepaTOreHHbIMU (akTopamu. CTHIrMbI JM33MOpPHOTreHe3a
BCTPEYAIOTCS Y 37A0POBBIX JIFOJICH, HO HAJIMYME HECKOJIBKHX TpU3HAKoB (Oosiee 5-6)
yKa3bIBa€T Ha HEOOXOJUMOCTh 0OJiee BHUMATEIBLHOIO 00CiieJOBaHUSI OOJILHOTO Ha
IIPEAMET BPOXKAEHHOW WIM HACIIEACTBEHHON NATOJIOTHUH.

OrpomHoOe pa3HooOpa3ue HACIEACTBEHHBIX CHHAPOMOB W MHO>KECTBEHHBIX
BpOXJEHHbIX mopokoB pa3sutus (MBIIP) xapakrepusyercss pa3iuyHbIMU
COUYETAHHUSIMH OTJEIbHBIX MPU3HAKOB (CHMITOMOB), OOIlIE€E YHUCIO KOTOPBIX IO
HEKOTOPBIM OIIEHKaM IMPEBBIIIAET TPU ThicA4n. OHU AENATHCS HAa 3 TPYIIIBL:



- anvmepramugHple. 100 eCTh, TM00 HET (NMpeaypUKyIsIpHbIE MANUUIOMBI,
nieiiHbIe (QUCTYIIBI, YeThIpEXNAIblIeBas CKIaJKa JaJ0HU U T. I1.);

- uzmepumenbHle. TPU3HAKY, OINpPECIsieMble KOJIWYECTBEHHBIM 3HAUY€HHUEM
(yniuHeHue, yKOpOYEHHUE, YBEIMYEHHE, YMEHBIICHHE W JIp.; apaxHOJAKTHIIWA,
OpaxuIakTuIus, Makpoledanus, MUKporedaius 1 T. 1.);

- OnucamenbHple. TPU3HAKU, XaPAKTEPUBYIOIIMECS W3MEHEHUSIMU KOXKH,
BOJIOC, MSITKUX TKaHEH W JIp., KOTOpble TPEOYIOT CPaBHUTEIbHBIX XapaKTEPUCTHK
(msITHa Ha KOXKE IBETa «KO(Ee C MOJOKOM», ITUYBE JHIIO», CBUCTSAIIEE JHIION,
«Ii10 b(ha» u T. 1.).

[TaTonmoruveckuii (eHOTUN HACIEACTBEHHOTO CHHIPOMA CKIIAJbIBACTCS U3
COUYETaHMsI CUMIITOMOB (MUHUMAJIbHBIE TUATHOCTHYECKHE IMPHU3HAKU), CO3JAIOIINX
cnenupuyeckoe «(PeHOTUNUYECKOE SIIPO» 3a00JIEBaHMsI, SBIISIOIIEECS] OCHOBOW IS
YCTaHOBJICHHSI TMArHO3A.

Hapsiny ¢ BbICOKOMH(QOpPMATHBHBIMH  CHUMITOMaMu B  CTPYKType
HACJIEJICTBEHHBIX CHHJIPOMOB MPUCYTCTBYIOT U (DOHOBBIE NPU3HAKU: CUMIITOMBI,
BCTpEUAIOLIUecs] NMPU MHOTMX HACJIEACTBEHHBIX CHHApPOMAax, a TaKkKe U B 00Ien
HOMYJIALNY, CO3Jarolne (POH «IUCIUIAaCTUYHOTO» peOeHKa: 3MUKAHT, AedopMaius
YIIHBIX PaKOBHUH, BBICOKOE HE0O, M3MEHEHHas JepMaroriuuka, KIMHOJAKTHII,
pa3ianyHble BApUAHTbl CUHIAKTUIUMU U T.JA. J[MarHocTuueckas 3HaYUMOCTh OTAEIBHO
B3SITOTO MPHU3HAKa 3TOM TpYIIbl HEBEJIMKA, OJHAKO HEJOOLIEHUBATh UX HE CIIEIYET,
0COOEHHO, KOorjJa K peOeHKY eCTh 00Jiee Cepbe3HbIN MOBO «IUIsl MPETEH3UI» B BUJIC
3aJIeP’KKH (PU3UIECKOT0, MHTEIJICKTYaTbHOTO UITH TI0JIOBOTO Pa3BUTHS U T.1.

Jl5is vX BBISIBIICHUS I€TATHHO OIICHUBAIOTCS:

¢ puznyeckoe pa3BUTUE (AHTPOIIOMETPUS);

®KOCTHBII BO3pacT (CBOEBPEMEHHOCTb 3aKpbITHSI 30H poOCTa JJIMHHBIX
TpyOUaThIX KOCTEH);

® TUII TEJIOCIOKEHUS U HAJTMUME aCUMMETPHUU CKEJIETa, €ro OT/IEJIOB;

eHApYIIEHUE NUTMEHTAIIMM KOXH, BOJIOC; CTPYKTYpPHl TNPUAATKOB KOXH;
COCYAMCTBIE 00pa30BaHuUs Ha KOXKE, CIM3UCTBHIX 000JI0UKAX;

® HaJIMYKE BPOKIECHHBIX TTOPOKOB Pa3BUTHUS U CTUTM JAU3IMOPHUOTEHE3a;

®a-, TUIO-, TUIIEPTPO(HUH MBIIIILL, CyIOPOTH, apaIuyu;

®TUTIOJIA3US HAPYXKHBIX M BHYTPEHHHUX T€HUTAIHHA, OTCYTCTBHE BTOPUYHBIX
MIOJIOBBIX TPU3HAKOB, HHTEPCEKCYATbHOE CTPOSCHUE HAPY)KHBIX TEHUTAINN;

e cBOe0Opa3HEbIif 3amax OT KOXKH, TIOTa U MOYU OOJHHOTO;

erenaro-, CIUIEHO-, TeNaTOCIICHOMETallis HEICHON 3THOJIOTHH;

erpyOble aHOMAJIUU CKEJIETa;

eCJIeTIOTa, BPOXKACHHAS KaTapakTa, NedeKT paay’KKH, TO3;

eHapyIICHUE CITyXa;

® Cy/IOPOXKHBIM CHHIPOM U JIpyTrasi HEBPOJOTUYECKAsi CUMIITOMATHKA;

®3a/1epKKa TICUXOMOTOPHOTO U PEUEBOT0 Pa3BUTHSI.

[Ipu3Haku HacIeICTBEHHOIrO 3a00J1eBaHus (CHHIPOMA) MOXKHO PA3ACIUTh Ha:

rjaBHbIe (OCHOBHbBIC WM crieliupuyecKre) npu3Haku. B ux uuce:

- NamMocHOMOHUYHble npusHaku (HU3KUH POCT MPU KapJIUKOBOCTH);

- gedywue npuznaku (aTakCusl U TeJICaHTUIKTA3uu npu cunapome Jlyun-bap);
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- munuy4nsle npusHaky (CKOJIN03 MpH 3a007I€BaHUIX COCTUHUTENIBHON TKaHH).

HernaBuble  (BTOpOCTENEHHbIE WM  Hecnenuduueckue) MNPHU3HAKH.
Hanpumep, KIMHOAAKTUIINS MU3MHIIA BCTPEYAETCS B HOPME, a TAKXKe MPU CUHIPOME
Paccena-CunbBepa.

Crnenyer OTMETUTb, UTO BCE BBIJCIICHHbIC MPU3HAKU JOKHBI OBITh OLEHEHBI
HE caMu Mo cebe, a KaK IMoKa3aTeld OMPEIeSIEHHOTO MaTOJIOrMYecKoro Impolecca.
JIt060i1 3HaK MOXKET ObITh MPU3HAKOM HACJIEJACTBEHHOTO 3a00JIEBaHUSI, HO MOXET U
HE UMETh TaKOT'0 3HAYCHHsI, HAOII01asACh Y COBEPILIEHHO 3/I0POBOT0 YEIOBEKA.

KJIUHUKO-MOP®OJJOI MYECKHAIN OCMOTP (KAPTA ®EHOTHIIA)

014(0) BO3pacT Mmacca poct

TEJIOCJIOXXEHUE

-0€3 OTKJIOHEHU OT HOPMAJIbHBIX 3HAYEHUU ISl TaHHON BO3PACTHOW IPYIIIbI
U TI0J1a;

-aHOMAJIbHO BBICOKMM (HU3KHI) pPOCT; acuMMeTpusi Tena (remuatpodus,
reMurunepTpodus, TeMUMHUKPOCOMHSI), Opaxu- U nonuxomopdus,
JTUCIIPOIIOPIIMOHATIEHOE TEJIOCIOKEHUE, MAKPOCOMHUS, MBIIICYHBIM THUIT CIIOXKCHHUS,
oxkupenue (olriee, KyIMHTOUIHOTO TUTIA) U JIp.

KOXA, TIOAKOXHASA KIIETYATKA

-0e3 U3MEHEHMI;

-nudy3Hble HU3MEHEHUS - CYXOCTh, HXTHO3, 5K3€Ma, MpPaMOPHOCTH,
¢doTomepmaTo3, UCTOHUYCHHE KOXKH, KOXKa TUIOTHAs, THUIEP- WM TUIIOJIACTUYHAS,
MCYE3HOBEHHE TTOJIKOKHOTO KUPOBOTO CIIOS U JIp. ;

-OYaroBble M3MEHEHUS - YYaCTKHU THUIOIIa3uu (arpoduu), TUMEPKEPaTO3,
CTpHH, aHOMaJIbHBIC PYOIIbI, BAABICHHS | JIP.;

-HApYIICHUs] TUTMEHTALMK KOXH (qucxpomuu) - auddysHoe (o4yaropoe)
yMeHbIIeHNEe (YCUIICHHE) TTMTMEHTAINKN, TUTMEHTHBIA HEBYC, MATHA IBeTa “Kode C
MOJIOKOM”’, BUTHJIMTO, JIGHTUTO U JIP.;

-COCYAMCTBIC UBMEHEHUS KOKH - TeJICAHTMOIKTA3UU, TEMaHTUOMBI U JIp.;

-OIyXOJIEBUHBIE 00pa3oBaHUsl - OOpPOJABKH, KCAHTOMBI, HEHpOoOUOPOMEI,
MTO/IKOKHBIE Y3€JIKHU U JIP.;

-TIOTOBBIE JKEJIE3bI - TUTIEP- U TUTIOTUIPO3, AHTUIPO3 U JIP.;

BOJIOCHI

-0e3 U3MEHEHMI;

-TOHKHE, TpyOble, JOMKHE, KypdYaBble, THUIICP- W THUIOTPUXO03, aAJIOTCIIHSI
(ToTanpHas, odaroBasi), BHICOKAs WJIM HU3Kas JIMHUS POCTa BOJIOC Ha JIOy, HU3Kas
JMHUSI pOCTa BOJIOC Ha Iiiee, ouyaroBas (IOJMO3) WM TOTaJIbHAs JCHUTMEHTAIlUs
BOJIOC U Jp.;

HOI'TU

-0e3 U3MCHEHMI;

-TOHKHE, BBITYKJIbIE, 00pO314aThie, yTOIIICHHBIC, BPOCIIINE U JP.;

MBIITEYHA ST CUCTEMA

-0e3 H3MEHECHHIA;

-arpodusi, runoTpodus, TUNEPTPOPUs, TCEBAOTHNEPTPOdUs, THUIOILIA3U,
aruiasus u ap.;



MO3IOBOI1 YEPEIT

gopma 2ono6wvl

OKPYIHCHOCMb 20J108bl

20JI08HOU UHOEKC

-0e3 N3MEHEHU;

-akpornedanus, opaxuniedanus (rosoBHor uHaeke 81,0 (1151 HOBOPOKIESHHBIX
- 83) u BhmE), gonuxouedanus (TOJOBHOM HHACKC MeXay 55 u 76 (mis
HOBOPOXACHHBIX - 10 78)), ruaponedanus, wMakporedanus, MHUKporedatms,
wiatuuedanus, naxumnedanus, miarnonedanus, ckadouedanus, TpuroHonedamms,
TEMEHHBIEC OYTPBI, BRICTYNAIOMINN 3aTBIIIOYHBIA Oyrop, TUIOCKHH 3aTBUIOK, TE(PEKTHI
B KOCTSIX 4epera neeKThl CKaJIbIia U Jp.;

JIMLO

-0e3 U3MCHEHMI;

-IJIOCKOE, OBaJbHOE, NJIMHHOE, KPYIJoe, KBaJpaTHOE, TPEyrojbHOE, Y3KOE,
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ACUMMETPUYHOE, CTAPUYECKOE, TPOTECKHOE, aMUMHUYHOE, “TITHYbE”, ‘“‘CBUCTSIIEE JP.;

JIOb

-0e3 U3MEHEHMI;

- BBICTYNAKOIINWM, BBINYKJIbIA, BBICOKHW, TMOKATbIA, [MHUPOKHUM, Y3KHM,
CKOILICHHBIN U JIp.;

YIIHBIE PAKOBUHbBI

NPOOOTbHBLIUL pazmep

nonepeynbwlii pamep

pacnonodicenue

oeghopmayuu

-0e3 U3MCHEHMUI;

-OonblIne, MajeHbKHUE, 1e(OopMUPOBAHHBIC, TUMOTUIACTUYHBIC, BHICTYHAIOIIINE,
HU3KO- WJIA BBICOKOPACIIOJIOKEHHBIE, POTHPOBAHHBIE K3aIHU, C HEIOPA3BUTHUEM
Xpsmieil, ¢ aHOMaJIMsIMU 3aBHTKA, MPOTUBO3aBUTKA, KO3€JIKa; C MPUPOCIINMHU
MOYKaMH, C aHOMaJusMH pa3sMEpPOB MOYKHM, C HACEYKaMH Ha MOYKaX, C
npeaypuKyJISIPHBIMEA BBIPOCTAMH H JIp.;

OBJIACTb I'JTA3, BEKH, PECHUILIbBI, bPOBU

PACCMOsIHUE MeAHCOY HAPYIHCHBIMU Y2AAMU 2NA3

PACCmMosHUe MeHCOy HYMPEHHUMU Y2IamMu 21a3

paccmosiHue mMexicoy 3paiuKamu

xapakmep 21a3HoU wenu, 010K, 8eK, pecHuy, bposeti, HA0OPOBHBIX 02

-0e3 U3MCHEHMI;

-runep- (MHIEKC MEXOpPOUTAIIbHOM OKPYXXKHOCTH TpeBblaeT 6,8)
TUTIOTEIOPU3M (MHJIEKC MEKOPOUTATBLHON OKPYKHOCTH COOTBETCTBYET 3,8 U HUXKE)
rJ1a3, MOHIOJIOWJIHbIE WM aHTUMOHTOJOWJHBIC TJa3HbIE IIEJIH, D3K30(TaibM,
sHOPTAaNBEM, MHKpOdTaIbM, MaKpo(pTanbM, KpUNTOPTAIbM, NTO3, SKTPOIHMOH,
SMUKAHT, TEJNEKAHT, KaTapakTa, TOMyOble CKIEphl, TETEPOXPOMHUS PaTy>KHBIX
000JI04€K, KOPIKTOMHS - CMEIICHUE 3payka, MOJHUKOPUS - HECKOJBKO 3pPAayvKoB,
cuHOGpH3, TOJUTPUXHUS, TUCTUXHMA3, BBICTyHaromuye (YyIJIOMIECHHBIE) HAIOpPOBHBIC
JyTU, aHOMAJIUK CJIE300TIICICHUS U JIP.;



HOC

ONuHa Hoca

WuUpuHa Hoca

-0e3 U3MEHEHU;

-MajieHbKUH  (OOJBINON), KOPOTKUM  (IVIMHHBIN), IUPOKUN  (Y3KHM),
CCIUIOBUJIHBIM,  IUIOCKWW,  B3ACPHYTHIM, KIFOBOBUJHBIA, IIAPOBUIHBIN, C
Pa3/IBOCHHBIM KOHYMKOM, C BBIBEPHYTBIMH HO3JIPSIMU, C TUIIOIIJIA3UEH KPbUILEB U JP.;

OUJIBTP

OnuHa urompa

-0e3 H3MECHECHHIA;

-ryOOKui (TIJIOCKUIA), KOPOTKUM (IJTUHHBIN), IUPOKUHN U Ap.;

['VBHI, TTOJIOCTB PTA, HEBO, A3bIK, 3YBbI

wupuna pma

xapaxmep usmeHeHull 2y0, noiocCmu pma, MA2K020 U mMeepoo2o HéOA, sA3bIKd,
V30euKuU A3blKd, 3y008, NPUKyca

-0e3 U3MCHECHHIA;

-MHKPO- U MaKpOCTOMHUS, POT OTKPBITBIM, BHAIbIHA, TYObl TOHKHE (TOJICTHIE),
ry0a oTBHUCIasl, BBIBEpHYyTas, MOJHAs, IPUIIOTHATASL, U30THYTasA, B3JAEpHYyTas; HEOO
y3KOe, IIMPOKOE, BBICOKOE, apKOBUIHOE, KOPOTKOE; XEWJIOCXW3, MalaTOCXU3,
XEMJIonanaToCXus3, OJIUro- U THIOJIOHTHS, MPEKICBPEMEHHOE MPOPE3bIBAaHUE 3YOOB,
3aiepKKa B TIPOPE3bIBAHWM 3yOOB, BBICTYIAIOIIME PE3IbI, OTKPBITHIA TIPUKYC
(HEBO3MOKHOCTh MOJIHOCTBIO COMKHYThb 3YyObl), TIyOOKHMH MpUKYC (HH)KHHE
¢dpoHTaTBHBIC 3yOBI 3aXOMAT BBICOKO 3a BEPXHHE), MUKPOTHATHS (MEJIKas BEpXHSS
YeNIOCTh), MAaKpPOAEHTHs (CIUIIKOM KpPYIHbIE UEHTpPaJbHbIE BEPXHUE pE3IIbl),
MUKPOJCHTHSI  (HEPOMOPIIMOHATIBHO MeJKHEe 3yObl), aaeHTus (BpOXKIACHHOE
OTCyTCTBUE 3y0OB), "pbIOMil 3y0" (KJIBIK MOXO0X Ha pe3el), AUacTema, JUCIUIa3us
SMajM, PaHHUW Kapuec, Makpo- W MHKPOTJOCCUS, AHKHUJIOIJIOCCHSA, TJIOCCOITO3,
TOOYIISIHUS A3bIKA, ITUPOKUI aIbBEOJIIPHBIN OTPOCTOK U JP.;

BEPXHAA U HUWXKHASA UEJIIOCTU

xapaxkmep U3MeHeHUl 8epXHell U HUMNCHEU Yearocmell

-0e3 U3MEHEHMI;

-MHUKPOTHATHUS, PETPOTHATHS, MUKPOTEHHSI, TPOTHATU3M H JIp.

IIES, TUIEYEBOM OSIC

xapaxmep uzMeHeHull uieu, nieuesoeo nosica

-0e3 U3MCHEHMI;

-mrest - JUIMHHAS (KOpOTKas), ¢ IMMMPOKUM OCHOBAaHHEM, IICHHBIH MTEPUTHYM,
KPHUBOIIIES CIIAaCTUYCCKas U Jp.;

-TJICYH - Y3KHUE, MOKAThIC U JP.;

-KJTFOYHITBI - THTIOTIIA3HS | JIP.;

I'PYIHAS KIIETKA

Xapakmep uzMeHeHUli 2pyOHOU K1emKu

OKPYHCHOCMb 2PYOHOU KIEemKU

-TpyJHasl KJIeTKa - y3Kkas (UIIMpokas), KOpoTkas (IauHHas), 00ukooOpasHas,
ITUTOBUIHAS, BOPOHKOOOpa3Hasi, KUJIECBUIHAS, a- UM MUKPOKCH(pOUIUs (OTCYTCTBHUE
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WIM MaJeHbKUA MEUYEBHJIHBIA OTPOCTOK), ACUMMETPHsS TPYIHOW  KIIETKH,
HEJ0Pa3BUTHE TPYTHON MBIIIIIBI U JIP.;

-pedpa - KOpoTKHe, aHOMaJIiU yucia (Jio0aBouHbIe), GOPMBI U JIp.;

MOJIOYHBIE XEJIE3bI

-0e3 usmeHeHUll

-TUINEPTENIOPU3M COCKOB, THUIIOTEJIOPU3M, aTelids, MHO>KECTBEHHBIE COCKH
(mosurenus) u Jp.;

JIOITATKM - BeicTynarouime, KpbUIIOBUIHBIE U JIP.;

[TO3BOHOYHUK

xapaxmep uzmeHeHull, N0360HOYHUKA

-kudo3, Kudpo3-ropd, CKoiMMo3, KUPOCKOIUO3, JIOP/I03, OrpaHUUYEHHas
MOJBWKHOCTh TTO3BOHOYHHMKA, JoMmOanu3anus (y OOJbHOrO 6 TOSICHUYHBIX
MMO3BOHKOB BCJICJICTBHE OTXOJa K HUM OJHOTO KPECTIIOBOTO), cakpaim3anus (5-i
MOSICHUYHBIA TO3BOHOK HMeEeT (OpMy KpECTIIOBOTO M CpPacTaeTcsi € TEPBBIM
cakpajbHBIM IO3BOHKOM), spina bifida u ap..

OBJIACTB XXMBOTA

Xapakxmepucmuka oo1acmu H#ueoma

OKPYIHCHOCIB HCUBOMA

-nuacta3, THUIO- WIM arvla3us MBI TepelHeld OpIOIMIHONW  CTEHKH,
pacmoioKeHUe MYIKa, BPOXKIACHHBIC TpbDKU (O€moil JMHUKM KUBOTA, MaXOBHIE,
OenpeHHbIe, MyNoYHast) U Jp.;

HAPYXXHBIE TTOJIOBBIE OPI"AHBI

XapakxmepucmuKka HapyHCHblX NOJI08bIX OP2AHO8

-TUTIOTOHAIU3M, KPHUINITOPXU3M, aHOPXH3M, MOHOPXH3M, MaKpPOOPXHU3M,
IaJeBUAHAS MOIIIOHKA, TUNIEPTPOPUS KIMTOpA, THUIIOIUIA3Us MaJbIX IOJOBBIX TYO,
HEJI0pa3BUTHE OOJBIIMX MOJIOBBIX T'y0, He3apalleHue MaxoBoro KaHaiaa u JIp.;

BEPXHUE 1 HUDKHUE KOHEYHOCTHU

ONIUHA BePXHEell U HUMICHEU KOHEeYHOCU

ONUHA nieda, npeonieuvs, KUCmu, 1ad00HU, CPeOHe20 NAlbya KUCMU

OnuHa 6edpa, 20jieHU, Cmonbl, 6OIBLULO20 NATLYA CHONbI

Xapakxmepucmuka cycmagos

-0e3 U3MEHEHMI;

-IOJIMXOCTEHOMENUS, Opaxu- W JoIuxomenusi, (OKOMENHs, CUMIITOM
Tpe3yOlla, caHJajaeBUIHAS IIEJIb MeXIy | W 2 TajabliaMu CTOIbI, OpaxuIaKTHIIHS,
apaxXHOMAKTUIIHS, H30JaKTHIIHS, KaMIITOMaKTHIIHSI, KITMHOJAKTHIIUS U JIP.

3AKJIFOYEHMUE - BbIIeIUTh OCHOBHBIE PU3HAKU JTUCMOP(OreHe3a, CTUrMbI
TUCOMOPHOTECHE3a, MX 3HAYUMOCTh M 0011Iee KOJIUYECTBO, TIPEIIOIOXKUTh HATHIUE Y
OOJILHOTO HACJEACTBEHHOro 3aboisieBaHus (MO (PEHOTUNUYECKUM MPU3HAKAM),
NaTOJIOTMM BHYTPEHHUX OPraHOB W  COCTaBUTh NPHOIU3UTEIBHBIN  TUIaH
obOcnenoBanus O0IBHOTO C MEBI0 MOCTAHOBKH OKOHYATEIHHOTO TAarHO3a.

[IPU3HAKU HACJIEJICTBEHHBIX BOJIE3HEN

| mpu3HaK - MOJMMCHUCTEMHOCTh M IOJUOPraHHOCTH MOpakeHHs. B ocHoBe

JEKUT TICHOTPOIIHUS, T.€. MHOKECTBEHHOE ()EHOTUITMIECKOE JICHCTBHE OHOTO TeHa.
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Il npusHak - HaKOIUIEHHE ONPEEICHHBIX OOJIE3HEN y YJIEHOB OJHOM CEMBH.
[Ipu ananuze Beaymiass pojib OTBOAUTCS KIMHUKO-TEHEATIOTMYECKOMY METONY,
IPaMOTHO COOpaHHBIM CEMEIHBIN aHAMHE3 U aHAJIU3 POAOCIOBHOM TOMOTaeT Bpauy B
JMAarHOCTUKE HacJeACTBEHHOro 3aboineBaHus. [Ipu aHammse poJIOCIOBHOM Bpay
00s13aH yYUTHIBATh NEHETPAHTHOCTh U AKCIIPECCUBHOCTh MYTAHTHOTO T'eHa. B To ke
BpeMsi Halu4yue 3a00JIeBaHUSl TOJIBKO Yy OJHOTO W3 YJEHOB POJIOCIOBHOM HeE
UCKJIIOYAeT HACJIEICTBEHHOIO XapakTepa 3To 0oJjie3HU (HOBas MyTallus, MOSBICHUE
pELeCCUBHON TOMO3UTOTHI).

11l mpu3nak - penko BCTpeyarommecs CHEIU(PUUIECKHEe CUMIOTOMBI UM UX
COueTaHHe: royryOble CKJIEephl MPU HECOBEPIICHHOM OCTEOTeHe3e, MOTEMHEHHUE MOYHU
Ha MeJIeHKax MpU aJKalTOHYpPUHU, MBIIIUHBIN 3aMax Npyu (PEeHUIKETOHYPHH U JIp.

IV npu3Hak - Hanuune y OOJbIIMHCTBA OOJIBHBIX MAJIBIX aHOMAJIMIM Pa3BUTHS
(MUKPOIIPU3HAKOB, CTUTM JTU39MOPHOTCHE3a).

V npuM3Hak - IpU MHOTHUX HAaCJEICTBEHHBIX 3a00JieBaHUSAX Y OOJIbHBIX
BBISIBIISIETCS COMATHYECKasl arvla3us, TUIOIUIa3us WIM TUIEPIUIa3us, B Pe3yJIbTare
HapylIeHUs B3aWMOJEWUCTBUS KJIETOYHBIX CJIOEB B 3MOpuoreHese (mpeoOianaHue
IPOLIECCOB TpoJiMdepauy UK IereHeparm).

V| npusHak - HapyllleHHe TeYeHUs1 OEPEMEHHOCTH U MPEHATAIbHOTO Pa3BUTHUS
wiofa (mpepblBaHUE OEPEMEHHOCTH, Majo- M MHOIOBOJHME, HECOOTBETCTBUE
pa3MepoB U MaccChl IUI0a U HOBOPOKJIECHHOIO UX F€CTAlIMOHHOMY BO3pPAcTy U Jp.).

VIl npu3sHak - MHOruMe HacleACTBEHHbIE OOJIE3HH HOCST BPOXKIECHHBIN
xapaktep. OeHoTunuuecKas KapTuHa oKojiao 25% reHHbIX 00Jie3HEH U MPaKTUYECKU
BCE XPOMOCOMHBIE€ CHHIPOMBI HAUUHAIOT (POPMUPOBATHCS B AHTEHATAJILHBIN MEPUOI.

VIl npu3Hak - xinuHuyeckass maHudecrauus 3a00J€BaHUS 3aBUCUT OT
Bo3pacTta OosibHOro. Bee HacnencTBeHHbIE 00JI€3HU MPOSIBISIIOTCS B OMPEIEICHHOM
Bo3pacte. Tak OONBIIMHCTBO XPOMOCOMHBIX cHMHAPOMOB ([layna, [latay, DaBapica)
KJIMHUYECKH TPOSIBISIOTCS C MOMEHTa pOXKIEHHMs peOeHKa, TOrjJa Kak IepBble
CUMITOMBbI (PEHUJIKETOHYPHUH HaOJIOAAI0TCS K KOHIY 3-4 Mecsia KU3HU, MUOTIATUs
Opb6a-Pora npossiusercs B 20 net, moaarpa - mocnie 40 ser.

IX mpu3Hak - MHOTHE HacleICTBEHHbIE 3a00JeBaHMs BEChbMa YCTOMUYUBBHI K
TEpaIuu, XOTs B HEKOTOPBIX CIydasx jeueHue 3pPeKTUBHO.

X NpuU3HAK - MHOTHE HACJEACTBEHHbIE 3a00JIEBaHUS HMMEIOT MEIJIEHHOE
IIPOrPECCUPYIOLLEE XPOHUYECKOE TEUEHHUE, HECMOTPSI Ha POBOAMMOE JICUECHHE.

Xl npu3Hak - »STHUYECKas MPEApPACIOIONKEHHOCTh, T.€. HAKOIUICHHUE
HACJICJICTBEHHBIX 3a00JICBaHUM y OIpeJeeHHbIX HalMoHalbHOCTeW. [IpuunHa
TAaKOr0 HAKOIUICHUS - HapyILlIEHHWE MaHMUKCUU (CIIy4allHOro BCTYIJIEHUs B Opak 0e3
ydera redoruna). [Ipumepamu HapyuieHuss TAaHMUKCUM CIY>KaT U30JAThl. M30maT -
MOMYJISLMS, YACICHHOCThIO MeHee 1500 yenoBek, B KOTOpOW MPEACTABUTENIN APYTron
rpynmbl (HALMOHAIBHOM, pETUIHO3HOM U JIp.) COCTaBIAIOT He Ooisee 1%, a yacTora
BHYTpUTpynnoBbix OpakoB He MeHee 90%. Ecnu uzonsat cymiectByer He meHee 100
neT (4 NOKOJEeHHUsA), TO CTENEeHb POJCTBA MEXKJY €ro 4JleHaMu Ha YPOBHE
TPOIOPOIHBIX cuOCoB. [Ipumephl 3a00neBaHmil: TanacceMus - MaKCUMaJbHasl 4acToOTa
BoisiBIIcHa B IOro-Bocrounoit As3um u B Jlarecrane; Oone3nb Tes-Cakca
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(amaBpoTHuecKasi UAUOTHSI) - JUIOUI03 C AyTOCOMHO-PELECCHUBHBIM  THUIIOM
HACJIEJOBAHUS IIUPOKO PACIIPOCTPAHEH CPEAU €BPEEB AIIIKECHA3H.

X1l npu3HaK - NpyU MHOTUX HACIIEJICTBEHHBIX OOJIE3HSIX CMEPTh HACTYMAeT OT
3a0071€BaHUM, OCTOXKHSIONIMX TEYEHUE OCHOBHOTO MATOJIOIMYECKOTO MpoIiecca.

OO61muMe KIMHUYECKUE MPU3HAKK HACTIEACTBEHHBIX 0O0JIe3HEH:

- OTCTaBaHUE B YMCTBEHHOM U (PU3MYECKOM Pa3BUTHH,

- HEIEPEHOCUMOCTb IHUILEBBIX U JIEKAPCTBEHHBIX BEIIECTB,

- B aKyIIEPCKOM aHAMHE3€ YaCThI€ BHIKUBIIIN U MEPTBOPOKICHUS,

- mepBUYHOE Oecrutoane (KEHCKOE U MYIKCKOE),

- IEpBUYHASL aMEHOpES U HEJI0PA3BUTHUE BTOPUUHBIX MOJIOBBIX TPU3HAKOB,

- HEOOBIYHBIN 3aMmax MOYH U TOTa,

- KPOBHOPO/ICTBEHHBIN OpaK.

[lenHple AUMArHOCTUYECKHE TMIPU3HAKU Bpad TMOJydaeT IMPU OCMOTPE
OOJILHOTO C TMPOBEICHUEM AHTPOMOMETPUM (JIJIMHA M Macca Tena, TEIOCIOKEHUE,
IPOIIOPIIMH, JJIMHA KOHEUHOCTEH M TYJIOBHINA, OKPYKHOCTH U JP.) JUJISl BBISABJICHUS
MUKpOAHOMAJIUM pa3BUTHsI (OTKIOHEHUS B PA3BUTHUU, KOTOPBIE BBIXOJAT 3a MPEIEIIb
HOPMAJIbHBIX Bapualllii, HO HE HapymamT ¢QyHKIUA opraHa). OHH SBISIOTCA
MOKa3aTelsiMi 3MOpPUOHAIBHOTO AUCMOpP(dOreHe3a U BCTPEUaloTCs y Jiroae u 6e3
HACJIeICTBEHHOM MaTOJIOTHH, HO OoJiee 5-6 MPU3HAKOB yKa3bIBaeT HA HEOOXOAUMOCTh
oOcne0oBaHus Ha BPOXKICHHYIO WJIM HACIECTBEHHYIO MATOJIOTHIO.

[Ipy ocMoTpe OOJBHOTO Bpau BBISABISECT MPU3HAKH, OOJIETYaIOIIHE
nuddepeHManbHy0 IMarHocTuky. Hampumep, 3amaBiiasi mepeHoculla - MPU3HAK
MYKOIIOJIUCaxapua03a M axOHAPOIUIA3UHU; HUCKPUBJICHUE HUKHUX KOHEYHOCTEH -
CIEACTBHE HE TOJBKO paxuTa, HO U 25 pa3aUYHBIX HACIEIACTBEHHBIX OOJE3HEH.
YMcTBeHHast OTCTajnocTb - uMeerca npu Oonee yem 100 HaclieqCTBEHHBIX
cunapomax. HacnencrBennbsie opmbl 3a00JIeBaHUNA YaCTO BCTPEYAIOTCS B MPAKTUKE
OKYJIUCTOB: aTpo(dusi 3pUTEIHHBIX HEPBOB HaOMIOAAETCS MpU 15 HacIeACTBEHHBIX
0oJe3HsIX, KaTapakTa v MOMyTHEHHE XpycTaiuka - 6osee yem npu 30.

Il. KiinHuKo-reHeajnornyeckuii MeTosu.

I'eneanorust - ydeHHE O POJIOCIOBHBIX, TIpaduyeckoe H300pakeHue
POJICTBEHHBIX CBSI3eH MKy UJIeHAMH OJHON CEMbH B HECKOJIBKUX MOKOJICHHUSX.

Knunuko-reHeanornyeckuif  METOJ] IMIMPOKO HCHOJb3yeTCs B IPaKTUKE
MEIMKO-TeHETUYECKOTO KOHCYJIBTUPOBaHUA. MeEToj pemraeT cleAyromue 3aaauu:
yCTaHOBJICHHE HACIIEICTBEHHOTO XapakTepa M THUIa HacjleIoBaHHUS 3a00JIeBaHMUSA,
NIEHETPAHTHOCTh TeHa, aHallM3 CLEIUJICHHUS M JIOKAJM3allid TEeHOB Ha XPOMOCOMaX,
M3y4YeHWE WHTCHCHBHOCTH W3MEHCHHUs HACJEJACTBEHHOTO MaTepuana (4acTOThl
MyTalliii) y 4enoBeka, pacmudpoBKa MEXaHU3MOB B3aWMOJICHCTBUS T€HOB, pacyeT
pHUCKa pOXKJIeHUs 00JIbHOTO peOEeHKa, OLIEHKA POrHO3a 3a00JIeBaHUsl.

1 3Tam - cocraB/ieHHe POIOCJIOBHOM.

Jlst monmydeHust CBeICHH 0 3a001eBaHUSAX poOaH a (MCCaeayeMblii TTAI[UeHT)
U €ero pPOJACTBEHHHKOB NPUMEHSIOT ONpPOC, AHKETUPOBAHUE, KIMHUYECKOE
oOcrenoBaHue, JaHHbIE UCTOPUH OOJIE3HU WIIM aMOYJIaTOPHBIX KapT.
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CO6op mH(pOpMaIuy BKIIOYACT CBEACHHS O 3-4-X TMOKOJEHHUSX OJHON CEMBH.
CHauana cobupaetcss uHpopManus 0 3a00JIEBaHUM y MpoOaHAa, MPOBOJUTCS €ro
KJIMHUYECKOE U JIabopaTopHOe OOcieoBaHUE. 3aTeM HCCIACAYIOTCS JpyTue
POJICTBEHHUKHU OOJIBHOTO, €70 POJUTENH U CUOCHI - IE€TU OJHOU pOAUTEIHCKOMN Maphl.
YTounsiercst uHdopmaiusi 0 HeOJIArONMPUATHBIX UCX0AaX OepEMEHHOCTEH y KEHIIIHH,
MOBTOPHBIX CIyYasx aHAJIOTMYHOTO 3a00JI€BaHUs CPEAU POJICTBEHHUKOB.

CoOpannyto uHpOpMaLMIO H300paxaroT rpaduuecku. Pumckumu nudpamu
CBEpXy BHH3 0003HAYaIOT MOKOJIEHUA. [IOTOMCTBO OJHOTO TMOKOJICHUS HYMEPYIOT
apabckumu 1dpaMu TIOCIICIOBATEIHPHO CIeBa HampaBo. TakuMm oOpa3zoM, JTFOOOU
Mpe/ICTaBUTENIb CEMbH IOJIyd4aeT IMEepCOHanbHBbIA HOMep, Hampumep: |1-3, I111-5.
Bbpatbs u cecTpbl (cHOCHI) B pOJOCIOBHOM PacloyiaraloTcs B MOPSIJIKE UX POXKICHHUS.
Bce wuccienoBaHHble HMHAMBHUABI  PACIONArarOTCS CTPOrO0 IO  MOKOJIEHUAM
TOPHA30HTANIBHO. JTronen, o0Jagaronmx aHAJIU3UPYEMBIM IIPU3HAKOM
(3aboJieBaHKEM ), BBIJICIISIIOT IITPUXOBKOM.

B ponociioBHO# yKka3bIBalOT MeCTa MPOKMBaHUs 0a0yIIeK U AETyIIEK, a TAKKE
X noOpauHble (pamMuiIuu, ISl ONpENETCHUs] POJCTBEHHBIX OpaKoB, IOl POXKICHUS
npobaHia ¥ ero OIMKalIIMX pOACTBEHHUKOB.

PonocnoBHas coOupaercs mo 0AHOMY WM HECKOJIBKUM IPU3HAKAM.

N300paxeHne poaoCIOBHON COMPOBOXAAETCS JIETEHAOM (KpaTkas 3aluch C
TOYHOM XapaKTEPUCTHKOI), KOTOpasi BKIIOYAET:

1. Onucanne COCTOSIHUS 3I0POBbS YJIEHA POJOCIOBHOM.

2. Bo3spact Hayana u xapakTep TeueHus 3a001eBaHus y OONbHBIX.

3. [IpyuunHy cMepTH 1 BO3pAacT HAa MOMEHT CMEPTHU 4JieHa POJIOCIOBHOIA.

4, Onucanue METOJOB JUArHOCTUKM M UACHTU(UKAIMK 3a00JI€BaHUM,

nepeyeHb UCTOYHUKOB MEJIUIIMHCKUX U APYTUX CBEICHUM.

2 3Tamn - reHeTHYeCKUIl aHAJIU3 PO/I0CIOBHOIMM.

[Tocne odopmiieHns M300pakeHHs] POJOCIOBHONM MPHUCTYIAIOT K €€ aHalu3y,
LEJIBI0 KOTOPOTO SIBJISIETCA YCTAHOBIICHHE HACJIEACTBEHHOIO XapaKTepa MpU3HaKa.

AyTOCOMHO-IOMHMHAHTHBINA THII HACJIEA0OBAHUSI.

bonesnr  PeknmHrxaysena, cuHapoMbl  Mapdana, Dnepca-/aunno,
axOoHJpoIiasusi, Xopesi [ eHTUHTTOHA, HECOBEPIIICHHBIM OCTEOTeHE3, OpaxXuIaKTHIINS,
MOMUAAKTHIINS U JIP.

1. st GompimmHCTBA 0OO0JNE3HEH C AyTOCOMHO-IIOMHUHAHTHBIM —THIIOM
HACJICIOBAHUS XapaKTEPHbI MATOJOTUYECKUE COCTOSIHUA, HE HAHOCSIIUE CEPhE3HOTO
yiiepOa Jj1st 310pOBbs U B OOJBITMHCTBE CIIy4aeB HE BIUSIONINE HA PETPOTYKIIHIO.

2.  llatonmormveckwii MpU3HAK TPOSIBISIETCS B  TOMO3UTOTHOM U
TeTePO3UTOTHOM COCTOSTHUH.

3.  lTlatonmormveckwii TpH3HAK BCTpEYAaeTCd B KAXKIOM IOKOJICHUHU
POIIOCIIOBHOU - BEPTUKAIBHBIN TUIT HACJICIOBAHUA.

4. CooTHomieHre 60IbHBIX U 30POBBIX Mpubmmkaercs K 1:1.

5. CooTHOIIEHHE TOPAKEHHBIX MYKYMH M JKEHIIMH OJMHAaKOBOE
(MyTaHTHBIN T€H HAXOAUTCS B ayTOCOME).

6. IlopaxkeHHble MyXYHMHbBI W JKCHIIMHBI OJUHAKOBO  MEPEaaloOT

MaTOJOTrNYSCKUM IMPHU3HAK CBOUM ACTSAM - MAJIbUUKAM U ICBOYKAM.
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1. VY 310poBBIX 1eTelt OONBHBIX POJUTENEN BCe TOTOMCTBO 3/10pPOBOE.

8. B Opake naByX OOJNBHBIX POAMTENEN POXKIAIOTCA JETH, y KOTOPBIX
MYTaHTHBIM T€H HaXOAMUTCA B TOMO3UTOTHOM COCTOSIHMM, B TaKOM Cilydae OOJIEe3Hb
IPOTEKAET TSKEJIEE U BOZMOXKHA ITpeHATaIbHasi CMEPTh.

9. B Opake 370pOBOro M HOCHUTENS MATOJIOIMYECKOro mnpusHaka 50 %
OTOMCTBA HACIEAYIOT NaTOJIOrMUeCKUil npu3Hak, 50% - MOTOMCTBO 30POBOE.

10. UYem Ttsxkenee OO0JE3HB OTpakaeTCs Ha PEMPOAYKIIMH, TeM OOJIbIIe
MIPOTOPIUS COPATUUECKUX CIIy4aeB (HOBBIE MYTALIMH).

11. TlonumopdusM KIMHUYECKONH KapTHHBI B CEMbE (IKCIIPECCHSI TEHOB).

12.  Bricokas BapnabenbHOCTh CPOKOB Hauasia 00JI€3HH B OHON CEMbE.

AYTOCOMHO-pelecCUBHBIH THII HAC/IEJOBAHNS.

Hapymennss oOMeHa aMHHOKHCIOT, YIJE€BOJAOB M KHPOB, MYKOBHUCIIHIO3,
MYKOTIOJIMCAaXapuI03bl, TENaTOJCHTUKYJSIpHAs naereHeparus (6oxe3nsr Bunbcona-
KonoBaioBa), aqpeHOreHuTaNbHbIN CUHIPOM U JP.

1.  bBoapmMHCTBO  OOJIE3HEH ¢  ayTOCOMHO-PEIECCUBHBIM  THIIOM
HACJICIOBAHUS OTJIMYAIOTCS TSHKCIION IMAaTOJIOTHCH, IOJ KOHTPOJIEM €CTECTBEHHOIO
otbopa.

2.  Ilaronormyeckuii TPHU3HAK TIPOSBISACTCS TOJIBKO B TOMO3HTOTHOM

COCTOSHHH. FGTGPOBI/IFOTOHOCHTGJII/I Q)GHOTHHI/I‘IGCKI/I HC OTIIMYAarOTCA OT 3O0POBBIX
JIMII.

3. [TaTosornuecknii MpU3HAK dYalle MPOSBISIETCA YEpPE3 IMOKOJICHUE, C
00JIbIIION YaCTOTOM Yy CUOCOB MpoOaHIa - TOPU3OHTAIIBHBIN TUIT HACJICIOBAHUS.

4, Ponutenu GonbHOTrO pebeHka (HEHOTUNMUYECKU 370POBBI, HO SIBIISIIOTCS
TeTEPO3UTOTHBIMA HOCUTEISIMU MyTaHTHOTO T'eHa.

5. C poctoM gmcia cHOCOB PACcTET YAaCTOTA MATOJIOTHISCKOTO TIPU3HAKA.

6. C pocToM 9mciTa KpOBHOPOJICTBEHHBIX OpaKkoOB pacTeT YacToTa MpHU3HAKA.

7. B Opake 2-X rerepo3uUroTHbIX HOCHUTENEH MYTAaHTHOTO T'€Ha PHUCK
nosiBJICHUSI 00IBHOTO - 25%, 310poBOTO - 25%, HOCHUTENel MyTaHTHOTO reHa - 50%.

8. B Opaxke 2-x 607bHBIX (TOMO3HTOTHBIX) CYNIPYTOB BCE JIETH OOJBHBIE.

9. B Opake O00mpbHOTO €O 3J0POBBIM (3IOPOBBIM HE T'ETEPO3UTOTCH)

(EeHOTUMMYECKH 3I0POBBIE 1eTH (TE€TEPO3UTOTHBIC HOCUTENIM MyTaHTHOTO TeHa).

10. B 6pake G0bHOTO ¢ HOCHUTENIEM MYTaHTHOTO TeHa - 50% OOJIbHBIX JeTeH,
YTO UMUTHPYET JOMUHAHTHBIM TUI HAclieIoBaHUs (riceBaooMuHupoBanue), 50% -
(EeHOTUMMYECKH 3J0POBBIX JIeTel (ITeTepO3UTOTHBIE HOCUTEIN MYTaHTHOT'O T'€HA).

11. O6a noia mopa>karoTcst OJUHAKOBO.

X - cuenyieHHbI JOMMHAHTHBIN THII HAC/IEIOBAHMS.

Butamun  J[-pesucteHTHBIM  paxuT, cuHapoMm  broxa-Cynberbeprepa,
GoNNMUKYISApHBIA M NHUTMEHTHBIM Keparo3, cuHapoM Konpanu-XioHepmana,
YacTUYHAs JIMMIOAUCTPO(DUS ¢ TUNOTPOGHBIM TUAOETOM H .

JKenmuna, yHacinenoBaB OT OJHOTO W3 POAUTENEH NATOJIOTMYECKHM TIEH,
SBJISIETCS TE€TEPO3UTOTHBIM HocutelieM (y Hee 2 X-XpOMOCOMBI), a MYXKYMHA -
TOMO3UTOTHBIM HocuTeneM (y Hero 1 X-xpomocoma).
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[TopaxaroTcss 1 My»XYHHBI U >KSHIIUHBI, OOJBHBIX JKEHIIMH B 2 pa3a OoJblie,
4eM MYKUYUH.

BosibHBIE KEHIIMHBI IepeaatoT MyTaHTHBIN TeH 50% cbhiHoBel U 50% nouepeil.

bonpHONM MyX4MHA IepefacT MYTAaHTHBIM T'€H BCEM J04YepsM U HE INepenacT
CBIHOBBSIM, T.K. IIOCJIEIHUE MOIYYarOT OT OTLA Y -XPOMOCOMY.

XeHmuHbl (F€TEpO3UTOTHBIE HOCUTENM) OOJECIOT MEHEe TSDKEIOo, YeM
MYKYMHBI (TOMO3UTOTHBIE HOCUTEIN).

VY JKEHIINH BBICOKUH MOIUMOPGU3M KIMHUYECKOU KapTHHBI.

Manpurky (rOMO3UTOTHBIE HOCUTEINN) OOJICIOT TSKENO (CHHAPOM HENep KaHUs
MUrMeHTa, cuHApoM [lonbrHa-I'opauMHa) € J€TaJIBHBIM — HCXOJIOM, BO3MOXKHA
MpeHaTalbHasi CMEPTh. BOJIEIOT TOJIBKO J1IEBOYKHU (T€TEPO3UTOTHBIE HOCUTEIIN ).

X - cuenJieHHbI penecCUBHBINA THII HACJIEJ0BAHUSI.

I'emobunus A u B, OGonesnp Jlema-Huxana, nambTOHW3M, OJUTOJIAHTHS,
TUIOJIAaHTHA, TOJarpa, CUHAPOM TECTHKYJISApHON (deMuHuzanuu, 6one3np dabpu u
Ap.

KeHiuHa SBISIETCS TETEPO3UTOTHBIM HOCUTENEM, T.€. (EHOTHUIUYECKU
310poBa. bOJEIOT TOIBKO MYKUMHBI.

Jlona yHacie1I0BaHHBIX cllydaeB Oosee 2/3.

BonbHbIE MY>XYHMHBI MIEPEIAIOT MATOJOTMYECKUN T€H BCEM CBOHMM JIOYEPSIM U
HE MEPEeIat0T ChIHOBBSIM.

Bce ¢eHoTunnueckn 3A0pOBbIE A0uUepuU OOJIBHBIX MYXYUH SIBJISIIOTCS
HOCUTEJIbHUIIAMU MYTaHTHOTO I'€Ha.

B Opake »KeHIMHBI-HOCUTEIbHUIIBI MYTAHTHOTO T€HA CO 3I0POBBIM MYKYUHOM
50% wmanbuukoB - OosbHble, 50% ManbuukoB - 3m0poBble, 50% neBouek -
HOCHUTEJIbHUIIBI MYTaHTHOTO TeHa, 50% eBOUYEK - 310pOBBIE.

B Opake >KeHITUHBI-HOCUTEIHHUIIBI MYTAHTHOTO T€Ha C OOJbHBIM MY>KUYMHOMN
50% wmanpuukoB - OosbHBIe, 50% ManbuukoB - 3mopoBble, 50% neBouek -
HOCHUTEJIBHHUIIBI MyTaHTHOTO reHa, 50% neBouek - OONbHBIC.

B Opake 370poBO#l KEHIIMHBI (HE HOCUTEIBHHIIBI MYTAaHTHOTO T€HA) C
6onpHBIM MYKuuHOUM 100% ManbunkoB - 3m0poBbl, 100% 1eBOYEK - HOCUTEIBHUIIBI.

310pOBbIE MY>KUMHBI HE EPEIAOT MATOJIOTUYECKUIN MTPU3HAK TOTOMCTBY.

bonesnu ¢ HapymeHHoi penpoaykmnueit (muonuctpodus Jromenna-bekkepa)
B 2/3 ciyyasx HacleAylTCsi OT MaTepeH-HOCUTEJIbHHMI] U B 1/3 - 3TO HOBBIE
CIIOPaJMYECKHE MyTallK. boNeIOT TOIBKO MaTbYUKH.

Y - cuenuieHHbIN THUII HACJIEA0BAHUS.

Mysxkckoe Oecriionue.

1. B Y-xpomocome HaxomsTCs TE€Hbl - OTBEYAIOIIME 3a CIIEpMATOTeHE3
(pakTop  a3oocmepMuu), KOHTPOJUPYIOIIME HWHTEHCHUBHOCTH  poOCTa  Teja,
KOHEYHOCTEH U 3yOOB, ONPEAEAIONINi OBOJIOCEHUE YIITHOW PAKOBHHBI.

2. [Ipu3Hak nepenaercs BCEM MallbuHKaM.

3. [Ipu3Hak NposBIIAETCS TOIABKO Y JUL MY’KCKOI0 MOJa.
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4, [Taronornueckue MyTallUH, 3aTparvBarollne dbopmupoBaHUe
CEMEHHUKOB WM CIEPMATOTeHE3, HAcCJIeOBaTbCd HE MOTYT, TaKUe WHAUBUIBI
CTEPUJIbHBI.

MuUTOXOHAPHUAJIBLHBIA THII HACJIEAOBAHUS.

Atpodusi 3purenbHoro HepBa JleOepa, MHUTOXOHJApHATIbHAS MHUOIATHS,
cunapoM  Kepnca-Ceiipa, = n100pokayecTBEHHbIE  OMYyXOJU  (OHKOILIMTOMBI),
nporpeccupyrone oQTaabMOIIETHH.

1. MwuToXOHApPUH TEPENAOTCA C LMUTOIUIA3MOM SHLEKIETOK (B KaxXIou
sitiexietke - 25 000 MUTOXOHAPHUI, coaepKalleil KOJIbLEBYIO XPOMOCOMY).

2. bone3Hp nepenaercs TOJIBKO OT MATEPH.

3. bonewT u 1eBOYKU, U MaJIbUUKU.

4. bonbHBIE OTIIBI HE MEPEIatOT O0JIE3HU HU JOUEPSM, HU CHIHOBBSIM.

I11. ITapakJuHUYeCKUIT MeTO:

B HacTosmee BpeMsi IPUMEHSETCS BECh CIEKTP IMAPAKIMHUYECKUX METOOB

IUIS TUATHOCTUKY HACJIEACTBEHHBIX 00JIe3HEN U OLIEHKU COCTOSHUS O0JIBHOTO:
1) O61He MeTOabI HCCIe0BAHMS.

- KIINHUKO-OMOXUMHUYECKUE (HapyLIeHUs: OOMEHa BEIIECTB),

- FeMaTOJIOrH4ecKue (reMOrJIOOMHONAaTHH ),

- IYMMYHOJIOTHYeCKUe (IEpBUYHBIE UMMYHOIE(PUIUTHI),

- DBHAOKPHHOJOTMYECKUE (BPOXKAEHHBIM THIOTEPUO3, aJPEHOTCHUTAIbHBIM
CUHIPOM),

- aniekTpodusnogornueckrue (MuoaucTpodru, 00JIE3HU HEPBHOU CUCTEMBI),

- PEHTTeHOpaAuoJIornYeckue (XoHapoaucTpodus, Helpopudpomaros).

- Y3  (BpOXOEHHBIX  MOPOKM  pa3BUTHS, AHOMAJIMM  IOJIOBOM
b depeHIupoBKH).

2) CnennanbHbIe FTeHETHYECKUE METOAbI MCCICA0BAHUS
[MUTOTEHETUYECKHI1 METO/I.

[[uToreHeTHYEeCKrE METOABbl MCCJIENOBAHUS MPUMEHSIOT Uil JUAarHOCTHKHU
XPOMOCOMHBIX CUHAPOMOB. OHM BKJIFOUYAIOT:

- OIIpeIeJIEHNE TTOJIOBOTO XPOMAaTHHa,

- KapUOTUIIMPOBaHWE (KAapHOTUII - COBOKYIIHOCTbH XpPOMOCOM KIJIIETKH) -
onpeeneHre KOJIMYEeCTBa U CTPYKTYPhl XpPOMOCOM C LEJIbI0 TUATHOCTUKUA T€HOMHBIX
MYTalil 1 XPOMOCOMHBIX a0eppalui.

Iloxa3anus AJ151 HUTOr€eHETHYECKOI0 00c/IeI0BaAHUA 00JIHLHOIO:

- MHOKE€CTBEHHbIE TIOPOKU Pa3BUTHS (TpeX U OoJiee CUCTEM);

- YMCTBEHHasi OTCTAJOCTh B COUYETAaHUMU C HAPYIICHUSIMH (PU3HUECKOTO H
MOJIOBOTO Pa3BUTHS;

- CcTOoliKkoe OecIyiogue y MYXYHH M OKCHIIMH TMpU HUCKIIOYEHHUU
TUHEKOJIOTMYECKON U YPOJIOTHYECKON NATOJIOTUH;

- IPUBBIYHOE HEBBIHAIIMBAHNE OEPEMEHHOCTH;

- HapyILIEHHE MOJOBOI0 Pa3BUTHS (TUIIOTOHAU3M, [TOJIOBBIE HHBEPCHUN );
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- HeOompIIasi Macca peOeHKa WM 3aJiepKKa BHYTPUYTPOOHOTO pPa3BUTHS,
POKIEHHOIO IIPU JOHOIIEHHON 0epeMEHHOCTH;

- POXIEHHE OJHOTO WM HECKOJIBKMX JETeW C BPOKICHHBIMU IOPOKaMHU
pa3BUTHS.

Onpenenenue X- u Y- XxpomaTuHa.

Omnpenenenne X- u Y- XpoMmMaTHHa - METOJ OSKCIPECC-AUAarHOCTUKH,
OTIpEAEISAIONUI UCTUHHYIO MOJOBYIO IPUHAIEKHOCTD.

HccnenyroT KIETKH CIM3UCTOW OOOJOYKH POTOBOM MOJOCTH, BarMHajIbHOIO
SIUTENMS WM BOJIOCSAHOW JIYKOBULBI. B spax KIETOK KEHUIMH B JMILUIOMIHOM
HaOope MpPHUCYTCTBYIOT JBE€ XpPOMOCOMBI X, OJHAa U3 KOTOPBIX IOJHOCTBHIO
WHAaKTUBUPOBaHa (CHOUpaM30BaHa, IUIOTHO YMNAaKOBaHA) YK€ Ha paHHUX 3Tarax
AMOpPHUOHANBHOIO Pa3BUTHS M BUJAHA B BUAE T[JBIOKM TeTepoXxpoMaTHHA
MPUKPEIJIEHHOTO K 000s104Ke sa1apa. MHakTHBUpOBaHHAs XpoMocoMma X Ha3bIBAETCS
IIOJIOBBIM XPOMATUHOM WJIM TeiblieM bappa, /Ui €ro BBISBIECHUS B JIpax KIETOK Ma3KH
OKpAIlIMBAIOT alleTapCEeMHOM U Ipenaparbl MPOCMATPUBAIOT C MOMOIIBIO OOBIYHOTO
CBETOBOTO MHKpOCKOIa. B HOpMe y JKeHIIMH OOHapyKHMBalOT OJHY IJIBIOKY X-
XpOMaTHHa, a Y My’KYUH €€ HeT.

Jlis  BBISBIEHHUST MYKCKOro Y-THOJOBOro xpomaruHa (F-tenblie) Masku
OKpAlllMBalOT AaKPUXUHOM U MPOCMATPUBAKOT C TIOMOUIBIO JIFOMUHHUCIIEHTHOIO
MuKpockona. OH 00Hapy>KuUBaeTcs B SApax KIETOK MY>KCKOIO OpraHu3Ma.

OnpeneneHue MoOJOBOTO XpOMAaTWHA MCMOJIB3YETCS B AKCIPECC-TUATHOCTUKE
XPOMOCOMHBIX CUHIPOMOB (Tabnuua 1), mpu HESICHOM 10JIe HOBOPOKIEHHOTO MOCJIe
1 Mec. >XW3HM, NEPBUYHOM aMEHOpPEW, HAPYIIEHUHM MEHCTPYaJbHOIO LHUKIIA,
Oecruioguu y MYKUMH M KEHUIMH, HeauddepeHUnpoBaHHOW OJUTOPpeHnH, mnpu
HapyleHnu Habopa MOJIOBBIX XPOMOCOM, B CyJeOHON MeIuUUHE JJIs ONpeneieHus
nona wuHAuBUAA. OnpeneneHue X- U Y-XpoMaThHa - CKPUHUHTOBBIM METO,
OKOHYATENIbHbIM JMarHo3 XpPOMOCOMHON OOJIE3HH CTaBST IMOCIE MCCIEI0BaHUs
KapuOTHIIA.

Tabmuma 1.
Coz[epncaHI/Ie ITOJIOBOI'O XpOMAaTHHA IIPHU PA3JINYHBIX COCTOSAHMAX.
Kapuorun Konnuectso Korna onpenensercs
MIOJIOBOTO XpOMAaTHHA
46, XX 1 HopmaJibHbIN KapUOTUII )KEHILUHBI
46, XY 0 HopManbHblil KApUOTUIT MY>KUHHBI
45, X0 0 Cunnpom lHlepemesckoro-TepHepa
47, XXY 1 Cunpapoma Knaiingensrepa
47, XXX 2 CunapoM Tpumio-X
48, XXXY 2 Cunpapoma Knaiingensrepa
48, XXXX 3 Cunapom nonn-X
49, XXXXY 3 Cungpom Knaitudenbrepa
Kapuorunuposanmue.

Jlis m3ydeHus XpOMOCOM HCIOJB3YIOT KJIETKH KpOBH, KOCTHOTO MO3ra H
KynbTypbl puOpobiactoB. B metadaze murosa kietkun o0padbaThIBalOT KOJIXUIIMHOM,
(GUKCUPYIOT W OKpammuBaroT. J[Is OKpacku XpOMOCOM HCIOJIB3YIOT KpacUTelb
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PomanoBckoro-I'um3el, 2% anerkapmud win 2% aretapceuH (pyTHHHBINM METO)
JUIS BBISIBJICHUSI YUCJIEHHBIX aHOMAJIMH XPOMOCOM YEJIOBEKA.

Jlig mosydeHus NeTalbHOM KapTUHBI CTPYKTYPBl XpPOMOCOM, HAECHTU(UKALUU
(ompeneneHus) OTAENIBHBIX XPOMOCOM WM HMX CECMEHTOB MCIOJIB3YIOT CIHOCOOBI
nuddepenimanbHoro okpamuBanus (Meton ['mmza, G- u Q-6enaunra).

Meradaznbie actTuHku dotorpadupyrot. M3 dororpaduii BEIpe3aroT XpOMOCOMBI,
HAKJIEMBAIOT KX I10 MOPSAIKY Ha JIMCT OyMaru - COCTaBIISIIOT KApUorpaMMmy.

Jlnst onumcaHus KapHOTUIIA YelloBeKa pa3paboTaHa cCrielMalibHas HOMEHKIIATypa.
HopmanbHblil KapuOTUIT MYXYUHBI U KEHIIMHBI 0003HayaroT kak 46,XY u 46,XX
cooTBeTCTBEHHO. | Ipn cunpome [layHa, XapaKTepu3yOIEMCS] HATMYUEM JOMOTHUTEIBHON
xpoMocoMbl 21 (Tpucomust 21), KapHOTUN >KEHIMH OMMChIBatOT Kak 47, XX 21+, a
MyxunHbl - 47, XY, 21+. IIpyn Hamm4mm CTpyKTypHOM aHOMAIMM XPOMOCOMBI YKa3bIBAIOT
M3MEHEHHOE JUTMHHOE WM KOPOTKOE TUIeU0: OYKBOW P - KOPOTKOE IUIEYO, (| - JJIMHHOE
wieyo, t - TpaHcnokanus. Tak, IpH JIeelUd KOPOTKOIO IjIeda XPOMOCOMBI S5 (CHHIIPOM
«KOIITAYbETO KPUKa») AKEHCKUM KapuoTut - 46, XX, Sp-.'

Kaxxnoe medo pazzaensiercs Ha pailoHbl, @ OHU B CBOIO OYEPE/Ib - HA CETMEHTBI, U TE U
Apyrue 00o3HavaroT apadckumu udpamu. LleHTpoMepa XpoMOCOMBI SIBIISIETCS UCXOTHBIM
IIYHKTOM JIJIs OTCYETa palilOHOB U CETMEHTOB.

Takum ob6pazom, st Tonorpaguy XPOMOCOM, HCHOJIB3YIOT YEThIPE METKU: HOMEP
XPOMOCOMBI, CUMBOJI IUIEYa, HOMEp paiioHa W HOMEpP CErMEHTa B IpefeNiax JIaHHOTO
paiiona. Harmpumep, 3ammch 6p21.3 o3HayaeT, 4yTo peub UIET 0 XpoMOcoMe 6-i mapsl, €€
KOPOTKOM IuIeue, parone 21, cermente 3. CyliecTByrOT €€ JONOIHUTEIBHBIE CUMBOJIBI,
B YACTHOCTH PLer - KOHEel KOPOTKOro rieya qter - KOHel JJIMHHOIO T1JIeYa.

[{uToreHeTHYeCKUii METOJ] WCCIECIOBAHUS TIO3BOJISIET OOHAPYKUTH [IENCIUN U
ApyTHe U3MEHEHHUsI B XpOMOCOMAaxX pa3MepoM MPUOIMU3UTENHHO B | MITH. OCHOBaHMIA
(HYKJICOTHIOB).

BUOXVMUYECKHIT METO/]

buoxumuueckuit MeTon ompeaenseT MeTaOoNUThl, creuupuyecKkue amis
HACJICICTBEHHBIX  OOJIe3HEH HapylieHuss oOMeHa BemecTB (PH3UMOMNATHH).
buoxumuueckomy aHanu3y MOAJEKAT MOdYa, IOT, IJIa3Ma M CHIBOPOTKA KPOBH,
(dbopMeHHBIE AIEMEHTHI KPOBH, GUOPOOITACTHI M JIUMQOIIUTHI.

Ha mnepBom 3Tame oOcienoBaHus (dKCIpecc-AMArHOCTHKA) MPUMEHSIOTCS
METOJIbl MacCOBOTO OWOXMMHYECKOTrO0 CKpHMHHMHTa: mpoobl @emnunra (Ha
(deHnIKeToHypuio), AJjbTrayseHa (IMJIMKOT€HO3bl), beHenukra (rajzakTo3eMus,
dpykTO3emusi), nmpoda Ha TUIIEPaAMUHOALMAYPHUIO, MUKpOOUooruiyeckuii tect ['arpu
(®KY wu gp. amuHoauuponatuu). Pa3zpaboTraHbl mOpocTble KauyeCTBEHHbIE
OMOXMMHYECKHUE TECTHI ISl DKCIEPCC-AMarHOCTUKH THUIIOTUPE03a, MYKOBUCIIUA03A,
JUIsL  BBISBJIIGHUSI HapylleHuid oOmeHa OwnmupyOuna, Oonesnu Tesi-Cakca,
TeMaTONICHTUKYJSIPHOM ~ JIETEHepalii. JTH MpoObl MPOCTBI W HCHOJB3YIOT
JIErKOJOCTYIHBIA MaTtepuai (KpoBb, MOYA).

Ha BTOopoM »JTame npuUMEHAIOT JApyrue Oojiee CIOXKHBIE METOJbI
aHAJIUTUYECKOW OMOXUMUH: 3IEKTpodope3, TOHKOCIOMHAsT XpomaTorpadusi, ra3oBas
U OKMJIKOCTHas Xpomarorpadusi, Macc-CIIEKTPOMETPH, MarHUTHAs pe30HaHCHAs
CHEKTPOCKONusi, 6oMOapaupoBKa OBICTpbIMHU HelipoHamu. Hampumep, ¢ momouibio
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TOHKOCIIOMHOM Xpomatorpadud MOYM M KPOBH MOXKHO JMAarHOCTUPOBATH
HACJIC/ICTBEHHbIE  HapylleHHs oOOMEHa AaMHHOKHCIOT, OJIN[OCaxapuioB U
INIMKO3aMUMHOITIMKaHOB  (MykomonucaxapunoB).  [azoBas  xpomatorpadus
OPUMEHSETCS JUIsl BBISIBICHUS HACJIEICTBEHHBIX OoJjie3HEH OOMEHa OpraHM4ecKuX
kucaoT. C MoMoIIpI0 3IEKTpodope3a reMoraio0MHOB JUArHOCTUPYETCs BCS TpyIa
reMOIJIOOMHONATHH.

IToxkasanus 11 OMOXMMHYECKOI0 HCCIEIOBAHNS:

1) yMCTBEHHas1 OTCTAIIOCTh, ICUXUYECKUE HAPYLIECHUS;

2) HapyieHue (HU3MUECKOro pa3BUTHS - aHOMAJIBHBIA POCT U CTPOCHHE BOJIOC,
HOI'TEN; MCKPUBIICHHE KOCTEHW TYJIOBHINA M KOHEYHOCTEW, YPE3MEPHOE OTJIOKECHHE
KUpa, TUNOTPOPUS WIM KaXEKCHs, TYTONOABUKHOCTh WM Pa300JITaHHOCTb
CyCTaBOB;

3) mI0X0€ 3peHKe WM MOJIHAS CIENO0Ta, TYTOYXOCTh WM IIIyX0Ta;

4) cynoporu, MplllIeqHasi THIOTOHUSI, TUTIEP- U TUIIONMTMEHTAIMS, KENTYyXa;

5) HEenepeHOCHUMOCTb OTHEIbHBIX MHILEBBIX IMPOIYKTOB M JIEKAPCTBEHHBIX
penaparoB, 4yacras pBOTA, AMApEs, >KUIKUH CTYyJ, TENaro - W CIUICHOMETallus;
crelu(pUUecKHii 3amax MoOYH U MoTa;

6) MouekamMeHHas 00JIe3Hb, X0JIECTa3;

7) TEMONUTUYECKUE AHEMUH U JIP. COCTOSIHUS.

buoxumuyeckne  METOABl  NPUMEHSIOTCA  TaKXkKe Uil JUAarHOCTHKHU
TETEPO3UTOTHBIX COCTOSSHUM Yy B3pociblXx. [llaHCBI Ha BCTpedy JBYX HOCHUTEIEH
OJIMHAKOBOT'0 MATOJIOTMYECKOr0 I'€Ha BBIIIE, €CIM B OpaK BCTYMAIOT POACTBEHHUKH,
MOCKOJIBKY OHM MOTYT YHAcCJ€IOBaTh OJMH U TOT € PELUECCUBHBIA T'€H OT CBOETrO
oOwero npeaka. [IpennonoxuTe reTepo3uroTHOE HOCUTENIBCTBO Y JKEHIUHBI MOKHO
B Ciy4yae, KOTJa y MEHUIMHbl POJUIUCH OOJbHBIE CHIHOBBS; €€ OTEell MOPAKEH
HACJIEICTBEHHOUM 00JIE3HBIO; KEHIIMHA UMEEeT 00JIbHOr0 OpaTa Wid OpaTheB; y IBYX
Jouepeil OJIHOM MaTepu POAMINCH OONbHBIC CHIHOBBS (WM CBIH); Y 370POBBIX
ponutenedt poawsics OOJBHOM CBIH, a y Marepud B POAOCIOBHOM €CTh OOJIbHBIE
MY>KYUHBI.

BrisiBeHHEe TreTepOo3UroTHBIX HOCHUTENEH TOro WM HWHOTO 3a0o0JieBaHUs
BO3MOKHO IMyTE€M HCIOJIb30BaHUS OMOXMMHYECKUX TECTOB (MpueM (eHusIanaHnHa
JUIA BBISIBICHUS (PEHWJIKETOHYPUHM, NPUEM caxapa - caxapHoro nuvabera u T.1.),
MUKPOCKOIIMYECKOTO HCCIEAOBAHMS KJIETOK KPOBHM M TKaHEH, OIpeAesICHUs
aKTUBHOCTU (PEpMEHTA, U3MEHEHHOTO B Pe3yJibTare MyTaluuu. Tak, reTepo3uroTHbIe
HOCHUTENIM (PEHWIKETOHYPUU pearupyroT Ha H3MeHeHue (eHwnananuHa Ooliee
CUJIbHBIM TOBBIIICHUEM COJIEPKaHUSI aMUHOKHUCIOTHI B IUIa3Me, YEM HOPMalibHbIC
rOMO3UTOTHI (00JIE3Hb 00YCIIOBIIEHA PEIICCCUBHBIM AJIJIEIIEM ).

buoxumuyeckuid METOJ MIMPOKO NPUMEHSETCS B MEIUKO-T€HETUYECKOM
KOHCYJIbTUPOBAHUU JI ONPEAENICHUs] PUCKA POKIEHUSI OOJbHOTO peOeHka. Ycnexu
B 00J1acTH OMOXMMHUYECKON T€HETUKH CIIOCOOCTBYIOT 00Jiee MIMPOKOMY BHEAPEHUIO
JUArHOCTUKU T€TEPO3UTOTHOIO HOCHUTENIBCTBA B NPAKTUKY. Ellle HETaBHO MOXKHO
ObUI0 quarHocTupoBaTh He Oojnee 10-15 reTepo3uroTHHIX COCTOSHUMN, B HACTOSIIEE
Bpems - 6omnee 200. OgHako ciexyeT OTMETUTh, YTO JO0 CHX MOP MMEETCS HEeMajo
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HACJIEICTBEHHBIX 3a00JIEBaHUM, I KOTOPBIX METObI T€TEPO3UTOTHOM JUATHOCTUKH
elrie He pa3paboTaHBbI.
[OITYJIALIMOHHO-CTATUCTUYECKHIT METO/T

MeTon HaxoIWUT WIMPOKOE NPUMEHEHHE B KIMHUYECKOW TEeHETHKE, T.K.
BHYTpUCEMEHHBIM  aHanu3  3a00JIeBAEMOCTH  HE  OTACIUM  OT  H3Y4YEHUs
HACJIEICTBEHHOW MAaTOJIOTMM KaK B CTpaHaxXx ¢ OOJBIIMM HaceJeHUEM, TaK U B
OTHOCUTEJILHO U30JIMPOBAHHBIX MOMYJISIIUOHHBIX TPYyTIIaX.

CymHoCTh MeTOoAa 3aKJIIo4aeTcss B M3y4eHUU (C TOMOUIIBI0 METOJIOB
BApUAIIMOHHON  CTAaTHUCTUKHM) YacTOT TE€HOB M TEHOTUIOB B  Pa3IMYHbBIX
MOMYJISIIUOHHBIX TPYMIax, 4YTO JaeT HeOoOXOIuMyro HH(OpPMAIMIO O YacTOTe
TeTEePO3UrOTHOCTH M CTENEHW NoJuMoppu3Ma y uyejoBeka. B wyactHocTH, B
reTEePO3UTOTHOM COCTOSIHUM B TOIYJISIUSAX HAXOAUTCS 3HAYUTEIBHOE KOJIUYECTBO
PELECCUBHBIX ajuieNiel, YTo OOyCIaBIMBAET PA3BUTHE PA3IMYHBIX HACIIEICTBEHHBIX
3a001€BaHUM, YaCTOTa KOTOPBHIX 3aBUCHUT OT KOHIICHTPAIIMM PEIIECCUBHOTO I'éHa B
NOMYJISIIMA W 3HAYUTENBHO TMOBBIIIACTCS TMPU 3aKIIOYCHUH OJIU3KOPOACTBEHHBIX
OpakoB. MyTanuu MOTYT MepenaBaThCsi MOTOMCTBY BO MHOTHX IMOKOJCHHSX, YTO
OPUBOJUT K TEHETUYECKOM TIeTEepOreHHOCTH, JieXkalled B OCHOBE MOIMMOpQHU3Ma
IOITYJIS LU M.

CornacHo 3akony Xapau-Baiin6epra (1980) - ¢ nonymayuu coxpansemcs
NOCMOAHHOE COOMHOULeHUE YAMOmbl 2eHOMUNO8 U3 NOKOJIeHUsl 8 NOKOJIeHUe, ecu
HUKaKue ¢haxmopul He HapYyuLaom 3mo pasHosecue.

d®opmyaa Xapau-BaitnOepra

(cooTHOIIEHHE TeHOTUIIOB AA, Aa, aa): (P+g)’ =P*+2Hg+g?

P - gacToTa, c KOTOpOM BCTpeUaeTcsi AOMUHAHTHBIN TeH "A";

g- 4acToTa, C KOTOPOM BCTPEYAETCS PEIIECCUBHBIN ajuielb "a".

Cymma P+g Bcerna paBHa 1.

CrarucTuyeckuii  aHaiu3  PacHpOCTPAHEHHOCTHM  OTIENbHBIX TE€HOB H
KOHTPOJIUPYEMBIX HMMHU TPU3HAKOB B TMOMNYJAILMOHHBIX TPYIIAaX MO3BOJSET
ONpPENENIUTh ANANTUBHYIO IIEHHOCTh KOHKPETHBIX TreHOTuroB. Cpenu mronaei
HEBO3MOXHO HAWTW TEHETUYECKHM OJMHAKOBBIX JHI[ (32  HCKIIOYECHHEM
MOHO3UTOTHBIX OJIM3HENOB, s KOTOphIX mpeanonaraercs 100% oO0mmx reHoB),
XOTS OOIIHOCTh TEHOB XOPOIIO TPOCIEKUBACTCS y ONM3KUX W JadbHUX
POJICTBEHHHUKOB.

BJIN3HEIIOBBI METO/I

CymHOCTh METOJ]a COCTOUT B BBISICHEHUH HACIEIACTBEHHON O0YCIOBIEHHOCTH
IIPU3HAKOB U YCAaHOBJICHHUS CBSI3€M MEXKy T€HOTUIIOM U BHELIHEU CpEeHoi.

[IpyHIMO TpUMEHEHUs] METOJa 3aKJIF0YaeTCsi B CPAaBHEHWU MOHO3UTOTHBIX U
JTU3UTOTHBIX Onu3HenoB. Cpenu Bcex OMU3HENOB mpuMepHo 1/3 mpuxoautcs Ha
JI0JIF0 MOHO3UTOTHBIX U 2/3 - Ha JOJIIO0 TU3UTOTHBIX OJIM3HEIOB.

[Ipy 5TOM BBIYUCISIOTCSI MOKA3aTed COOTBETCTBUSL (KOHKOPAAHTHOCTH) WM
HECOOTBETCTBUSA  (IUCKOPJAHTHOCTb), @  TaKXe€  ONpPEACNsIeTCs  4acToTa
BO3HHMKHOBEHHUsI 3a0ojieBaHUsl (TMPU3HAKA) OJHOBPEMEHHO Yy 000UX OJHM3HEIOB
ka0l mapel. CTeneHb KOHKOPJAHTHOCTU [0 HACJIEICTBEHHO OO0YCIOBJIEHHBIM
MpU3HaKaM OyJIeT BBINIE y UACHTUYHBIX OJMM3HEIOB. Ecin ofHOsIIeBbIE OIM3HEIIHI
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(OB) maxe B pa3HBIX cpelax CyIIECTBOBAHHA OOHApYKUBAIOT OOJ€e BBICOKYIO
KOHKOPDJAHTHOCTb, ueM ByxsiueBble ([Ib) B ogHOTUNHBIX cpenax, TO MOKHO
NPEANoiIOKUTh, YTO KOHKOPJAHTHOCTh OOYCJIOBJIEHa T'€HETUYECKMMHU, a He
CpeloBbIMU (aKTOpamu.

bru3HenoBbIii METOI UMEET HECKOJIBKO OCHOBHBIX HaIpaBJICHUI:

e JIMarHocTuka 3UTOTHOCTU - W3YYEHHUE CXOJICTBA W Pa3JIMYUsl MAPTHEPOB
OMM3HELIOBOM Tapbl IO COBOKYIMHOCTH psiia TPU3HAKOB, H3MEHSIONUUXCA IO
BO3JCHCTBUEM OKpYXalIEeh cpenpl. B 3ToM ciydae HCHONB3YEeTCS METO]
MOJINCUCTEMHOTO CXOJICTBA WJIM MTOJA00MS IO BHEIIHUM MPU3HAKAM.

e MeTobl SKCIIEPUMEHTAIBHOTO U3yUYEHHUS

- UMMYHOTE€HETHYECKHIl - CpaBHEHUE [0 aHTUIE€HaM, OeJIKaM CBIBOPOTKHU
KpoBH, ramnorunam HLA, T.e. 1m0 MEHAEIMPYIOIIMM IpU3HAKAM, KOTOpBIE HE
U3MEHSIOTCA B TEUEHHWE BCEW JKWM3HM, HECMOTPS HU Ha KakKue BO3JCHCTBUSA
OKPYXKAIOIEH Cpeabl;

- HCCJIeI0BAaHUE IepMaTOorIn(UKHY;

- U3y4YEHHUE HACJIEAYEMBIX CIIOCOOHOCTEN;

- nuzyuenue gqanubix OKI u Or;

- TPAHCIUIAHTALMS KOXKHOTO JIOCKYTA.

e CTaTHCTUYECKOE HUCCIENOBAHME ONM3HELOBON BBIOOPKU - AHKETUPOBAHHE
OJIM3HELIOB, KOTOpPOE IeJIecO00pa3HO B  MOMYJSALMUOHHBIX HCCIEJOBAHUSIX C
OOJBIITMMU BEIOOPKAMU.

e MeTox KOHTpPOJS IO MAapTHEPY - HMCIOJIB3YETCS TOJBKO Y MOHO3UTIOTHBIX
Oonu3HenoB. [lpm >TOM BO3MOXXKHO TOYHO OLEHUTh TO WJIM HMHOE BHEIIHEE
BO3JICHCTBUE, €CIM €My T[OJIBEprcs TOJIBKO OAWH TMapTHEp (Hampumep,
JIEKapCTBEHHBIN Npenapar).

Takue nccneaoBaHMs BBITOJHBI B SKOHOMHYECKOM ILJIaHE, TAK KaK MO3BOJISIOT
OrpaHUYMBaTh BBIOOPKY BCEro JBYMA-TpeMs JecATKamMu mnap Onu3HenoB. B
JanbHENIIeM MEePCHeKTUBHO NPUMEHEHHE OJIM3HELOBOIO METOJa B COYETaHUH C
IpYrUMU (LIUTOT€HETHYECKUE, OMOXUMHUYECKUE U JIP.).

METOA JEPMATOI'JITMOUKIA

CymHOCTh METOJa COCTOUT B AHAIN3E KOXHBIX Y30pOB (PUCYHKOB) Ha
JaoHAX U cTomnax. Meroa Hanbosee HHPOPMATUBEH MPU XPOMOCOMHBIX CUHIPOMAX,
KOI'Jla BBISIBJISIIOTCS JUCTAJIBHBIM OCEBOW TpUpanunyc, U30BITOK AYr Ha Majblax,
OTCYTCTBUE AUCTAILHON MEX(paTaHTOBOM CKJIAJIKH, paananbhbie nmetau Ha [, [V u V
nmajbllaX, YeTbipexmnanbiieBas (00e3bsiHbs) ckianka (mpu Oone3nu JlayHa Ha KOXke
nagoHel y pebenka ormeuaercs B 40-60% ciyuaeB). B Hacrosimee Bpemsi METOJ
IPUMEHSIETCS B OCHOBHOM B CYJ€OHOW METUIIMHE.

METO/ BBIABJIEHWA 'ETEPO3UI'OTHOI'O HOCUTEJIBCTBA

Jlns yenoBeka, Yb€ TETEPO3UTOTHOE COCTOSHUE IO TOMY WM HWHOMY
3a00J1€BaHUIO YCTAaHOBJIEHO, YPE3MEPHO BAXXHO HE  BCTPETUTHhCS B Opake c
HOCHUTEJIEM TMOJ00HOI0 PEIECCUBHOIO I'eHa, T.K. PUCK POXKIEHUS Y HUX OOJBbHOTO
pebenka coctaBisieT 25% Kak mpH MepBOM, TaK U MOCIEIYIONINX 0€peMEHHOCTSIX.

[IpeanosnoxeHus 0 TeTepO3UTOTHOCTHU KEHIUHBI:

1) ecnu y »KEHIIMHBI TOPa)KEH OTEl HACJIECTBEHHHON O0JIE3HBIO;

21



2) ecny KEHIIUUHA POJINJIA IBYX WJIM HECKOJIBKUX IMOPAXKEHHBIX CHIHOBEH;

3) ecnu y JKEHIIUHBI TOpaKeH OpaT (Wiau OpaThs), U, KPOME TOr0, OHA UMEEeT
MOPaYKEHHOTO ChIHA UJIU BHYKA (OT JJ0UEpH);

4) ecnu KEHIIMHA UMEET JIBYX J0uepeH, MpUYeM y KaKJI0W W3 HUX POJUIICS
MOPaKCHHBIN ChIH (UJIA CHIHOBBSI).

[IyTu uccnenoBanus:

1. Knuanyeckoe H3y4yeHHE MHMKPOCHMIITOMOB 3a00JieBaHUS C BBISIBICHUEM
AHOMAaJIMU Pa3BUTHSL.

2. Ucnonp30BaHnEe HArpy304YHBIX TECTOB (MpHeM (eHHIaTaHUHA BBISBISET
MOBBIIICHUE €r0 COACPKAHUSA B KPOBU - MPEANOJOKEHHE O IeTePO3UTOTHOCTH IO
(PEHUIIKETOHYpUN ).

3. MUKpOCKOIIMYECKOE UCCIIEIOBAaHUE KIETOK KPOBH U TKaHEH.

4. OnpeneneHne aKTUBHOCTH (epMEHTa, MOCTPaJaBUIEro0 B pe3yibTaTe
MyTall{ IeHa.

MOJIEKVYIJIAPHO-TEHETUYECKHUE METO/bI

Cpenu ocHOBHBIX MeToZ0B JIHK-11arHoCTUKH BBIAEIISIOT:

- 1030BbI{ OJIOK-TUOPUIN3ALIMOHHBIN aHAIIN3;

- aHanu3 nojaumMopdusmMa JIMH pecTPUKIMOHHBIX (hparMeHToB ([1[IPD);

- nonumepasHnas nennas peakuus (I1L[P);

- aHaJIM3 NOAMMOP(PU3Ma MUKPOCATEIUIUTHBIX MOCIIEI0BATEIbHOCTEM.

Metonsl JITHK-auarHoCTUKM NO3BOJISIOT OCYIIECTBIISITh TOUHYIO JUATHOCTUKY
MHOTMX 3a00JIeBaHUM, NPOBOAWTH JOPOJOBYIO JIMATHOCTHKY HACIJIEICTBEHHBIX
0one3Heil. OCHOBOM METO/IOB SIBJISIFOTCS HAay4HbIE JAHHBIE O CTPOCHUU U CBOMCTBAX
monekyn JIHK u PHK, renax, 3akoHOMEpHOCTSAX HacaeA0BaHUs PU3HAKOB.

JInst u3ydeHus reHoMa 4eJlOBEeKa M JIMarHOCTHKM HACIEICTBEHHBIX OOJe3HEH,
TaKMX Kak (DEHUJIKETOHYpHUS, TajlacCeMUU U Jp., MPOBOAMTCS OIpEAeIICHHUE
crienupuYecKuX HYKJIeOoTHIHBIX TnocinenoBatenpHocTelt JIHK m PHK - rennoe
30HAUPOBAHUE WIH ruOpUAN3aLIMOHHBIN aHaJIN3. Perucrpanus
noclieoBaTenbHOCTe HeOombIoi amuHbl (30 map) HYKICOTHAOB TPOBOJIUTCS C
MMOMONIBI0 MEUEHBIX paJMOaKTUBHBIX yuyacTkoB JIHK, Ha3BaHHBIX 30HAaAMU. 30H]IbI
ruOpuan3oBanuch ¢ uzydaeMbiMu ydactkamu JIHK - 310 Onor-ruOpuansaunus mo
Cayzepny.

[IInpoko ucnoyib3yercsl NoJMMEpa3Hasl LienHas peakuus, METO NPEMIOKEH B
1983 r. amepukaHckum yuyeHbiM Kappu MymincoM, 3a 4To OH OBLT YJIOCTOEH
HoGenesckoit npemun. [lonumepasHasi memHas peakuus - METOH, IMO3BOJISIOUTUN
oOHapy>XMBaTb M MHOTOKPAaTHO KOMHUPOBATh (AMIUIU(PUIIMPOBATH) OTHOCUTEIBHO
kopotkue ydactku JIHK. Jlnga npoBenenust peakuud HEOOXOIMMO TOYHOE 3HAHUE
HYKJIEOTUIHOM TocyienoBaTeibHOCTH 3Toro ¢parmenta JJHK.

[Ipsimast muarHocTKa MyTalyii BKIFOYAET Psifi METOHOB:

1)  ompenmeneHune HYKJICOTHIHOW TOCIEIOBATEIBHOCTH U  BBISBICHUE
JeNiennii, 3aMeHbl OCHOBAaHUH M BCTaBKHU B H3y4aeMOM (PparMeHre;

2)  myTeM pecTPUKPATHOTO aHaliu3a BBIABICHUE HApPYIICHUS MecTa
PECTpHUKIIMK ¢ ToMoImblo OmoT-rubpuam3anmu o  Caysepuny. Oxomno  50%
HYKJIEOTH/IHBIX 3aMEH BEJET K U3BMEHEHHIO MECTA PECTPUKIINH;

22



3) IpoBeJIcHUE AJUIEIOCTICITU(PUICCKOH THOPHUIN3AIMd C CHHTCTHYCCKUMU
30HJaMH, YTO IIO3BOJISIET OOHAPYXUTh MyTaluu B reHomHol JIHK;

4) xummnueckoe U (QepmeHTaTMBHOe pacwerienne JIHK B mecrax
HEMPaBUIbHOW CIIMBKU OCHOBAHWW BBISIBIIET OONBIIYIO TPYIITy MyTalUl, BEAYIIUX
Kk HectabuipHOocTH /JIHK. B OocHOBE MeTona NEKUT 351eKTpoPope3 ABYXLENOUESTHON
JIHK B HEWTpaabHOM WM PAaBHOMEPHO JEHATYPUPYIOILEM Ielle;

5) peructpanus U3MEHEHUs! IIEKTPOPOPETUUECKON OJIBUKHOCTH MYTAHTHBIX
monekyn JIHK;

6) TpaHCIALUA OETKOBOTO MPOJIYKTa OCYLIECTBISAECTCA HAa OCHOBE MOIYYCHUS
cneruduueckor MPHK ¢ noGaBnenunem nm3ara peTukynonuToB. CHUHTE3UPYEMbIN
0€JIOK aHAIM3UPYIOT C TOMOILIBIO 3eKTpodope3a. 3meHeHne moaBMKHOCTA Oelka
YKa3bIBa€T Ha HAIMYUE MYTALIUH.

KocBeHHbIE METO/IbI BBISBIICHHUS MYyTallMil MPUMEHSAIOT B T€X CIy4asx, Korja
HYKJICOTH/IHAsl MTOCJIE0BATEIbHOCTh I'€HA €Ile HE pacuIM(ppoBaHa, HO U3BECTHO €ro
[I0JIO)KEHUE HAa TEHETUUYECKOW KapTe. TeXHUKa IPOBEICHNs aHAIM3a TaKas )K€, KaK U
B IIPSIMOM AMAarHOCTUKE, HO JOOABISAIOTCA MaTEMaTUUECKUE PACUETHI.

MeToA reHeTHKH COMATHYECKUX KJIETOK.

B ocHOBe MeTona JekaT KyJIbTUBUPOBAHUE COMAaTHYECKUX KIIETOK YEJIOBEKA U
[OJy4YEeHUE U3 HUX KJIOHOB, UX MOpuAM3aIus U cenekuus. Tak Kak coMaTHYeCKHe
KJIETKH HecyT B ce0e Bech O00BbEM TI'€HEeTHMYeCKOH WH(OpMaluu, 3TO JAaeT
BO3MOXHOCTh HM3y4aTh Ha HUX T€HETUYECKHE 3aKOHOMEPHOCTH BCEro OpraHu3Ma.
Yaiie BCero HCHONB3YIOT KIETKM COEIMHUTENbHON TKaHu ((pubpodiactel) u
TUM(OUUTHI KPOBH.

ComMartnueckue  KJIETKM  OOJIaaloT  PSJAOM  OCOOEHHOCTEH:  OBICTPO
Pa3MHOXAIOTCSI HA MUTATEIBHBIX CPEAaX; JErKo KIOHUPYIOTCS U JAIOT T€HETUYECKH
OJIHOPOJITHOE€ MOTOMCTBO; KJIOHBI MOT'YT CIMBAThCA U J1aBaTh TMOPHIHOE TOTOMCTBO;
JIETKO TIOJBEPrarOTCsl CEJEKUMU Ha CHELUAIbHBIX IMHUTATEJIBHBIX CpPENax; KIETKU
YeJIOBEKA XOPOILIO U JIOJITO COXPAHSIIOTCS ITPH 3aMOPAKUBAHUH.

C nomouibo MeToja TMOPUIN3ALUN COMAaTUYECKUX KIIETOK:

a)  M3ydaroT MeTabOJMYECKHE MPOLECCHl B KIETKE;

0)  BBIABJISIOT JIOKAQJIU3AIMIO T€HOB B XPOMOCOMAX;

B)  HCCIEIYIOT T€HHbIE MyTAallUH;

I)  M3y4YalOT MYTareHHYI aKTUBHOCTb XUMHUYECKHUX BELIECTB.

MACCOBBIN ITPOCEUBAIOIINIT METO/I (CKPUHWHT) BBISIBJIEHW S

HACJIEJJCTBEHHOM ITATOJIOT M1

CxkpunuHr (0T aHrJ. SCreening - mpoceMBaHUE) - MacCOBOE OOCIICAOBaHUE
rpynn  HaceneHuss — (OepeMEHHBIX, HOBOPOXKACHHBIX, ATHUYECKUX  TpymN),
HaAIpaBJICHHOE Ha BbBIABICHHUE OOJBHBIX M HOCUTEJIEH MYTaHTHOTO T'€Ha, C LIEJbIO
OPEeyNnpexXICHUs POXKICHUS, paHHEH JIUArHOCTUKH, 3(PQPEKTUBHOrO JIEYEHUs U
NpOMUIAKTUKY TSKEIbIX OCIOKHEHUH OIpeIeJICHHbIX 3a00I€BaHUA.

MaccoBblIii, CKpUHIHTOBBI METOJI BBISIBJICHHUS HACJICICTBECHHBIX 3a00JICBaHUI
ABIIETCA OAHUM M3 3(P(EKTUBHBIX MOAXOAOB B JOKIMHUYECKOW IUArHOCTUKE U
BO3MOXXHOCTH HOpMOKomupoBaHusi ¢enoruna. llpocenBaroniye mnporpaMMmbl He
MO3BOJISIFOT ~ OKOHYATEIbHO  IOCTaBUTh  JWArHo3, a  TOJBKO  BBISBISIOT
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MIPEAMOIOKUTETHLHO OOMBHBIX JIFOCH. Y TOUHEHNE TUarH03a TPeOyeT uX MOBTOPHOTO,
MOJITBEPKAAIOLIET0 00CIeJ0OBaHUSI.

[To 3akmouennto BO3, CKpUHUHT ABISIETCA HAYAJIbHBIM 3TAallOM B KOMILIEKCE
JaNbHEHIINX JAUATHOCTUYECKUX M JICYEOHBIX MEpPONPUSITHI, HEOOXOAUMBIX MJIs
KOPPEKIIUU COCTOSIHUSA 3I0POBbS JIIOACH, CTpadatoluX TECTUPYEMbIM 3a00JI€BAHUEM.

TpedoBaHus K MPOrpaMMaM HEOHATAJIbHOI0 CKPMHMHIA HA
HacJeICTBeHHbIE 00J1e3HM («30J10TOH cTanaapT» BO3,1968):

- 3a00JIeBaHNE KIMHUYECKH U JIA0OPATOPHO XOPOIIO U3YyUEHO;

- yacToTa 3a00JIeBaHUs B MOMYJISIUNA IOCTATOYHO BBICOKAS;

- 3a00JIEBaHME TSHKEJIOE C BHICOKUM PUCKOM WHBAIMIU3AIMH WJIH JICTATbHBIM
HCXOJIOM;

- 11a00paTopHbIE TECTbl HE AT JIOKHOOTPUUATEIBHBIX PE3YyIbTaTOB,
COOTHOILIEHHE UCTUHHOMOJIOKUTEIBHBIX U JIOKHOIOJIOKUTEIIbHBIX HE MeHee 1:5;

- TECThl TEXHMYECKH MPOCThie, OE€30MacHble, SKOHOMHUYHBIE W OITUYECKH
IPUEMIIEMBIE;

- umeetcs 3PheKTUBHOE JISUCHUE TAHHOTO 3a00J1eBaHUS.

CKpHUHHMHIOBasi IPOrpPaMMa BKJIKYACT CIeAYIIIHNe ITANbI:

| sTam - mosydeHue 0Opa3IOB KPOBH y BCEX HOBOPOXKIEHHBIX Ha 3-7 IHU
KU3HU, TPAHCTIOPTUPOBKA B TAOOPATOPHIO U MPOCEUBAIOIIIEE TECTUPOBAHUE.

Il sTan - moaTBepknaromias J1abopatopHasi JAUATHOCTHKA W MOJIEKYJISIPHO-
F€HETUYECKOE MCCIIeI0BaHUE TTO3UTUBHBIX PE3YyJIbTaTOB MEPBUYHOTO CKPUHUHTA,.

Il »sTtam - panHee JsedyeHue (He mo3aHEe | Mec. TMOCIEe POXKACHUSN),
J1a00paTOPHBIN KOHTPOJIH 32 3()PEKTUBHOCTHIO JICUCHMUS.

IV sTam - MequKo-reHeTUueCcKOe KOHCYIbTUPOBAHUE CEMBH.

CxeMa opraHM3anuy CKpUHUHIA:

1 ypoBeHb - pOJIOBCIIOMOTraTeIbHbIE YUpeKaeHUs (3a00p, TPAaHCIOPTUPOBKA);

2 ypOBEHb - MEIMKO-TEHETUYECKUE KOHCYJIbTaluu (mpoBenenue 1 u 2 3Tamnos
CKpUHUHTA, JICUEHHUE, METMKO-TEHETUYECKOE KOHCYJIbTHPOBAHUE CEMbBH );

3 ypoBenb - pedepercHsie 1eHTpH (JIHK-muarnoctuka mpabGopaTtopHbIit
KOHTPOJIb Ka4e€CTBA KOHTPOJIb KaU4€CTBA JICUCHMUS] );

4 ypoBeHb - MEXAYHAPOHAS CETh IPOrpaMM CKPUHUHTA.

DEHUNKETOHYpHUSl, MYKOBUCLHI03, TaJlaKTO3eMHs, aJpPEHOTCHUTATbHbBIN
CUHPOM W BPOXKICHHBIH THUMOTHPEo3 (Tabimia 2) OTHOCATCS K TMATOJIOTHSIM, TPH
KOTOPBIX CBOEBPEMEHHO HAuaTO€ PaHHME JICUCHUE MOXET MPEJOTBPATUTh Pa3BUTHE
3a00seBaHus U TIIyOOKYI0 MHBaIUaM3alui0. Ha3BanHbIe 00JI€3HU SBIISIIOTCS CAMBIMU
YaCThIMU B MOMYJIAIMHU. DTO MOCTY>KUJIO OCHOBAaHHUEM BBEJECHUS BO MHOTHX CTpaHax
u B Poccum (Tabnuma 3) HEOHATAIBHOTO CKPUHUHTA BBIABJICHUS CpEeOu
HOBOPOXKJICHHBIX TPYIIIIBI PUCKA 110 STUM IISITH TTATOJIOTHSIM.

Tabmura 2.
3aboneBanus B MporpaMMe HEOHATAIBHOTO CKpUHHUHTA B Poccuiickoi
®enepaunu B pamkax HanmonansHoro Ilpuopurernoro IIpoekra «310poBbe» B

cdepe 3apaBOOXPAHCHHUSI.
3a0oieBanue Yacrora | Hauano CUMIITOMBI Jleuenue
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Oenunkeronypus | 1:4500 - | 3-6 mec. | 3agepkka pas3BUTHA, Cynopord, | Jluerorepanus
1:20000 «MBIITAHBIN 3arax» MouH, | ¢ 1-2 Mecsama
JEepPMAaTUT W TUIONUTMEHTALUS, | )KU3HU
YMCTBEHHAs! OTCTAJIOCTb
BpoxneHHbIi 1:3000 - | 1-3 mec. | Makpormnoccus, OTEYHOCTh, | ['opMOHOTEpaI
TUIIOTUPEO3 1:6000 3ajiepKKa pa3BUTHs, YMCTBeHHas | uss ¢ 2-3
OTCTaJIOCTh HeZelb KU3HU
["anakro3emus 1:14000 | 7-10 CpeiruBanusi, pBOTa, KenTyxa, | Juerorepanus
-1:60000 | cyTku remnaro- u ciuieHoMeranus, | ¢ 1-2 Henenu
OUPPO3  MEYEHH,  CYIOPOTH, | KHU3IHH
KarapakTa. JleTanbHOCTD
Bpoxnennas 1:10000 | 7-10 [IITP, conprepstomue Kpussl u | ['opMoHOTEpa
TUIepIia3us -1:15000 | cyTtku JETaNbHOCTh Yy  MAJbUMKOB. | MUA c 1
KOPBI 3-5nmer | Bupwimzanmss ~— TCHWTAIUMH Y | HEIETH
HAAMOYCUHUKOB JICBOYEK. KU3ZHU
MyxkoBucu103 1:2000 - | 3-5 MekoHHaIIbHBIN UIIEYC. depmeHTOTEP
1:2500 CYTKH OOcTpyKTHBHBIE anus ¢ 6 mec.
no 6-12 | OpOHXOJETOYHbIE U KHUIICYHBIC | KU3HU
Mec. 3a0oneBanus. PanHss cMepTh.
HOpMaTHBHBIMI/I AJOKYMCHTaMH, PETIIaMCHTHPYIOIIIUMHA IIPOBCACHHUC
CKpHHHHI'a CpCAd HOBOPOXIACHHLIX Ha Q)CHHHKGTOHypI/IIO u BpO)KI[GHHBIﬁ

TUIIOTUPEO03, sABisiercs mnpukaz M3 PO Ne 316 or 30.12.1993 r. «O
COBEPILIEHCTBOBAHUM MEJIMKO-T€HETHYeCKo cimyk0bl Mun3apaBa Poccuiickoi
denepanun»; Ha MyKOBUCLHI03, aAPEHOTEHUTAIBHBIA CUHAPOM U TAJIAKTO3EMHIO -
npuka3 Munsapasconpassutuss Poccun Ne 185 ot 22.03.2006 r. «O maccoBom
o0cie10BaHUM HOBOPOXKICHHBIX JIE€TEN Ha HACIEACTBEHHBIE 3a00I€BaHU.

Tabmuma 3.
CraHoBNEeHHE CKPUHUHTOBBIX TIporpaMm B Poccuiickoit deaepannu u 3a
pyOeKOM.
3abosneBaHus Poccust 3a pybexom
DEeHUITKETOHYpUS ¢ 1983-1984 rr ¢ 1964 ronma
BposxaeHHBbIN THIIOTUPEO3 c 1993 rona c 1973 rona
AnpeHoreHuTanbHbli cuHIpoM |c¢ 2006 Toma (B pamkax | IIpoBomuTcs  BO  MHOTHX
HAIIMOHAJILHOTO MPOEKTa IO | CTpaHax MUpa
I'amakTo3zeMus 3/IPaBOOXPAHEHHIO) [IpoBoguTcss B  HEKOTOPBIX
MyKoBUCIHI03 CTpaHax MHUpa

Jlist mpoBesieHrs CKPUHUHTA 3a00p KPOBU Y HOBOPOXKJICHHBIX MPOU3BOIAT HA
4-i1 neHb ku3HU (y HEJIOHOIICHHBIX - Ha 7-W JE€HB), UCIOIB3YIOT 00paser KPOBH,
B3STHIM W3 TATKM peOeHKa, B BHJAE Kalelb HAHOCAT Ha CICIHAIBHYIO
bunbTpoBanbHY0 Oymary. s mpoBeneHUsS HEOHATAIBHOTO CKPUHUHTA CpEeIu
HOBOPOXKJICHHBIX ucmonb3ytoTcss Haboper «Delfia Neonatal hTSN» (Wallac Oy,
Ounnsaaaus) u «TTI-nHeockpun» (MmmyHockpun, Poccus). Bce wuccnemoBanus
BBITIOJIHAIOTCS B 1a00OPATOPUSX MEIUKO-TEHETUYECKUX KOHCYJIbTALMM UK IEHTPOB.

BpokieHHbI TUIIOTUPEO3 HE OTHOCUTCS K HACJEICTBEHHBIM OOJE3HSIM, HO
BO3HUKAET y peOeHKa B MNEPHOJIe BHYTPUYTPOOHOTO DPA3BUTHUS H3-3a IMOPAKEHUS
IIMTOBUIHOM KENE3bl, HEAOCTATOUHOCTHA TUPEOTPOIIHOTO TOPMOHA U Ap.

Benymass mnpuynHa wW3MEHEHUS (QYHKIUW IMUTOBUIHOM KelIe3bl — 3TO
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BOCHAJINTEIbHBIE U3MEHEHUS B HEll, Te(EKThI B 3aPOABIIIEBBIX JIUCTKAX, IPUMEHEHUE
OepeMEHHOW TMOBBIIMICHHBIX J03 TUpeocTaTUYeckux mpenaparoB. [Ipu nedunure
IPOJYKTOB >KEJIE3bl CHIKAIOTCS OKHCIUTEIbHBIE MPOIIECCHl BO BCEX BUAAX OOMeEHa
BEIIECTB, YTO BEJAET K 3HAYUTEIHLHOMY HEPBHO-TICUXHYECKOMY M (DU3UYECKOMY
pa3BUTHIO peOCHKa.

[Ipy BpOXIEHHOM THUIMOTHPEO3E PpPaA3IUYAOT TpU (POPMBI:  JIETKYIO,
CpEeIHETSKENyIo U Tshkenyto. [locneausis (MUKceaemMa) perucTpupyercs cpasy mnocie
pOXKIeHHs peOeHKa - CIM3UCTBIA OTEK, OpaauKapAus, 3amopbl, 00ibII0N Bec (6omee
4000 T), BSJTOCTh, COHJIMBOCTH, OTJIMYAIOT OOJLHOTO peOeHKa OT €r0 CBEPCTHUKOB.
[Ipu OoTCyTCTBUU JI€UEHUS IPOTPECCUPYET OTCTAaBAaHUE MCUXUYECKOTO U (PU3HMUECKOTrO
pa3BUTHSL.

Yame BpOXKIECHHBIA  TUIOTUPEO3  MaHU(pecTHpyeT, OCOOEHHO  IpHU
€CTECTBEHHOM BCKapMJIMBaHMM, Ha 4-6-M Mecsne xu3Hu. o 3TOro BpemeHu
TUPEOTPOIHbIE TOPMOHBI PEOCHOK MoJIydyaeT ¢ MojiokoM Marepu. Co BpeMeHeM Hux
HEJOCTaeT OpPraHu3My, U Yy OOJIBHOTO PETUCTPUPYIOT TSKENIble COMATUYECKUE U
HEBPOJIOTMYECKUE CUMIITOMBI - JIE€TM HAYMHAKOT PE3KO OTCTaBaTb B POCTE, BECE,
IICUXUYECKOM Pa3BUTHM. BOJBHBIE BSUIO pearupyroT Ha OKpYyXKaroullee, MepecTaroT
y3HaBaTth poauteneld. ['omoc HuU3KMM, «kapkaromui». CaMoe BaXHOE TO, YTO
OPUMEHEHUEM TOPMOHOB IIMTOBUIHOW JKE€JE3bl, B YaCTHOCTH THUPOKCHHA, MOXKHO
OpEeJOTBPAaTUTh PA3BUTHE HWHBAIUAUZUPYIOMIEH CHUMITOMATUKM U  W3MEHUTH
COCTOSIHHE OOJIBHOTO B JIyYIITYIO CTOPOHY.

[ToporoBoii u@poil ypoBHS THUPEOTPOIMHOTO TOPMOHA LIUTOBUAHOW >KEJIE3bI
1u1st o0cnieryeMbIX B Bo3pacte oT 1 1o 7 anedt coctasisietr 20 MmcME/mn, nns nereit 14
nuer - 5 MKME/min u Bbiiie. JIeTu ¢ MOBBINIEHHBIMU 3HAYEHUSIMA TUPEOTPOITHOTO
TOPMOHA, BBISIBIICHHBIMU MPU HEOHATAJIbHOM CKPHUHUHIE, MOJAJIEKAT MOCTAHOBKE HA
JUCIIAHCEPHOE HAONIOZEHUE C 00S3aTeNIbHBIM MCCIEI0BAaHUEM KpPOBU HA YpPOBEHb
TUPEOTPONHOTO TOPMOHA, TPUHOATUPOHMHA U TUPOKCHHA.

[Ipu ckpuHUHTE Ha (PEHWIKETOHYPUIO NPOBOAST HCCIIEIOBAaHUE YpPOBHS
(eHmnananHa B KpoBHW. JleTsM M3 Ipynmbl pHcKa MOBTOPSIOT HCCIEIOBaHHE Ha
coJiep)kaHue (peHWIaJaHMHA C MCIOJIb30BAaHHMEM aMHUHOKHCIOTHOIO aHaJIW3aTopa,
IIPOBOJAT MOJIEKYJISIPHO-TEHETUYECKOE MCCIIEIOBAHUE, MIPU MOJIOKHUTENBHBIX TECTaX
YCTaHABIMBAIOT JAMAarHO3 (PEHUJIKETOHYpHs U peOEHKY CpOYHO Ha3HA4aloT
COOTBETCTBYIOIYIO IUETY U HEOOXOIMMOE JICUEHHUE.

[Ipy BBISIBIEHMM MYKOBHCIIM03a B Kauye€CTBE CKPUHHUHI-TECTA ONPEICISIOT
YPOBEHb HEOHATaJIbHOTO MMMYHOPEAKTHUBHOIO TPUIICHHA, KOHLIEHTpAILUs KOTOPOIO
IpY MYKOBHCIIMJIO3€ BBIIIE HOPMBI, T.€. cocTaBisieT O6onee 70 ur/mu. Jlanee nuarnos
YCTAaHABJIMBAIOT y JIeT€d TPyHmbl PHUCKA MOBTOPHBIM HCCIEIOBAaHUEM YPOBHS
UMMYHOPEAKTUBHOTO TPUIICHHA, MOJOXXHUTEIbHON MOTOBOW MpPOOBI Ha XJIOPHUIbI,
HazHauyaoT JJHK-nuarnoctuky mno BeisiBieHHI0 MyTauuu. HeoOHapyxkeHne MyTanuu
HE SIBISETCS MOBOJOM JUIsl MCKJIIOUEHHUs TUarHo3a MYyKOBHUCIHI03a. Y OOJBHOTO
MOXXET OBITh peIKas MyTalus, KOTOPYI0 HEBO3MOXXHO WACHTU(ULIHUPOBATH B
YCIIOBUSIX TaHHOW Ja00opaTopuu.

['pynny pucka nereid ¢ aapeHOT€HUTAIbHBIM CHHAPOMOM BBIABIISIIOT 11O
MCCIIe0OBaHMI0 B 00pasie kpoBu 17-runpookcunporectepona (17-OHP). [Toporosast
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nugpa KOHIIEHTpAMK 3Toro Oenka coctasiseT 30 HMOJIb/JI, TPU TaKOM MOKa3aTesie U
BBIIIIE HCCIeOBaHUE MOBTOPSIOT U BhioNHAIOT JIHK-auarnoctuky.

JI71s1 BBISIBIIEHUS TajlakKTO3€MHUH B MPEAOCTABIEHHOM B J1a0OpaTopuio oOpasie
KPOBU HOBOPOXIEHHOTO HUCCIEAYIOT COJEpKaHHe OOIIEH rajlakTo3bl (rajakro3a U
rasiakto3a-1-pocdar). PesynbTaT CKpMHUHTa MOXHO CUMTATh OTPUIIATEIILHBIM IPU
ypoBHe TanakTo3bl MeHee 400 mrmonws/n (7,2 mr/min). OKOHUYATEIbHBIM JUArHO3
raJlakTO3€MHUHU YCTaHABIMBAIOT TOJIBKO TOCIIE JETAIBHOIO UCCIEOBAaHUS aKTUBHOCTH
psiaa pepMeHTOB, 00YCIOBIMBAIONINX HOPMaJIbHBIA OOMEH TalaKTO3bl, U IPOBEACHHUS
MOJIEKYJISIPHO-TEHETHUECKOTO UCCIICIOBAHMS.

Tabmuna 4.
[Tepeuens 3a00JieBaHUM, BKIIOUYEHHBIX B TPOTPAMMbl MAaCCOBOTO
HEOHATaJHbHOTO CKPUHUHTA B Pa3HBIX CTpaHaXx.

['pynnel 3aboneBanus
AMuHOaMIOnaTHH/ (EeHUNTKETOHYpHUSI, JICHUIIMHO3, TOMOIIUCTUHYPHUS, IUTPYIUHEMUS,
aluaypun AprUHUHEMUS], TUPO3UHEMHUSI, HEJJOCTATOYHOCTh OMOTHHUAA3BI
Opranunueckue HEJIOCTAaTOYHOCTh APTUHUHOCYKUMHWI-KOA-nHaspl, mponuoHoBas
anuaypun/ auuaeMun anuAeMusi, ~ METUIMAJIOHOBas  alUAeMHus,  HEJOCTaTOYHOCTb
n300ytupun-KoA-geruiporenassl, HM30BaJCPbsIHOBAS  allUJIEMUS,
HEJ0CTAaTOYHOCTh 3-ruapokcu-3-metuinrinyrapui-KoA-nmuassl,

riyrapoBas auuiemMus Tl |, HEZOCTaTOYHOCTh 2-METUIOYTHUPUII-
KoA pgeruaporeHaspl, HEAOCTATOUYHOCTh 3-METHUIKPOHOTUII-KOA
KapOOKCHUIIa3bl, HEJIOCTATOYHOCTh OETa-KETOTHOJIA3bI

Jedextor HEJOCTATOYHOCTh KOPOTKOLICTIOUYEYHOM, CPEIHELENOYEYHOU WIH
B-oxucneHuss KMpHBIX | JUIMHHOIENoYeuHo ami-KoA-meruaporeHasbl, MHOXKECTBEHHAas
KHCJIOT HEJ0CTaTOYHOCTh  anmiI-KoA-meruaporeHasbl,  HEJOCTaTOYHOCTH

JUTMHHOLIETIOYEYHOU 3-runpoxcuanui-KoA-nerunporeHassl,

HEI0CTaTOYHOCTh KapHUTHHNAIbMUTOMNTpaHepasbl Tuml | u tun I,
HEIOCTaTOYHOCTh KAPHHUTHH/AIMIKaPHUTUHTPAHCIOKA3bI, Je(EeKTHI
TPAHCIOPTA KAPHUTHHA

Bpoxaennsie BPOXKJCHHBIH  THUIIOTHPEO3, BPOXKICHHAs THUIEPIUIa3us  KOPBI
SHIOKPUHOIATUU HaIIIOYEYHHUKOB

Hapymenuss  oOMeHa | ramakTo3emus

YIJIEBOJIOB

JInzocomurlie 6onesnu | 6onesns Teg-Cakca, 6one3nn I omie

Hapymenne MYKOBHCIIHI03

TPaHCIIOPTA

META0O0IUTOB

Bonesnu CUCTEMBI | TaJacCeMHsl, CEpIIOBUIHOKIECTOUHAS aHeMUs, NePUIUT TIIFOK030-6-
KPOBH dbocharaernaporeHassl

KoMmnboTepHble MPpOorpaMMbl IMATHOCTHUKH HACJIEICTBEHHBIX 00JI€3HEN.

JlnarHOCTHKAa MHOTOYHMCJICHHBIX (OpM  HACICACTBEHHBIX OOJE3HEW U
BPOXKJIEHHBIX TIOPOKOB Pa3BUTHS HEBO3MOXKHA 0€3 aHa/M3a JaHHBIX JUTEpaTyphl. B
CBS3U C OTHUM CO3/AIOTCSl KOMITHIOTEPHBIC HH(POPMAIMOHHBIE 0a3bl JAAHHBIX H
AHATHOCTHYECKHE MporpamMmbl. VX Ha3zHadeHWE - yCKOPUTH BHIOOP JMArHo3a U3
MHOXECTBAa TEHETHYECKH PA3HOPOIHBIX, HO KIMHUYECKH CXOJHBIX CHHJIIPOMOB,
NOMOYb Bpady MpoBeCTH AuPepeHIMaNbHYI0 JUarHOCTUKY U  OIpPEAeNIUTh
BEJIMYMHY MTOBTOPHOTO PUCKA POKIEHUS OOJIbHOTO peOeHKa.
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CuMnToMbl  0OJIE3HM BBOIATCS B KOMIIBIOTEp, 3aTEM OCYIIECTBIACTCS
KOMITBIOTEPHBI TOUCK BEPOSITHBIX JUAarHo30B B 0a3e JaHHBIX, C OMNHUCAHUEM
cuHapoma (mnu 6oJe3Hun) u hororpaduu 60ybHBIX. Jlanee Bpad MpUHUMACT PEIICHHE
0 crioco0e Bepu(uKaIuy JuarHosa.

B 3apy0OexxHolt nuTepaType €CTb HECKOJBKO KaTalloroB, COJEpKallux
noipoOHyI0 HHGOPMAIMIO O HACJIEACTBEHHBIX OOJIE3HSIX, T€HAaX U XPOMOCOMAax
YeJioBeKa. ABTOPBI ATUX KAaTaJIOTOB U MPOTPAMM - BEAYIIUE MEIUIMHCKUE TeHETUKH
V.A. McKusik (CIIIA); M. Baraitser, R. Winter (BenmukoOpuTtanus) u ap.

Menaeaupymomasi HacjaeAcTBeHHOCTh deqoBeka V.A. McKusik (CIIA).
Cy1iecTByeT ero UHTEpHET-BEPCUs - HHPOPMAUMOHHO-TIONCKOBAST MYJIbTUMEIUMHAS
cucTeMa. JDTOT KaTajor I'€HOB BbIIAEpkan yxe 15 uzmanuit ¢ 1966r., B TeKCTOBOM
BapUaHTE Nepen3aaércsd NPUMEPHO Kaxnaple 2 rona, ceiluac B HEM Oonee 13 000
crateil. Ero 3-e u3naHue ObUIO NEPEBEACHO HA PYCCKUW S3BIK IMOJ Ha3BaHUEM
«Hacnencrsennsie mpu3Haku uyenoBeka» (M., Menuiuna).

Oxkcdopiackas MequuMHCKasi 0a3a JAaHHBIX COCTOMT M3 JBYX yacrel: 1)
JlonmoHnckoit  0a3pl  JaHHBIX 1O  jgucMopdosiorn W 2)  JloHAOHCKOU
HeliporeneTnuyeckoi 0a3pl maHHBIX. O0e¢ 6a3pl ObuTn co3manbl M. Baraitser u R.
Winter  mis  KIMHHUYECKOW ~ JUArHOCTUKHA  BPOXAEHHBIX  aHOMAIMH |
HEWPOTCHETUYECKUX CHHAPOMOB.

Coznanve 0a3 JaHHBIX OBLIO OOYCIOBIEHO HEOOXOJUMOCTHIO JUATHOCTUKU U
obecrieyeHus: TeHETUYECKOIO0 KOHCYJIBTUPOBAHUS COTEH peAKux cuHApoMoB. Oda
aBTOpa - ONBITHBIC KJIMHUYECKUE I'CHETUKH, U CUCTEMa OCHOBaHa BO MHOTOM Ha MX
KJIMHUYECKOW TMPAaKTUKE M OMbITE. COAEPkKHUT HHPopmanuio Oosnee yem o 2300
HEXPOMOCOMHBIX CHHIPOMOB C MHOKECTBEHHBIMHM IIOPOKaMH pa3BUTHSI U O 2198
CHUHJIpOMaxX C HACJEACTBEHHBIMH HAPYIICHUSMU ILEHTPAIbHOU U Tmepudepuydeckoit
HEPBHOW CHCTEMBI.

B Menuko-renernueckoM HaydyHoM LieHTpe PAMH co3maHbl pyccKosI3bIYHBIE
IpPOrpaMMbl JJisi TMarHOCTHKU HAacleJCTBEHHBIX Oose3nedt oomena BemectB (K.JI.
KpacHomnonbckasi 1 coaBT.), BpOXKAEHHBIX MOpokoB pa3Butusa (B.M. Usanos, JI.5.
JleBuna, JI.M. KoHncrantruHoBa u ap.).

CHUHI'EH (cuHApPOMBI T€HETUYECKUE) - WJUTIOCTPUPOBAHHAS
nHpopmarmoHHass auarHoctudyeckas cucrema o 2000 cuHIpOMax BpPOKIEHHBIX
MMOPOKOB Pa3BUTHS uenoBeka. [1o KaxaoMmy CUHApOMY - TModHas 0a3a MaHHBIX H
oubnmuorpadus. CHUHI'EH mno3BosisieT  KOMMBIOTEPU3UPOBATH  PETUCTPALUIO
NAlUEeHTOB, IS CTaHAAPTU30BAHHOTO OMHCAHMUS KIMHUYECKOW KapTHUHBI MMEETCS
cinoBapb Ha 1200 TepmuHOB. CHCTEMa OCYIIECTBIAECT MOUCK CUHAPOMOB MO HaOOpy
CHUMIITOMOB M BBICTPAUBAET Psijl CXOJIHBIX CUHIPOMOB (AMArHO3bI-KaHAUAATHI), JAET
CIIpaBOYHOE OINKCaHue BbIOpaHHOTO cuHIApoma u3 0asel gaHHbix. CHUHI'EH
UCTIONB3YETCSl  IIMPOKUM  KPYroM  CHeluanucToB i auddepeHinanbHoi
JTUArHOCTUKH PA3JIUYHBIX CUHJIPOMOB BPOXKJAEHHBIX IOPOKOB Pa3BUTHSI.

XPOJAUC (xpoMocoMHble gucMopduu) - HWHGHOPMAIMOHHO-TIOMCKOBAS
CUCTEMA TI0 HAPYIICHUSIM Pa3BUTHS XPOMOCOMHOM dTHONIOTHH. OHA BKITIOYAET B ce0s
JTAHHBIE O KIMHUYECKOW KapTHHE Kakaoro 0ombpHOro (60see 2000 60IBHBIX) ¢ MOHO-
n tpucomusimu. XPOIMUC «BbIOMpaeT» M3 KOMIBIOTEPA XapaKTEPHUCTHUKY
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KJIINHUYECKOM KapTHUHBI IMAIMEHTOB C ONPEACIEHHOM XPOMOCOMHOM WM T€HOMHOU
MyTanuen. B cucreMe ecTb HUTOT€HETHYECKAsi HOMEHKIIATypa U CJIOBHUK TEPMHUHOB,
MO3BOJISIOIINX ONUCHIBATH (DEHOTUI OOJIBHOTO.
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