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1. BBenenue
[lo mannbiM  BcecemupHOil  opranumszauuu  3ApaBooxpaneHus 2,5-3%
HOBOPOJKJICHHBIX HMMEIOT pa3jInyHble MOpokHu pa3zButusa. B 1,5-2% cnydaeB atu
MOPOKH BO3HUKAIOT B MEPUOJI BHYTPUYTPOOHOTO pa3BUTHS OyayIIero pedeHka u3-
3a BIIMAHMS HEONaronpusiTHbIX (akTOpoB BHeWIHEW cpeabl. Hepenko stumu
dbakTopamMu SBSUIIOTCSI BHYTpUYTpOOHBbIE HH(eKnuu. B ocTanbHBIX cCiydasx
3a00JieBaHNE MMEET TeHeTHUYeCKylo mpuponay. V3BecTHBIN OenopyccKuil reHeTHK
akagemuk ['. M. Jla3tok oObeAMHSET pa3iIMyYHbIE MO MPOUCXOXKIACHUIO MOPOKU —
HACJICJICTBCHHBIC (SHJOTCHHBIE) W MPUOOPETEHHBIE (SK30T€HHBIE), E€IUHBIM
TEPMUHOM - BpOKJeHHble Nopoku pa3Butus (BIIP). Ilpu sToM nomyckaet, 4to
BPOKICHHBIMU ~ OOBIYHO  HA3bIBAIOT  IMOPOKHM, BO3HUKIINE B  MEPHOJE
BHYTPHYTPOOHOTO Pa3BUTHS IUI0JA MO BIUSIHUEM HWH(MEKIUH, TEPATOr€HHBIX WU
JPYTUX BpPEIHBIX BHEIIHMX Bo3jaecTBuil. Ha pomo momoOHOM maToimoruu
npuxoautcs: 6onee nosoBuHbl BIIP. B octanbHbIX ciiydasx NTpPUYUHONW Pa3BUTHS
BIIP ABnstOTCS CTPYKTYpPHBIE HAPYIIEHUSI TEHETHYECKOTO MaTepuaia B IOJIOBBIX
KIeTkax poauteneil. B pesynprare manudecranmu BIIP B Teuenue 1-it mexanmp
XKU3HHM, a Takke  OoJee TMO3[IHEro BBISBICHHS, YacTOTa 3TOM MaTOJOTUU
BO3pactaer 10 5 - 7%. [enenue 3aboneBanuil y peOeHKa Ha HACJICACTBEHHYIO U
BPOXKICHHYIO KpaiilHe Ba)XKHO Kak JUJIsl NpPOrHO3a Te4YeHHsl 3a00JjeBaHUS U
BBIPAOOTKH TAKTUKU BEACHUS OOJBHOTO, TaK M i1 MEIHKO-TEHETHUYECKOIro
KOHCYJbTUPOBAaHUSI CEMbU B OTHOILEHUU 3/I0pOBbs OynylIUX OpaTbeB-cecTep
(crOcoB) U COOCTBEHHOI'O MOTOMCTBA OOJIBLHOTO.
2. Knaccupukanus HacjaeACTBEHHbIX 00J1e3Hel
HacnenctBennbsle 00ne€3HM pa3AeisiiOT Ha JBE TPYIIbI: XPOMOCOMHBIE H
TE€HHBIE, TO €CTh CBSI3aHHBIE C «IIOJIOMKaMH» Ha YPOBHE XpPOMOCOM  HWIJIU
WHIMBUIYAJIbHBIX T€HOB. ['eHHbIe 3a00i€BaHMsI, B CBOIO OU€pellb, Pa3leisaioT Ha
MOHOT€HHbIE W MyJbTU(aKkTOpHaibHble. [IpoucxokneHne MnepBbIX 3aBUCUT OT
HaJu4usl MyTallui B ONPEAEIEHHOM reHe. MyTanuu MOTYT HapylwaTb CTPYKTYpY,
MOBBIIIATh WJIM CHWKATh KOJIMYECTBEHHOE COAEPKaHUE KOIUPYEMOIO TI'€HOM

Ooenka. Bo MHorux ciydasx y OOJIbHBIX HE OOHApYyXMBAE€TCI HU aKTUBHOCTH



MYTaHTHOTO O€Jika, HU ero UMMyHoJoruueckux ¢Gopm. B pesynbrare HapyimaroTcs
COOTBETCTBYIOIIME OOMEHHBIE MIPOIECCHI YTO, B CBOIO OUEPEb, MOXKET MPUBOIUTH
K aHOMQJIbHOMY pa3BUTHIO WK (YHKIMOHUPOBAHUIO PA3JIMYHBIX OPraHOB U
cucteM OombHOro. Cpeaun 5000 MoHOreHHBIX 3a0ojieBaHUN  HamOoJee
pacnpoCTpaHEHHBIMU  SIBIIIIOTCS  (DEHUJIKETOHYpPHUS, MYKOBHUCIIUIO3, aJIpEHO-
TeHUTAIBHBIA CHUHAPOM, rajakrozemusi, Mmuomuctpodus iomenna/bekkepa,
remodunusa A u B, KkoTopsie HEOOXOAMMO 3HATH JIFOOOMY TPAMOTHOMY TIETUATDY..

Mynbrudakropralibibie 3a00jieBaHUS 00YCIOBIEHBI KOMOWHUPOBAHHBIM
JeCTBHEM HEONaronpusaTHBIX (DAKTOPOB OKPYXKAIOMIEH Cpelbl W TeHETHYECKHUX
dakTopoB pucka, (HOPMUPYIONIMX HACIEACTBEHHYIO TMPEAPACIONIOKEHHOCTh K
3a00JIEBaHUIO. K »sToli rpynme 3abosieBaHUMM OTHOCHUTCS —IOJABISIOLIEE
OOJBIIMHCTBO XPOHUYECKHX OOJEe3HEel YeNoBEeKa C MOpPaXKEHUEM  CEpACHHO-
COCYIHCTOM, AbIXaTEIbHOM, 3HIOKPUHHOM M Apyrux cucreMm. K 3Toil rpymmne
3a00JIeBaHUN MOKHO OTHECTHU U 5]l UHPEKLIUOHHBIX 00JIe3HEN, HYyBCTBUTEIHLHOCTD
K KOTOPBIM BO MHOTHX CIyYasX TakKe T€HETUYeCKH JeTepMUHHpoBaHa. B
HACTOsAIIEE BpEeMsl B KaueCTBE I'€HETUYECKUX (PAKTOPOB pUCKA paccMaTpPUBAIOT
IIMPOKO  pPACHpPOCTPAHEHHBIE CpPEAM  HACENCHUA TMOJUMOpP(HBIE — aJIeINH,
oOnajaronye OTHOCUTEIBHO HEOONBIIUM MOBpexaatonmM dddexkrom Ha
¢yHkuio reHa. Te TreHbl, NOAUMMOpPGHBIE auIead KOTOPBIX YYacTBYIOT B
(GbopMUPOBaHNN HACJIEICTBEHHOW TMPEIPACTOIOKEHHOCTH K  OMPEIeICHHOM
MaTOJIOTMH, WHOT/IA HA3bIBAIOT TE€HAMHU MPEAPACIIONONKEHHOCTH WJIM TeHAMU-
KaHauaatamu. J{s pa3sHbeIX MynbTH()AKTOPHAIBHBIX 3a00JieBaHUi HAOOp TeHOB-
KaHIUAATOB Pa3HbI U WX YHCIO MOXET JOCTUTaTh HECKOJBKHX JIECATKOB WU
naxe coteH. [IoMck Takux reHOB OCYIIECTBISIETCS C YYETOM 3HaHUK 00 OCHOBax
ATUOJIOTUH U MaTtoreHesa 3abosieBanus. Kakue mMeTabonueckre IUKIIbI 1e(QeKTHBI
npu TeX WM WHBIX 3ab0orneBanusax? Kakwe Oenku Omepupyror B ITHX
NATOJIOTUYECKUX META0OJIMYECKUX HUKIAX U KaK YCTPOEHBI T'€Hbl, KOJUPYIOLINe
ot Oenku? MMerTes au TaM noauMopdHbIe aieiy, yxXyamaromnme paboTy Beei
MeTabOIMYECKOl CUCTEMBl B IIEJIOM, M HE SBISAIOTCA JIW OHU T€HETUYECKUMU

dakTopamMu pucKa pa3BUTHS OIpeAesieHHON maronoruu? Jlns oTBera Ha 3TOT



MOCIEAHUNA BOMPOC TPOBOAAT CpPaBHEHHE YACTOT MOJUMOP(HBIX asuieneil B
BBIOOpKAX OOJIBHBIX W 3J0pPOBBIX Jitojaei. CuuTaercs, YTo NOJUMOP(HBIA ajlieiab
y4yacTByeT B (OPMUPOBAHMM HACJIEACTBEHHOM MpPEAPACHONIOKEHHOCTH K
3a00JIEBAaHUIO B TOM CIIy4ae, €CIIM €r0 4acTOTa y OOJIBHBIX JOCTOBEPHO IPEBHIIIAET
KOHTPOJIbHBIN ypoBeHb. Hampumep: cyliecTByeT IHOBBIIIEHHAs BEPOSTHOCTh
BO3HUKHOBEHUS y MallMeHTa MH(papKTa MHOKapJa WIN Pa3BUTUS aTEpOCKIepo3a
IpU HATMYUK TTOTUMOPQHBIX ajieeld B TeéHaX, OTBETCTBEHHBIX 3a ONTUMAIbHYIO
paboTy cepAeUHO-COCYUCTON CUCTEMBI. ITO MOTYT OBITh I'€HbI, YJaCTBYIOIIUE B
KOHTPOJIE  JMOUAHOTO METabO0JU3Ma, PEHUH-aHTMOTEH3UH-aJIbIECTEPOHOBOM
CUCTEMBI WJIM CHUCTEMbI CBEpPThIBaHUS KpoBH W (QuOpuHonmza. C pa3BUTHEM
MEAMIMHCKOW TEHETUKU YYEeHbIe OTKPBIBAIOT BCE OOJbIIEE YHUCIO T'EHOB-
KaH/IUJATOB, OT aJUIEJbHOTO COCTOSIHHUSI KOTOPBIX 3aBUCST MPOUCXOXKIEHUE U
TSKECTh TEUCHMSI 3a00JIEBaHNsI Y KOHKPETHOTO MalueHTa.

3. 'eHeaJIOTMUECKUIA MCTOJ UCCICAOBaAHUA

CyIecTBYIOT pa3iM4HbIe METOJbl HU3YyUYCHHUS HACJCJACTBEHHBIX OOJE3HEH:
reHeaJJOrMYeCKUi, OJIM3HEIOBBIH, LIMTOTCHETUYECKUI, MOJICKYJIAPHBIH,
OMOXUMHUYECKUNA, MOMYJSALOHHBIM W T. 1. ['€HeaJornyeckuil aHamu3 SIBISETCS
CaMbIM PpAacpOCTPAaHECHHBIM, HamOOJIeE TIPOCTHIM U OJHOBPEMEHHO BBICOKO
WH(MOPMATHUBHBIM METOJIOM, JOCTYIHBIM KaXXJIOMYy, KTO HMHTEPECyeTcCs CBOeH
POJIOCIIOBHOM U HcTOpHEl cBoeil ceMbu. OH He TpeOyeT HMKAaKMX MaTepuaIbHbIX
3aTpaT U annapaTtypbl. OCTajabHbIE METObI SBJISIIOTCS YACIOM CIICIIMATHUCTOB.

YOexaeHbl, 4TO CO BpEMEHEM B KaXJI0W MeAUaTpUYECKON UCTOPUHU 00JIe3HU
OyzeT mpejacTaBieHa pOAOCIOBHAs MallMeHTa, Kak o0s3aTe/ibHasl 4acTh aHaMHe3a
*u3HU. O HEOOXOAMMOCTH 3TOro emie B 60-¢ rogsl MPOILIOrO CTOJCTHS IMHCAIH
Haly y4yutens, npodeccopa JICHUHTPAICKOTO MEAUMATPUUECKOTO MEIUIIMHCKOTO
uHctutyra (upiHe CIIOITIMA), akamemuk PAMH A. ®©. Typ u umeH-kopp.
PAMH E. ®. /laBunenkoBa. PogocioBHas pacKpbhIBaeT MEIUKO-IATOJIOTMUECKHI
GboH ceMbH, TIO3BOJIAIONIMNA C OMNPEAEICHHOM TOYHOCTBIO CYJIUTh O THIIE
HACJICIOBAHMS TIATOJIOTHH, O YJICHAX CEMbH, HYXIAIOIMUXCS B OOCIEIOBAaHUM U

Ha6JIIO,Z[€HI/II/I Bpaya. Ham omnbiT IMIOKa3bIBA€T, 4YTO BO BpPECMA COCTABJICHUSA



POIOCTIOBHON BO3HMKAET 3HAYUTENIBHO 00Jiee TEIUIbIi U TOBEPUTEIbHBIN KOHTAKT C
OOJBHBIM U €T0 POAHBIMH, YEM MPOCTO Pa3roBOp O O0yE3HIX OIM3KUX. XOPOIIIO
COCTAaBJICHHAs] POJOCIOBHAs IIOMOTaeT MPOTHO3UPOBATH COCTOSIHUE 300POBbS
NAlMEHTa, €r0 POACTBEHHUKOB, UX JETEH U OyIyIIero NoTOMCTBA.

OcHoBarelleM TIE€HEAIOrHYeCKOro METOJAa H3YyYEHHUS HACIEICTBEHHOCTH
cuntaercs Hemenkuii ucropuk O. Jlopenu, onyOnukoBaBmumii B 1898 romy
y4eOHHK TEHEAJOTMH, B KOTOPOM  pacCMaTpUBAIOTCS  3aKOHOMEPHOCTHU
MIPOUCXOXK]ICHUS PA3IMYHBIX ceMelHbIX 3a00neBanuil. B 1912 roxy amepukanckuit
€BIrE€HUYECKUN WHCTUTYT BIEPBBIE OMYOJHMKOBaN 0O0pa3lbl NPsIMOJIMHEWHBIX
POJIOCIIOBHBIX TaOJUI, KOTOpPBIE HMCHOJB3YIOTCS J0 HACTOSIIEr0 BPEMEHHU, HE
MpeTepneB, MNPAKTUYECKH, HUKAKUX H3MEHEHUW. CUMBOIIBI, MPUMEHSIEMBIE MPHU
COCTABJIICHHH POJOCIOBHOW, OTpPaXX€Hbl HAa pucC.l, NPUHUUI COCTABJICHHS
POIOCIOBHOW MpEACTaBiIeH Ha puc. 2. JIMIO, C KOTOPOrO HAYMHAETCSA AHAIIN3
POJIOCIIOBHOM, HAa3bIBAaeTCs MPOOAHI U JAJEKO HE BO BCEX CIIydasX 3TO ObIBaeT
00JBbHOM, 0COOCHHO B JE€TCKOM MPAKTHKE.

4. XpomocomHbIe 00J1€3HU

N3BecTHO, 4TO AUIUIOUIHBIA HAOOpP XPOMOCOM YeJIoBEeKa COCTOUT U3 23 map,
TO €CTh B SJIpaX COMATHYECKUX KJIETOK NpUCYTCTBYET 46 xpomocom. Kaxnas
mapa XpOMOCOM XapaKTepHU3yeTcs OIpelneleHHOM (opMoil M pUCYHKOM
okpatrBaHusi. COBOKYITHOCTh XPOMOCOM C y4€TOM OCOOEHHOCTEH, KacarolmMXcs
ux 4ucia, (GopMbl M CTPYKTYPHI, Ha3bIBaeTCA KapHOTUIOM. CrHenuainucThi-
UTOT€HETUKN MOTYT OTJIMYATh PA3IMYHbIE MApbl XPOMOCOM M CIEAUTH 3a TEM,
HET JIM TIOBPEXKJCHUN B KOJIMYECTBE M CTPYKTYpE XPOMOCOM, TO €CTh HET JIH
HapyIIEHUN KapuoTumna. Y KEHIIUH 00€ XPOMOCOMBI KaXKJ0W Mapbl MOJIHOCTHIO
TOMOJIOTHUYHBI APYT APYTy Mo (HopMe U PUCYHKY OKpAaIllUBaHUA. Y MY>KUHH Takas
TOMOJIOTUSI COXPAHSIETCSI TOJIBKO I 22 map XpOMOCOM, KOTOPbIE Ha3bIBAIOTCS
ayrocomamu. OctaBmiasics mapa y My>K4iH COCTOUT U3 ABYX Pa3JIUYHBIX MOJOBBIX
xpoMocoM - X ¥ Y. Y KEHIIUH TOJIOBBIE XPOMOCOMBI MPEICTABICHBI ABYMS
TOMOJIOTUYHBIMU X-XpoMocomaMu. [lojioBble KIIETKH, KaK MYXKYUH, Tak U

KEHIIMH COJEP)KAaT TOJBKO OJWH TalJIOMAHBIA HA0Op XpPOMOCOM, TO €CTh 23



XpoMocoMmbl. Bce siilekneTku HecyT 22 ayTocoMbl MU X-XpOMOCOMY, a BOT
CIEPMATO30U/Ibl PA3NIMYAIOTCS — IOJIOBUHA M3 HUX HUMEET TaKoW ke Habop
XpOMOCOM, KaK W SIMIEKIETKH, a B JIPYrOM IMOJOBUHE BMECTO X-XPOMOCOMBI
IpUCYTCTBYET Y-xpoMocoMma. [lpu omnmomoTBopeHNH OBOIHONW HabOp XpomMocoM
BOCCTaHaBNMBaeTca. TakuM 00pa3oM, y JIMI] KEHCKOro Ioja HaOroaaeTcs
CIICAYIOIINI TUTUIOUIHBIN Habop xpoMocoM — 46,XX, a y JUIl MY>KCKOTO Tojia —
46,XY. B mporecce OIUIOAOTBOPEHHUS  OCYLIECTBIISIETCS  XPOMOCOMHOE
omnpejiesieHre noja Oyayniero pedeHka. 9To TakK Ha3bIBaeMbld MEPBUYHBIN 110,
ONPENEIICHNE KOTOPOTO KpalHE BAXXHO IPU PA3JIMYHBIX HAPYLIEHUAX ITOJOBOU
mupepeHunpoBKH manueHTa. [lpu 3ToM KTO poauTcs - A€BOYKA WA MAJIBUYUK -
3aBUCHUT OT TOI'0, KAKOW CIIEPMATO30M]I IPUHSII y4aCTHE B OILUIOAOTBOPEHHUH, TOT,
KOTOpPBIA HeceT X- XpOMOCOMY WJM TOT, KOTOpbId HeceT Y-xpomocomy. Kak
IIPaBUJIO, TO CIyYaWHBIM MPOLECC, NO3TOMY JEBOYKH U MAIBYUKUA POKIAIOTCS
IIPUMEPHO C PABHOU BEPOSTHOCTHIO.

bonesnu, OOyCJIOBJICHHBIE ~ aHOMAJUSIMU  KapUOTHIIA, HA3bIBAIOTCS
XpOMOCOMHBIMH. Kak mpaBmio, 3TO OYEHb TSDKEJBIE COCTOSHHS  C
OJIHOBPEMEHHBIM MOPAKEHUEM MHOTUX CUCTEM U OpraHoB. OHON U3 BO3MOKHBIX
IPUYUH XPOMOCOMHBIX 00JIE3HEH MOKET OBITh «IIepe3peBaHue)» raMeT B MEPHOe
KOMYJIIMA. B HEKOTOPBIX CilydasiX CIEpMATO30M/I «BCTPEYAETCS» C SULIEKIETKOM
HE B MEPBbIE YaChI MOCJE MPOHUKHOBEHHUS B MATKy, KaK 3TO 3allpOrpaMMHUPOBAHO
OPUPOIONA, C 3aKOJAMPOBAHHON CHJIOM W CKOPOCTHIO pa3pbiBasi MeMOpaHy
ANIEKIETKH, a uepe3 24-72 yaca. 3a 3TO BpeMsI MPOUCXOJUT «IIEPE3PEBAHUEN
MOJIOBBIX KJIETOK (Yalle SULEKIETKH), YTO IPUBOJUT K HAPYUIEHUIO «IIPOTPaAMMBI
BCTpEYM». 3aMETUM, YTO ONTHUMAJIbHBIM BPEMEHEM 3a4aTHs SIBISETCS CepearHa
MEHCTpyainbHOTO 1uKia (12-14 nens).

XpoMOCOMHBIE OO0JIE3HHM MOTYT OBITh OOYCIIOBJICHBI HapyIICHHEM YHCia
XpOMOCOM WJIM HX CTPYKTYpbl — YHCIOBBIE WU CTPYKTypHble alOeppauuu
COOTBETCTBEHHO. MX JuarHocTuka MPOBOAUTCS IMYTEM LUTOT€HETUYECKOIrO
aHanu3a kapuotuna. OCHOBHas Macca 3apoJibllIed ¢ IUCcOATaHCOM XPOMOCOM

noru0aeT B paHHUN MEpUOJ pa3BUTHUA IJIoja — B 1-il TpuMecTp OepeMeHHOCTH



maTepu. YacTo KEHIIMHA Ja)Xe He 3amMedaeT MOJ00HOW OepeMEeHHOCTH W
pPacCLEHUBAET CBOE COCTOSIHUE KaK 3aJ€P>KKYy MEHCTPyaJIbHOrO LIMKAA. J{s geTeit ¢
XPOMOCOMHBIMH TE€PECTPONKAMHU XapaKTEPHO HaJW4yue MHOKECTBEHHbIX BIIP,
YMCTBEHHOM OTCTAJIOCTH U IPYTOM TSKEIJION ITATOJOTHH.

XpoMocoMHbIe 00JIE3HU PEAKO HaclenyloTcs, U Oosiee yeM B 95% ciydyaeB
PUCK TIOBTOPHOTO POXKIEHUS B CEMbe OOJIBHOIO pedeHKa C XPOMOCOMHOM
[ATOJIOTMEN HE TMPEBBIIIAET OOIIETONYJIAIHMOHHOIO ypoBHA. HckinroueHue
COCTABJISIIOT T€ Cly4aW, KOIJla pOJAUTENN OOJIbHOro peOeHKa HecyT
cOaJlaHCUPOBAaHHBIE XPOMOCOMHBIE TIEPECTPOMKH, Yallle BCErO TPAHCIOKALMH, PU
KOTOPBIX HE MPOUCXOJUT YTpaThl T'€HETUYECKOro Marepuaina. TpaHCIoKauusIMH
HA3bIBAKOTCS TAaKUE CTPYKTYPHBIE MEPECTPOMKH, IPU KOTOPBIX  IPOUCXOIUT
B3aMMHBI OOMEH MEXJy CerMeHTamMu JABYX pa3HbIXx XpomocoMm. Hocuremu
cOaaHCUPOBAHHBIX TPAHCIOKALUN SABIISIOTCS MPAKTUYECKH 3OPOBBIMU JIHOJbMH,
HO BEPOSITHOCTh Y HHUX BBIKUJBIIIEH, 3aMEPIINX OEPEMEHHOCTEH WM POKICHMUS
JeTell ¢ HecOaJIaHCHUPOBAaHHBIMU XPOMOCOMHBIMHU IEPECTPOMKAMH, a 3HAYUT C
XpOMOCOMHBIMU ~ OOJIe3HSIMH, O4YeHb Benuka. [loatomy mpu Oecmonuu,
MEPTBOPOKACHUIX, MPUBBIUHON HEBBIHAILIMBAEMOCTH OEPEMEHHOCTU (IBYX H
Oonee), a Takke NMpPU HAJUYUU B CEMbE peOEHKa C XPOMOCOMHOM MaTOJOrHei
HEOOXOJMMO MPOBOJUTH aHAIW3 KapUOTHIA KaXXJIOT0 M3 POAUTENIeH C LENbIO
JTMArHOCTUKHU cOaJaHCUPOBAHHBIX XPOMOCOMHBIX nepecTpoek. [1o1o0HbIi aHanu3
JenaeTcss B MEOUKO-TEHETMYECKMX  KOHCYJbTAalMAX M B HEKOTOPBIX
CHeUaIN3UPOBAHHBIX JTA00PATOPUSIX.

Cunopom [layna. K Hanbosee 3BECTHBIM YUCIOBBIM aHOMAJIHMSIM XPOMOCOM
oTHOCUTCA cuHApoM JlayHa, omHa wu3 (GOpM YMCTBEHHOHW OTCTaJIOCTH,
0OyCJIOBJIEHHAsA HaJIUYHUEM JOMOJHUTENbHOU 21 XpomMocoMbl — Tpucomus 1o 21
xpoMocome. KapruoTun OGOJIBHBIX KEHCKOTO U MYy»KcKoro mona - 47, XX (+21) u
47,XY (+21), coorBercTBeHHO. YacToTa 3a00s€BaHUS CPEAN HOBOPOXKIICHHBIX, B
cpeadeMm, coctaBisger 1: 700. Jlmarnoz cunHapoma JlayHa AoKE€H OBITh
IPEIOJIOKEH HEOHATOJIOTOM Cpasy IOcCJe POKIEHUS O0JIpHOrO pedeHKa, a 3aTeM

HCTIPEMCHHO IIOATBCPIKIACH aHAJIM30M KapHOTHIIA. bonbHbIC CUHAPOMOM I[ayHa



OTIINYAIOTCS CBOCOOpa3HBIMH (PEHOTUIMMYECKUMHU OCOOEHHOCTSIMH, TIPEKIE BCETO
JUIEBEIMH  aHOMAJIMSIMH, XOPOIIO HW3BECTHBIMH JIFOOOMY  METUITMHCKOMY
pabotHuky. Kpome toro, y MmHOrux 60ibHbIX (B 60% citydeaB) HaOr0gaeTCs 0JiHA
OoJiblllasg momnepedHas 00po3aa Ha JaJJOHU, HepeaKo Ha AByX. OTMeTum, 4To B 3%
clly4aeB Takasi 60po3a NpUCYTCTBYET U Y 370POBBIX Jtojiel. [loaToMy TONbKO Ha
OCHOBAaHMM J3TOTO TpHU3HAKA HENb3sl MpeamnoyiaraTh cuHapom JlayHa vy
HOBOPOXKJICHHOTO, TeM OoJjiee cooOIaTh O CBOEM MPEAIOIOKEHUN MaTtepu 0e3
aHanu3a JaHHBIX Kapuotuna. K coxkajaeHuto, Mbl BCTpeUdaau Mo100HbIe Ka3yChl B
MPAKTUKE HAYMHAIOIIUX HEOMBITHBIX Bpaueid, 4TO MPOBOLMPOBAIIO MPEKpalicHue
Jaktanuu 'y Marepu. Hepenko y OosibHBIX cuHApoMoMm JlayHa HaOmr0gar0TCs
BPOKAEHHBIE TOPOKH CEPJILIA, )KETYHO-BBIICIUTEIIBHON CUCTEMBI, JIEUKO3.

B 3-4% wHaOmroneHuil perucTpupyercs TPAHCIOKAIMOHHBIM BapHaHT
cungpoma Jlayna. IIpu 3ToM y OZHOTO W3 pOAUTENEH MPU HAJUYUU IOJHOTO
HaOopa u3 46 XpOMOCOM HMEETCS TpaHCIOKaIus  MEXay cermeHTamu 21
XpOMOCOMBI W OJHOW U3 Jpyrux XxXpomocoM. Yaiie Bcero HaOm0aaeTCs
TpaHcioKalus 3-ro cerMeHTa Xxpomocombl 21 Ha 13-10 wnm 15-10 XpoMOCOMBI -
TpaHCIOKalMoHHbIe BapuaHThl 21/13 wmm 21/15. OOMeH cerMeHTaMu MOXET
MpPOU30UTH Ha caMoi 21-i XpomMocoMe — TpaHCIOKAalMOHHBIM Bapuant 21/21.
TpaHcnokauuu MOTYT HaclieoBaTtbcsi. HecMOTps Ha TO, YTO HOCUTENIM TAKUX
TPAHCIOKAIMI  SIBJISIFOTCSL MPAKTUYECKH 3JI0POBBIMHU JIIOJIbMHU,  BEPOSITHOCTh
BBIKUJIBIIIICH WM 3aMepInX OepeMeHHOCTe y HHUX O4YeHb Benuka. [lpu
TpaHciaokanuu 21/21, He3aBUCUMO OT TOTO MMEETCS OHA y MaTepu WU OTIIa,
puck poxnaenus pebenka c cunapomom Jlayna pasen 100%. Ilpu apyrux
TPAHJIOKALUSIX CErMEHTOB 21 XpOMOCOMBI y IKEHIIHUHBI WA Y MY>KYUHBI 3TOT
PUCK 3HAYUTEIBbHO MeHblle U coctaBisieT 10% wu 2-3%, cooTBeTcTBeHHO. B
ciydae OEpEeMEHHOCTH HaJMYhe TOJO0OHBIX TPAHCIOKAIIM B CEMbE SBISETCS
CTPOTHM TOKa3aHUEM JJI MPOBEACHUSI MHBA3UBHOW MpEeHATaIbHON JUArHOCTUKH
cugapoma Jlayna y mona. Takasg quarHOCTUKA B TUIAHOBOM TOPSAKE MPOBOIUTCS

B IIEPBOM TpHUMECTpe OEPEMEHHOCTH, OOBIYHO Mpu cpoke 9-10 Henens.



Cunopom D0sapoca. Jlpyrum mpuUMEpPOM UYHCIOBON abeppanuud XpoMOCOM
ABJIgeTCSl Tpucomusi 18 wmimm cuHApoM OaBapica, ONUCAaHHAs  AHIVIMMCKUM
eIMaTpomM U T€HETUKOM JIK.
OnBapacom B 1960 romy. Yacrora 3a0oieBaHMsl Cpeld HOBOPOXKICHHBIX, B
cpennemM, coctaBiger 1:3000. [nga sToro cuHapoma XapaKTEpHBI CIEIYIOIIUE
CUMIITOMBI: PE3KOE OTCTaBaHUE TICUXMYECKOTO pa3BUTHS, MHKpoliedaius,
CIIMHHOMO3I'OBasl TPbKA, BPOXKACHHBIA IMMOPOK CEPALA, PACUICIUICHHE BEpPXHEU
ryosl v HeOa. [IpoIoIKUTENbHOCTE KU3HU OOJIBHBIX COCTaBIIAET He Ooiee roaa. B
IpeHaTaIbHOM MEPUOJIE CUHAPOM MOXET OBITh BBIBICHA MpPU MPOBEACHUU
OMOXMMHUYECKOTO CKPUHHUHTa OEpEMEHHBIX BO BTOPOM TPHUMECTPE IO PEIKOMY
CHI)KEHHUIO B CBIBOPOTKE KPOBH YPOBHS XOPHMOHHYECKOI'O T'OHAJOTPONMHA, YTO
SBJIIETCSI KOCBEHHBIM PU3HAKOM HAJIM4Ws CUHApPOMa DBapjca y mioja. B atom
ciydae OepeMeHHasl KEHIIMHA JIOJDKHA ObITh HAampaBlieHA Ha YJIbTPa3BYKOBOE
CKAaHUPOBAHUE 2-TO YPOBHS, TaK Kak Mpu JaHHOW marojorur noutu B 100%
HaOMIoAeHUI BBIABILIIOTCS Y 3M-Mapkepbl XpOMOCOMHBIX CHHIPOMOB. OcMOTp
npu Y3 BTOPOTO ypOBHSI MPEIIOIATaeT UCKIIFOUEHHE XPOMOCOMHBIX MAPKEPOB Y
02 ¥ BPOXKIAEHHBIX MOPOKOB pa3BUTHs. [l MOATBEpX AEHUS AMArHO3a U
JNAIbHEMIIEr0 MEINKO-T€HETHYECKOTO IPOTHO3MPOBAHUSA COCTOSIHHS 3JI0POBbS
OyAyliero MOTOMCTBA POAMUTENEH IMOKa3aHO MPEeHATaJbHOE KapHUOTUIIHPOBAHHE
10/a.

Yucnosvie anomanuu nonoevlx Xpomocom. JIOBOJBHO 4YacTO YHCIIOBBIE
AHOMAJIMM KacaroTCs MOJIOBBIX XPOMOCOM. Tak NMpUCYTCTBUE IOIOJHUTEINBHOU X-
XPOMOCOMBI Y MYXKYUH NPUBOAUT K cunopomy Krneiingpenvmepa, a oTCyTCTBUE
OJTHOM M3 X-XPOMOCOM Y XEHIIUH — K curopomy [llepewesckoeo-Tepnepa. Oba
9TH 3a00JIEBAHMS XaPaKTEPU3YIOTCA OECIUIOUEM U PA3TUYHBIMU OTKJIOHEHUSIMHU
oT HopMmasibHOTO pa3Butusa. Cunapom Kieiindensrepa HaOmomaeTcs TOIBKO y
My)kunH. becmionue, arpodus suuek, onurocnepmusi (MaJeHbKHM 00BeM
IKYJSATAa) WU azoocnepmusi (OTCYTCTBHE CHEPMATO30MJ0B B CIEpME) TMIpH
UCCJEIOBAHUM  CIIEPMOrpaMMbl, TMHEKOMAacTUs M  HEPEAKO YMCTBEHHas

OTCTAJIOCTh — XapaKTCpPHBIC CHUMIITOMBI sToro 3abojeBanusa. IOHOmM
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cunapomoMm KieliHdenbTepa HepeaKo OTIMYAIOTCS OT CBEPCTHUKOB BBICOKHM
pPOCTOM M HECOOTBETCTBHMEM POCTA C pa3sMEPOM pa3Maxa PYK, KOTOPBIM HHOrAA
MPEBBIIAET POCT HE MeHee uyeM Ha 10 cM, €BHYXOMAHBIM TEJIOCIOKEHUEM
(ITMHHBIE HOTHU, BBICOKAs TalUs, OTHOCHUTENIBHO IIUPOKHUI Ta3) CO CKIIOHHOCTBIO K
oxxupennto. [10J10BOM YI€H HOPMAJbHBIX Pa3MEPOB, SIMUKH OITYLIEHBI B MOIIOHKY,
HO MSTKHE Ha OUIyNb U OYEHb MAJICHbKHE. JlnaMeTp siMueK penko mpesbimaet 1,5
CM. Y 370pOBOr0 MYXYMHBI 3Ta BeJW4YMHA paBHA 5 cM. [locKoybKy Bemymmm
KJIMHUYECKUM CUMIITOMOM cuHapoma KieliHdenbrepa sBisercs Oecruioaue,
HaJIM4Me TMOJOOHBIX CHMITOMOB CIY’)KUT OCHOBAaHHMEM [UIsl HMCCIIEIOBAaHHUS
kapuotuna mnanuenta. Kapuotun OonbHOro cusapomom KieiiHdensTepa
cocraBisier 47,XXY. Berpewatorcss OOJIbHBIE, Y KOTOPBIX YHUCIO X-XPOMOCOM
nocturaetr 4-x u 6onee. Yactora 3TOM XPOMOCOMHOM MAaTOJIOTHUU CPEIU MY>KUUH
paBHa 1:18000. Cpenn MaJbUMKOB C OTCTABAHUEM ICUXWYECKOTO Pa3BUTHS 3Ta
4yacToTa Bo3pacTtaer 10 1:95 u cpenu MyK4uH, CTpafarolux OecIuiogueM, — A0
1:9.

Cunopom  llepemeBckoro-TepHepa HaOMIOJAETCS TOJIBKO Yy KCHIIMH.
[lepBbiM ommcan 310 3aboneBaHue Ham cooreyecTBeHHUK H. A. IllepemeBckuii
(1885-1961) B 1925 roay, 3arem B 1938 romy aMepuKaHCKHIA SHIOKPHHOJIOT X.
Tepuep. lo 9-10 net 6oapHBIE 1EBOYKH pa3BUBAIOTCS 0€3 0COOCHHOCTEH. 3aTeM y
HUX OTMEYAETCSl OTCTaBaHUE B POCTE W JIETKas CTENEHb 3aJIePKKU MCUXUYECKOTO
pazButus. B Bo3pacte 16-23 setr pocT 00JbHBIX paBeH B cpemHeM 135 cMm (y
3M0pOBBIX cBepcTHUI] 158 cm). IlomynsiimonHas yacTtoTa 3a0o0JieBaHUS Cpeau
eHuH paBHa 1: 3000, a mpu pocrte B3pocnbix xeHIMH 130 — 145 cm arta
yacTora Bo3pactaeT Jno 1:14. BenymuMu KIMHAYECKHMMM IPU3HAKaMU
3a00yieBaHUsl SBJSIOTCS TEPBUYHAS aMEHOpPEsl U HEIOPa3BUTOCTh MOJIOUHBIX
Kene3. ManeHbknuii pPOCT JEBYIIKM B COYETAHWMM C NEPBHUYHOM aMeHOpeeu
SBJITFOTCSL TIOKa3aHUSIMU K  0Osi3aTelbHOMY KapuoTumnupoBaHuio. Kapuotun
)keHIMH ¢ cuHapomoM IllepemeBckoro-Tepuepa — 45,X. Ilpu 3TOoM TeueHue
3a00/IeBaHUsl B 3HAYUTENLHOM CTENEHW 3aBUCUT OT TOTO, Kakas HUMEHHO X-

XpOMOCOMa yTpaueHa — MaTepuHCKasi Wik OTIoBcKas. [Ipu morepe mMaTepuHCKOM
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X-XpOMOCOMBI MOET MPOUCXOAMTHh MPEKPALIEHUE PA3ZBUTHSA 3apOJbIlla U €ro
CHOHTAHHAsl 3MMMUHALMA (yIaJ€HUE) YK€ Ha CTaauu sMOpuoreHesa B l-m
TpUMecTpe OepeMeHHOCTH Marepu. Eciu 3Toro He NpOUCXOAUT, y IUIoJa
Pa3BHUBAIOTCS TSKEIBIE HAPYUICHHUS CEPJICYHO-COCYJIMCTOM CHUCTEMBI. B ciydae
IIOTEPU  OTLOBCKOW X-XpOMOCOMBI BPOJKJIEHHBIE IIOPOKHM, KakK IIPaBHIIO,
OTCYTCTBYIOT U YMCTBEHHOE Pa3BUTHE OOJIBHBIX AEBOUYEK 00JIe€ COXPAHHOE, YEM B
nepBoM ciaydae. OTMETHUM, 4YTO CIHEUUAJIbHBIE HWCCIEAOBAHUS I1O3BOJIIOT
ONPENENNUTh POAUTENBCKYIO MPUHAUIEKHOCTE X-XPOMOCOMBL. DTO BaXHO IIPU
MEIUKO-TEHETHUYECKOM IIPOTHO3€ COCTOSIHUSI OyIyllero pedeHKa W peleHUuu
ponuTeneil B OTHOUIEHWH IPOJIOHTHPOBAaHUS OEPEMEHHOCTH C IUIOAOM, ¥
KOTOpPOrO  IIPM  NPEHATAIBHOM  KAPUOTUIIMPOBAHWM  BBIABICH  CHUHAPOM
[Iepemesckoro-TepHepa.

VY d4acth AeByHIEK, KOTOPBIM KIMHUYECKM IOCTaBJIEH JAMArHO3  3TOrO
XpPOMOCOMHOI'O CHHApPOMa, MOXET HaOJI0aThCs TaK Ha3bIBAEMbId MO3aWYHbIN
BapuaHT 3a0osieBaHus. B 3TomM ciyyae y OOJNBHBIX Hapsiiay C KIETKaMH,
UMEIOLIMMH HOPMaJIbHBIA KapHOTHUI, HaOII0AAI0TCS KIETKU C MaTOJOTHYECKUM
KApUOTUIIOM, TO €CTh 0e3 oaHoi X-XpomocoMbl. KapuoTunm B 3TUX ciyyasx
BRINNIAIUT Tak: 46,XX/45,X. CocTOSSHUEM TAIMEHTKH 3aBUCHT OT COOTHOIICHUS
MEXIY YHUCJIOM KIETOK C HOPMaJbHBIM M IaTOJOTMYECKUM KapHUOTUIIOM. ITO
YHUCJIO YKa3bIBAETCSA B CKOOKaX psiioM ¢ 0003HAYEHUEM KapuOTHMa. Y HEKOTOPBIX
KEHIUIMH C MO3aW4yHbIM BapuaHTtoM cuHapoma IllepemeBckoro-TepHepa
HaOJIOaeTCsl pa3BUTUE BTOPUYHBIX IMOJIOBBIX MPU3HAKOB, BKJIKOYAs T'€HUTATIUU.
bosnee Toro, y Takux JKEHUIMH B OTIEIBHBIX CIy4yasx BO3MOKHO HACTYIUICHHE
OepeMEHHOCTH TPATUIMOHHBIM crocoOoM. HekoTopbIM U3 HUX HPUMEHSIOT
METO/Ibl IKCTPAKOPIOPAIBHOIO OIOA0TBOpeHUsl. KoHeuHO, TakuM OepeMeHHBIM
HY’KHO ITPOBOJUTH IPEHATAIIBHOE KAPUOTUITUPOBAHHE.

K CcTpyKkTypHBIM HapylIEHHSIM XPOMOCOM OTHOCSITCS Pa3JIMYHbIE BapUAHTHI
JeJIEUn, UHCEPLUUM, AYTUIMKALIMA, UHBEPCUM U TPAHCIOKALWMK, TO €CTh YTPAThI
CErMEHTOB XPOMOCOM, BCTAaBKH, TyOIMpoBaHus, mepesopota Ha 180° mtu camstams

C JpyrumMu xpomocomamu. PazMepbl 3THX aHOMalui MOTrYT BapbUpOBaTh B
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3HAYUTENBHBIX IIPEAENIaX OT LEJBIX XPOMOCOM, U B 3TOM CIIy4ae OHM IPUBOIAT K
YUCJIOBBIM aleppauusM, 10 MHUKPOCKONMYECKHX CErMEHTOB, JMAarHOCTHKA
KOTOPBIX MOJKET OCYLIECTBISITBCA TOJBKO C HCIOJb30BAHUEM METOIOB
MOJIEKYJIIPHOM LIUTOTCHETUKH. BHYTpUIreHHBIE MEPECTPOMKH PACCMATPUBAOTCS
KaK MYyTally T€HOB, U YaCTO OHH SIBIISFOTCS MPUYMHOM Pa3BUTHUS MOHOTECHHBIX
3a0oneBanuil. Pa3HooOpasue Oone3Heil, OOYCIOBIEHHBIX CTPYKTYPHBIMH
HapyLIEHUSIMA XPOMOCOM, OY€Hb BEJMKO. X KIMHUYECKUE NPOSIBICHUS 3aBUCT
OT cHeuu(pUKd MU pa3Mepa YYacTBYIOUIETO B MEPECTPOUKE XPOMOCOMHOIO
cermeHTa. OpaHaKo g BCeX OJTHUX 3a00J€BaHUN XapaKTEepPEH TSKEIbIN
CUHAPOMAaJIbHBIN XapakTep nopaxeHus. Kak npaBuio, 370 Heu3aeurumbie 00JIe3HH,
CMHCTBEHHBIM METOJOM MPO(PHUIAKTUKA KOTOPBIX SBISETCS IpeHaTalbHas
JMarHOCTHKA.
5. Tunbl HacJIel0BaHNS MOHOTE€HHBIX 00J1e3Hel

B Hacrosmee Bpemsa HacuuTbiBaeTcsi Oosee 5000 MOHOTEHHBIX
3a0oneBaHuil. IIpuunHON pa3BUTHS KaXKIOTO M3 3TUX 3a00JEBAHUMN SIBIISIETCS
HOBPEXACHUE WM MyTalus oAHOro reHa. CleacTBUEM MyTalMl MOXET ObITh
HapylIE€HUEe CTPYKTYphl WM CHHTE3a KOAMPYEMOTO TE€HOM O€enKa, 4YacTo
COIPOBOKJIAIOIIEECH U3MEHEHUEM €r0 KOJIMYECTBEHHOIO CONEpPKAHUs BILIOTH 10
IIOJTHOTO OTCYTCTBHsl. MyTaluu TE€HOB CIOCOOCTBYIOT (HOPMUPOBAHUIO
HapylieHuss OOMEHa HEepeIKO UENOM CHUCTEMbI, BEAYLIEro K HEeoOpaTUMBIM
IIaTOJIOTUYECKUM COCTOAHMAM. MyTanuu MOTYT II€peNaBaTbCs U3 IOKOJICHUS B
ITOKOJIEHWE B COOTBETCTBUHU C TUIIAMH HACJIEIOBAHUS, HO MIOPOM MOT'YT BO3HUKATh
B MOJIOBBIX KJIETKax POJMTENIEW CHNOHTaHHO. [IpMumMHa CIOHTaHHBIX MyTalud B
OOJIBIIMHCTBE CIIy4aeB OCTACTCS HEBBISICHEHHOM.

Cpean MOHOTEHHBIX 00JIe3HEN 3HAYMTEIbHBIA MPOLIEHT COCTABISIOT MOPOKH
pa3BUTHS, pa3ianuHble (GOPMbI YMCTBEHHON OTCTAJIOCTH, OOJIE3HM LEHTPaIbHOU
HEpPBHOM CHCTEMbI, DJHJIOKPUHHBIE 3a00JIeBaHMS, UMMYHOIC(PUITUTHBIC
COCTOSIHUSA, HApYILIEHUs CUCTEMbl CBEPTHIBAHUSI KPOBH, N€PEKThI 3pEHUS U CIIyXa
u MHoTHe Apyrue. K cyactpio, moo0Hble 3a0051eBaHNs BCTPEUYAIOTCS IOCTATOYHO

PCAKO. D10 O0OBSCHSICTCS ABYM:A 00CTOSITEIILCTBAMH. I[aneKo HC BCC, a TOJIBKO
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ok0JI0 5% TEHOB CBsI3aHBI C MOHOT€HHBIMH OoJe3HsSMH. Kpome TOro, 4acTOThI
CpeIy HACEJICHUS MYTaIlWii, CEPhe3HBIM 00pa30oM HapyIIaroumx padboTy TEHOB,
OTHOCUTEJIBHO HEBEIHMKU. BcTpeyaeMocTh Cpelld HOBOPOXIACHHBIX HamOoliee
pPacCIpOCTPAHEHHBIX MOHOTEHHBIX 3a00JICBaHUM, TAKUX Kak  MYKOBHUCIHUIO03,
(bEeHUITKETOHYpHUS, AAPEHO-TEHUTAIbHBIA CHHAPOM, TrajakTO3eMHs, TreMOpUiIus,
muoauctpodus romenHna/bexkkepa, NPOKCHMajibHAs CIUHAIBLHOW MBIIICUHAS
atpoduss  komeOmercs B mpenenax or 1:2000 mo 1:20000. bonpmmHCTBO
MOHOTEHHBIX 00JIe3HEe — ATO OoJiee penkre cocTosiHUS. boibioe pasHooOpasue,
pPEIKOCTh W TSIKECTb TEUYEHUsSI MOHOTEHHBIX OOJIe3HEeW JenaloT BechMa
JIOPOrOCTOSIIIEH pa3pabOTKy cHeuuPUYecKuX METOJOB HX JUArHOCTHUKUA U
Tepanuu. B pa3HbIx cTpaHax 3Ta mpoOsema pemiaetcsi mo-pasHomy. Ho nambosee
s pexkTrBHAS TOMOIIIH MAIIMEHTAM C MOHOT€HHBIMU 3a00JICBAHUSMHU OKa3bIBACTCS
TaM, TJ€ CUJIbHBI POJUTENbCKHE accoluuanuu (OOBEAMHEHMs), MPUBJICKAIOIINE
BHUMaHHE OOIIECTBEHHOCTH K TaKUM OOJIbHBIM U JIOOMBAIOIIMECS CIIOHCOPCKOU U
rOCYJIapCTBEHHON MOJJAEPKKHA COOTBETCTBYIOIIUX COLMAIBHBIX M MEIUIIMHCKUX
POTrPaMM.

B  OonbmIMHCTBE  CllydaeB  HacjeJOBaHWE MOHOTECHHBIX  OoOJe3HeH
COOTBETCTBYET 3aKOHaM MeHzenss 0 pelecCUMBHOCTA M JIOMUHAHTHOCTH T'€HA U
npeObIBAaHUM €r0 B TOMO- WJIM TeTEPO3UTOTHOM  COCTOSHUMU. [Tpu
MEHJICJIUPYIOIUX 3a00JICBAHUAX MOXKHO PAaCCUMTATh PUCK POXKICHHS OOJHHOTO
pebenka. ['oMo0rnYHbIC TeHBI Pa3HbIX UHAUBUAYYMOB MOTYT UMETh HEOOJbIITHE
CTPYKTYpHBIC OTJIMYHSA, KOTOPBIC OMPENEISIOT COCTOSHHE T'€Ha U Ha3bIBAIOTCS
ajutensaMu. [ToCKoNIbKY y 4esoBeKa TUIIOMAHBIM HA0Op XpOMOCOM, TO M TEHBI
MPEICTaBICHbl B IBYX Komusax. Eciau ammenu AByX TOMOJOTHYHBIX KOTMWW T'eHa
OJIMHAKOBBI, TOBOPSAT, YTO TE€H HAXOAUTCA B TOMO3UTOTHOM COCTOSIHUH.
['eTepo3uroTHOE COCTOSIHUE T€HA OMPEAEISAETCS HATMYUEM JIBYX Pa3HbBIX aJljIesieil.
Oxkazanoch, 4TO B T€TEPO3UTOTHOM COCTOSIHUU aJUICTU BEAYT Ce0sl MO-pasHOMY.
HexoTtopble amienu, TMOJy4YUBIINE Ha3BaHUE JIOMUHAHTHBIX, TMOAABISIOT
MIPOSIBJIICHHE BTOPOTO TOMOJIOTHYHOTO aJIJIeIIsl, KaK Obl JOMUHHUPYIOT HAJ HUM. DTO

NpUuBOAUT K TOMY, UYTO JOMHUHAHTHBIC aJJICJIW OJHWHAKOBO IIPOABIIAIOTCS
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HE3aBHCHMO OT TOTO, HaXOASTCSI OHU B TOMO3UTOTHOM WM B TE€TEPO3UTOTHOM
cocrostHUsIX. TOT amnenb, 3¢(HeKT KOTOPOro He MPOSBIAETCS B FETEPO3UTOTHOM
COCTOSIHMHM, HOCHUT Ha3BaHHWE pEIECCUBHOTO aylieNs. PereccuBHBIC —ajuiesu
MPOSIBIISIIOTCSA TOJBKO B TOMO3UTOTHOM COCTOSIHUU. VICKITIOYEHHE COCTaBIISIIOT Te
TCHBI, KOTOPBIE pACIOJOXKEHBl B TMOJOBBIX XPOMOCOMax Yy MYKYHH. OTO
MPOUCXOANT TIOTOMY, YTO B Y-XpOMOCOME OYeHb Majo I€HOB, 1 OHU HE MUMECIOT
romosioroB B X-xpomocome. [loatomy y myxkunH 3¢(eKT perecCuBHbBIX aljeneH,
PaCTONIOKEHHBIX B TOJOBBIX XPOMOCOMax (dalle BCero B X-XpOMOCOME) BCerna
nposiensiercsi.  Lllupokoe pacmpocTpaHeHne cpead HaceleHUsT HWMEIOT TaKue
aJJieNd, KOTOpble BHUIOM3MEHSIOT paboTy TeHa, He Hapylias ero OCHOBHOMN
GyHKIMU. DTO HOpMaJIbHbIE AJJIENIM WU AJUJIENH JUKOro Tumna. MIMeHHo ¢ HUMH
CBSI3aHbl HAIlM WHAWBUAYyaJbHBIE HEMATOJIOTHYECKHEe OCOOEHHOCTH, TaKUE Kak
LBET IJa3, BOJIOC, POCT, (popma HoOca, yIIed, OCOOCHHOCTH TEJIOCIOXKEHUS U
MHOroe apyroe. YactoTel amiened JUKOTO THUIMA CPEAM pa3HbIX HApOJIOB
pa3iIMyYHBI, ¥ JTO SBJISETCS OCHOBOM CYIIECTBOBAHMS STHHUYECKUX U PACOBBIX
OCOOCHHOCTEM, Kacawlluecs HE TOJbKO BHEUIHMX MPHU3HAKOB, HO 3ay4acTylo,
noBeZeHUsT U oOpas3a ku3Hu ofed. KoHeyHo, HA (opMHUpOBaHUE TOCIETHUX
JIByX IPU3HAKOB HE MEHbIIIEE, a MOXKET ObITh, Jaxke OOJIbIIIEe BIMSIHNUE OKA3bIBAIOT
Takue (akTopbl, KaK BOCIUTAHUE M COLMAJIbHBIE ycioBus. Te amnenu, KoTopble
HapyIIaloT paboTy TeHa, HAa3bIBAIOTCS MYTAIMSIMH WM MYTAaHTHBIMH aJUICTISIMHU.
WX pacnpocTpaHEHHOCTh CpeAM HaceleHus ropas3no Oosee HU3Kas. MIMeHHO c
MYTallMsIMH CBSI3aHBI HACJIEICTBEHHBIC 3a00meBannst. OHAKO 3Ta CBS3b JAJIEKO HE
BCEr/a SBJSICTCS OJHO3HAYHOW, W CTEMEHb BIMSHHUS MYTalldd HAa DPa3BUTHE
3a00JIeBaHUS 3aBUCUT OT OYeHb MHOTHX (hakTopoB. Takum oOpa3zoMm, HEOOXOAMMO
MOMHHTb, YTO HACJIEAYIOTCS HE 3a00ieBaHMs, a TeHBI, TOYHEE HMX aJuleJIbHBIC
coctostHusl. [l03TOMYy OuUeHb 4acTo B CeMbe MOXKET HAaOIIOAATHCA TOJBKO OJMH
OONBbHOM C HaCIENCTBEHHBIM 3a0ojeBaHueM. HacrnemoBaHue MeHAENUPYIOLIUX
MOHOTEHHBIX 0OJIE3HEH OCYIIECTBISIETCS pa3inuHbIiM 00pa3zoM. U 3T0O 3aBUCHUT OT
JBYX OOCTOSITENBCTB: 1-€ - SIBISETCSA JIM MYyTaHTHBIN ajuieidb JOMUHAHTHBIM WITU

PCUCCCUBHBIM U 2-¢ - rac paciioJIOKECH MyTaHTHBIﬁ I'CH — B O,HHOﬁ N3 ayTOCOM HJIA
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B IIOJIOBBIX XpPOMOCOMAaX, 4Yalle BCEro B X-xpoMocome. B cooTBeTCTBUUM C 3TUM
MOHOTEHHBIE 0OJIE3HH JENSAT HAa JIOMUHAHTHBIE M PELECCUBHBIE, & OHU, B CBOIO
ouepeib, MOT'YT OBITh ayTOCOMHBIMU UJIH CLICTUIEHHBIMU C TIOJIOM.
5.1.3a60/1eBaHus ¢ AyTOCOMOHO-pPeleCCUBHLIM THIIOM HACJeI0BaHUS
MPOSIBJISIIOTCA TOJBKO MPU TOMO3UTOTHOM HOCHUTENIbCTBE MYTAHTHBIX ajliesiel.
[Ipy »TOM MPOUCXOAUT YACTUYHAS WJIM TIOJHAs WHAKTUBAIMS (DYHKIUH
MyTaHTHOTO reHa. OHy U3 MyTauuid OONbHOW pEeOCHOK HacieayeT OT MaTepH,
JIpyryto — (TOYHO TaKylO jke) OoT oTna. B obmem ciaydae poautenu OOJBHOTO,
OyAy4n camMu 3J0pOBBI, SIBISIOTCS TE€TEPO3UTOTHBHIMH HOCHTEISIMU MYTAIlHH.
BeposiTHOCTh pokZieHHsI OOJIBHOIO peOEHKa B TAKOW CEMbE B COOTBETCTBHH C
3akoHOM Mengensa coctaBnsieT 25%. JleBOUKM M MaJbUMKH IOPAXKAIOTCA C
OJIMHAKOBOW 4acToToi. PoxksieHne 00ibHOro peOeHKa COBEPIIEHHO HE 3aBHCHUT OT
BO3pacTa poAMTENeH, ouepeqHOoCTH OepeMEHHOCTH U poJoB. IIpu 3ToM B 0nHOI
CEMbE MOXKET HaOJIOJAThCS HECKOJIbKO OOJbHBIX OpaTheB-cecTep (Tak
Ha3bIBa€MbIX  cuOCOB).  bombHBIE € 3a00JICBaHUSIMH  aAyTOCOMHO-
pELIeCCUBHOTOTUIIA HACJIEAOBAaHUSI B CHIIy TSXKECTH CBOETO COCTOSHUSI YacTO He
OCTaBJISIIOT MOTOMCTBAa. TakuMm oOpazoM, Mpu  3a00JIeBaHUSX JAHHOIO THIIA
HacJIeOBaHMsI OOJbHBIE JETH POXKAAIOTCS B Opake, MPaKTUYECKH 3J0POBBIX
poauTenel, Kaxablii U3 KOTOPBIX HECET MYTAlMIO B F€TEPO3UTOTHOM COCTOSIHUH,
U TPy aHAIM3€ POJOCIOBHOM MPOCIEKUBACTCA «TOPU3OHTAIBHBIINY XapakTep
HaCJICJICTBEHHOM Tepenaun 3aboseBaHus. J[Be TpeTH 340pOBBIX JeTel B Opake
reTepO3UTrOTHBIX POAMUTENICH TaKXKe OKa3bIBAIOTCS TeTrepo3uroramu. B Opake
reTepO3UTrOTHOIO HOCHUTEINS PELECCUBHON MyTaluu C CyNpyroM, HE HMMEIOIIUM
MYTaHTHOTO aJIJIeNs, BCe €T OYIYyT 30pOBbIE, HO MOJIOBUHA U3 HUX OKAXYTCS
reTepO3UTrOTHBIMU HOCHUTENIIMU MyTaluu. AHaIM3 POAOCIOBHBIX OOJBHBIX C
ayTOCOMHO-PELIECCUBHBIMU 3a00JIEBAaHUSIMU MOKA3bIBAET, UTO YAacTO (IPUMEPHO B
60%) pomutenu Takux OONBHBIX SBISIOTCS POJCTBEHHUKAMU WM WX MPEIKU
MPOUCXOMAST POAOM M3 OJHOIO Cejla WIM pailoHa, YTO TaK K€ IO JaHHBIM
W3BECTHOTO OTEUECTBEHHOTO MeIUIMHCKOTO TeHeTuka B.I1. Ddpoumcona (1974)

ABJIACTCA KOCBCHHBIM ITPHU3HAKOM I/IH6pI/II[I/IHFa, TO €CTb pOACTBECHHOT'O 6pa1<a.
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[IpencraBnsiem kpaTkoe omnucaHue 3a00JI€BaHUNA M3 3TOH TPYINIBL, C
KOTOPBIMU Ham0oJiee 4acTO BCTpEYaeTcs NETCKH Bpad B CBOEH MOBCEIHEBHOM
MpakTUKe. [[7s paHHETO BBISBICHHUS HEKOTOPBIX M3 HUX MPOBOJUTCA CKPUHUHT Y
HOBOPOX/ICHHBIX.

Denunxkemonypus. Benymiye KIMHUYECKUE CUMITOMBI (HEHUIIKETOHYpPUU
(OKYVY) zakmroyarorcss B cleAyromieM. [ JJaBHBIM CUMITOMOM OOJIE3HU SIBIISETCS
cinaboyMmue, JOCTUTaroIee y OOJbIIeil 4acTh OOJNIbHBIX CTENIEHH WMOCHMIBHOCTH
win uauotuu. Hepenko ¢ mepBbIX HEAENb XU3HM Yy peOeHKa HaOII0IaloTCs
MOBBIIIEHHAs BO30YIUMOCTh M 3MUIeNTU(OPMHONOAO0HBIE Mapokcu3mMbl. B 80-
90% wnabntoaeHut y netel BbIpakeH Ae(EeKT MUTMEHTAIMu. bBOJbIIMHCTBO U3
HUX OJOHIMHBI C TOJIYOBIMHU TIja3aMH W CBeTJIOW Koxkeill. Hepemku MokHytiue
9K3eMbl U JepMatutbl. OTMETHM, YTO €Clid B TOpoje, 00jacTu, pecnyOuke
XOpOIIIO HajakKeHa MEAMKO-TeHETUUYecKas CIy»x0a, TO BCEM HOBOPOXKICHHBIM Ha
3-7-M JHE XU3HMU MPOBOJUTCA 00s53aTEIHHOE IIEHTPAIM30BAHHOE CHEIUAIBHOE
uccieoBaHue (CKpUHUHT HOBOPOXKIEHHBIX) JUISl BBISIBJICHUS cpeaud HHX
oonpHbix DKVY. HanmaxeHHBI CKPUHHHT COBCEM HE HCKIIOYAET IPOBEICHHE
JMAArHOCTUYECKUX Meponpusituii 1o BeisiBieHMI0 DKY cpeaum rpynn gerei
MOBBIIMIEHHOTO pucka. TakoBeiMH, 0 MHeHMIO b.B.Jlebenesa u M.I".biromunoit
(1972), sBAAOTCA YMCTBEHHO HEIOJIHOIICHHBIC JICTH, HaxXOASAIIMecs B
CIICLIMATIM3UPOBAHHBIX  YUPEKICHUSX, JIeTH, OTCTAIIIMEe B YMCTBEHHOM
pPa3BUTHH, C TOPAKCHUSMU KOXXHBIX TOKPOBOB, a TakKKe OpaTbsi U CECTPbI
0osbHBIX DKV,

bosbabie OKY ABASIOTCA TOMO3UTOTHBIMM HOCHUTEJSIMU MYTAllMd B TEHE,
OTBETCTBEHHOM 3a CUHTE3 dbepmenTa (heHuIaTaHUHT UIPOKCUIIA3HI,
KOHTPOJIMPYIOIIETO OOMEH aMHUHOKHUCIOTHl (eHunananuHa. [lpu HapymeHuun
AKTUBHOCTU YKa3aHHOTO (pepMEHTa KOHIEHTparus (heHuIaJaHuHA B KPOBU U BO
MHOTHX OpraHax OOJBHOTO PE3KO TOBBINIEHA. B 4acTHOCTH, HAKOIJICHHE STOM
AMUHOKHCJIOTHI B TOJJOBHOM MO3T€ BBI3bIBAET MHTOKCUKAILIMIO U THOETh HEPBHBIX
KJIETOK C COOTBETCTBYIONIUMHU [IJII OTOTO 3a00JIeBaHUS  KIMHHUYECKUMHU

ITPOABJIICHUSAMMU.
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Pacnpoctpanenne ®KY  cocrtaBnsier 1 Ha 8-10 ThICSY HOBOPOK/ICHHBIX,
4acTOTa TETEPO3UrOTHOrO HocurenbcTBa  paBHa 1:100. JleueHue OONBHBIX
3aKJII0YAeTCsl B MCKIIOYEHUM U3 MUTAHUS (EHUJIATaHWHA MyTeM MPUMEHEHHUS
cnenuuueckoi Oe3(peHUTaTaHNHOBOM AMETHl. OTO MaloOEIKOBBIE MPOAYKTHI
Moj Ha3BaHHEM aMUJIOGEHbl U JIeYeOHBIC IPOIYKTHI: terpader (Poccus),
nodenak u genmi-ppu (CIIA). He moxkem HE OTMETUTD, YTO OJJHUMU U3 MEPBBIX
B Hamed crpaHe aueTndeckoe JjedeHue OonbHbIx DKV  npemnoxunu wu
pazpabotraiu B 60-¢ TOAB MPOUUIOTO CTOJETHS OTEUECTBEHHBIC YYCHbBIC
NuctutyTta sxenepumenTtaibHoit Menquniiaiel PAMH B Cankt-IletepOypre, uneH-
kopp. AMH CCCP, npodeccop C.A. Heiidax (1909-1998) u noktop
MeIUIMHCKNX HayK A.M. [IlanonHukoB.

I'en ®KY wuaentudunmpoan, 1 oH HaxoauTcs Ha 12 xpomocome (12022-
24). Onpenenen cnekTp HauOosee yacToix myTanuii B rene ®KY (R408W, R158Q
U JIp.), YTO TO3BOJISIET MPOBOJIUTH MX MOJIEKYJSIPHYIO JIMArHOCTUKY Kak B
TOMO3UTOTHOM COCTOSIHUM, TO €CTh Y OOJBHBIX, TaK W MPU TFE€TEPO3UTOTHOM
HOCUTEJIbCTBE MYTAHTHBIX ajuieleil. OTo KpallHE BaXHO IS MEIUKO-
IF€HETUYECKOr0 KOHCYJIbTUPOBAHUS WIEHOB CEMbU OOJLHOTO U MPOTHO3UPOBAHMS
®OKVY y ux motomctBa. [lpudyem gmarHocTMka MOXET OBITh MPOBEACHA TIO
BBICYIIIEHHOMY TATHY KPOBU Ha (DUILTPOBANBHON OyMare, MpUCIAHHOM IO MOYTe
U3 JI000Tr0 HACENIEHHOro MyHKTa cTpaHbl. Ha 4McThIl NHCTOK (QUIBTPOBAIBLHOM
Oymaru ([1st 9TOM IIEIM MOXKET OBITh MCIOJIb30BaHa Oeias OyMakHas CTOJIOBas
canderka) pazmMepoM 8 Ha 5 CM CleayeT HaHECTH U MPONUTaTh 1-2 msATHA KPOBU
nuameTpoM He 6osee 0,5 Ha 0,5 cM, OJIydeHHOHN M3 Tajblia Mocie MPOKAIbIBAaHUS
KOXU. BeICYIIUTh MONTydeHHbBINH 00pa3ell KpOBU Ha BO3AYyXE, BIOKHUTH B KOHBEPT,
He 3a0bIBasg Ha (QUIBTPOBAIBHOW Oymare ¢ 0Opa3lOM BBICYIIEHHOW KpPOBH
HamucaTh (aMuINIO, UMS, OTYECTBO W BO3PACT OOCIEAYEeMOro, NaTy B3SITHS
KpOBH, IIeNIb oOcjenaoBaHusi U oOpaTHbId aapec. OUeHb BaXXHO HE TPOTaTh
najbllaMl TSATHO KPOBM W HE HAKIAJbIBaTh OJIMH JIMCTOK Ha JpYyrou, a
pa3beoUHATh WX MPOKJIAJAKOM TPHU  TOCBUIKE  HECKOJBKUX  0OpasIloB.

MOJICKYJI}IpHa}I AUArioOCTHKa MyTalluu y OOJBHOTO U €ro pO,III/ITeJIeﬁ IMO3BOJIACT
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IIPOBOAUTL  NPEHATAIbHYK0 AWArHocTuky y mioga PKVY mnpu nocnemyromen
OepeMeHHOCTH MaTepH yxe Ha cpoke 9/10 Henenb.

l'anakmozemuss 1 Tunma  (KJaccuueckas TaJlaKTO3E€MHUs) BCTPEUYAETC C
gacrorod 1 Ha 15000-20000 HOBOpPOXKIEHHBIX, YacCTOTa T[E€TEPOZUTOTHOIO
HocuTenbcTBa - 1:268. bone3Hb 0o0yCJIOBJIEHa HEJAOCTATOYHOCTHIO WJIU
OTCYTCTBHEM (PEPMEHTOB, YYACTBYIOIIMX B METa0OJIU3ME rajakTo3bl. Bemyuimm
U3 HUX fBIAETCA Tanakto30-l-¢pocharypununrpanchepa (I'1OYT). Ilpu
MaTOJIOTMM ASTOT (PEpMEHT HaKaIIMBaeTCsl B KPOBH, HO €ro akTUBHOCTh
OTCYTCTBYET WJIM KpailHE Majia, B YacTHOCTH, B 3puTpouurtax. B pesynbrare
OOMEHHBIX MPOIECCOB, B KOTOPBIX YYacTBYET BBIIICHA3BAHHbBIN (EPMEHT,
rajakTo3a pacuierisieTcs 0 rK030-6-pocdaTa, KOTOPHIN BKIIOYaeTCs B 0OMEH
rmoKo3bl.  [Ipu orcyrcTBuM mnm oyeHb HU3KOM akTUBHOCTH ['1DYT m npyrux
dbepMeHTOB 3TOro MeETa0OJMYECKOro IMKJIa TajlakTo3a HaKalUIMBaeTCs B
TOKCUYECKHUX KOHIIEHTPAUUAX B TKAHSIX MO3Ta, IEYEHH, IIOYEK, XpPyCTaauKa, YeM U
0OyCJIOBJIEHA COOTBETCTBYIOIIAsl CUMOTOMATHKA. KIMHWYECKHM TranakTo3eMus
IPOSIBISIETCS. B CIEAYIOLIEM: JUCIIEIICHSA, PBOTA, XeATyxa (YBEJIMYEHHE YPOBHS
npsIMOro OUIIMPYyOWHA), TermaToMeraius, acluT, TMnoTpodus, a Tak Ke KarapakTa
U OTCTaBaHUE IICUXWYECKOr0o pa3BUTHUS. Bce 3TH CUMNOTOMBI TOSBIAIOTCA U
IporpeccupyoT Ha (OHE TOJyYeHUS PEOCHKOM KEHCKOTO HW/WIIM KOPOBBETO
MOJIOKA, COJIEPKAIIMX TaJlaKTO3y. Y OOJBHBIX B MOYE BBISBISIIOT TAIAKTO3YPHIO,
MPOTEUHYPHUIO U aMUHOAIMAYPHUIO. bUOXuMUYecKass JUarHOCTHUKa 3a00JIeBaHUS
Oaszupyerca Ha wu3MepeHuu aktuBHocTH B Hdpurporurax [1OYT. JIHK
JMAarHoCTMKa OCHOBaHa Ha omnpeaeneHun wMytamuid B reHe [1OYT (9-a
xpoMocoma). B eBpomeiickoli momyssiiiui HanboJiee 4acTON SBISAETCS MyTallus
Q188R, nuarnoctupyemass y 70% OonpHbIX. Ilpu ycTaHoOBiIeHHMM AuarHosa
rajJjakTo3eMuu peOeHKa He0OX0IUMO MEPEBOIUTH HA COEBOE MOJIOKO U MPUMEHSTh
Oe3rajakTo3Hble OCIIKOBBIE THAPOIU3ATHI.

Aopeno-cenumanvuwviti cunopom (AI'C) BnepBbie omucan B 1886 romy J.
Phillips. Yacrora 3aboneBanus 1o JaHHBIM pa3HBIX aBTOPOB coctapiisier 1 Ha 5000

— 15000 HOBOPOXIEHHBIX, YaCTOTAa T'ETEPO3UTOTHOrO HocuTeiabcTBa 1:20-50
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yenoBeK. TONbKO B cepelrHEe MPOLLIOro BeKa OBUTM PACKPHITHI MaTOreHe3 U
XapakTep TOPMOHAJIBHBIX HapylleHHd npu 3toMm 3aboneBanuu. llpu AI'C
HaOJI0aeTCs TUIEePILIa3us KOPbl HAAIOYEYHUKOB, YTO BEAET K MaTOJOTMYECKOM
KOHLIEHTpPAlMd KOPTH30Jla B OTBET HA CTUMYJSILHIO aJPEHOKOPTUKOTPOITHOIO
ropMoHa. DTO CBSI3aHO C YMEHBIIEHHEM WM OTCYTCTBHEM (epMEHTATUBHON
aKTUBHOCTU HAa HEKOTOPBIX CTAIUSX CHHTE3a CTEPOUIOB. 3a NEe(DUIIUTOM KaXkI0rO
u3 (EepMEHTOB clieyeT crenuduueckas Ui JaHHOTO HApyIICHUs KIMHUYECKas
KapTuHa 3a00JIeBaHUsI.

Onncano nate kiaumHu4Yeckux BapuanToB AI'C. Okom090% Bcex cirydaes
3a0oneBaHusl 00YyCIIOBIEHO JepuuuToM 21-Tuapokcunasbl (Tak Ha3bIBa€MBbIN
cuaapoMm gaedunura 21-ruapokcunazsl — CH21-I').  ITlpu sTomM BapuanTte
HaOJIOAeTCsl YMEHBIIEHUE YPOBHS KOPTH30JIa B IUIA3ME KPOBHU, BBI3BAHHOE
HapylieHueM npeBpamieHuss 1 7-ruapookcunponuna (17 TOII) B 11-
ne3okcukoptuzon (11-JIOK). Dto B cBOO ouepelb BBI3BIBAET H30BITOYHYIO
cekpemto AKTI' wm pmamee mDOBBIIEHHWE NPOAYKIHMHM MPEAIIECTBEHHUKOB
KOPTU30J1a, aHIPOTE€HOB M TOJIOBBIX CTEPOMIOB. KIMHWYECKMMM BapHaHTAMMH
CO21-I" sBnstorcs caepyromue ¢opmbl: (1) BupunbHas (kjmaccuueckas), (2)
comprepsitomiast, (3) mo3mHas — (Heknaccuueckas) W (4)  JIaTeHTHas
(beccummnToMHas).

[lepBas ¢opma coctaBisieT 1/3 Bcex ciyyaeB 3a0oseBaHusd. Y JEBOYEK C
poXAeHUsT HaOMIOJAIOTCS MPU3HAKM MACKyJMHU3alUU BIUIOTH 10 TPYIHOCTH
omnpejeNieHuss 1moja pebeHKa, 4YTO JUKTYET HEMEIJIEHHOE HCCIeOBaHUE
KapuoTHINa WJIM XOTsA Obl MOJIOBOTO X-XpoMaTuHA. Y MajbUMKOB BHUPUIIbHAS
dopma nauarHocTupyercss ¢ S5 JeT W CTaplie NpH TMOSBICHUU TMPU3HAKOB
MPEXIEBPEMEHHOIO TOJIOBOTO pa3BUTHs. Onepexenre (U3n4ecKoro u rnojioBoro
pa3BUTUSL MOXKET OBbITh NPUYMHON HEaJEKBATHOTO TOBEACHUS, MCUXUYECKUX
HapyIIEeHUH, MPEUMYIIECTBEHHO SMOITMOHAIBHO-BOJIEBON cepbl. Y B3pOCIBIX
OONBHBIX HaOMOmaeTcsa oJurocrnepMus (MOHMXKEHHBIM O00bEM JSKYJsTa) U
Oecruionue. Y 1€BOYEK — TMIIEPIUIMEHTALMS B O0JIACTH TE€HUTAIWA U TPYIHBIX

KEIIC3.
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[Ipu conpTepsromeit GopmMe KpoMe BHIIIEYKa3aHHBIX CHMIOTOMOB, VYK€ B
NepUoie HOBOPOXKIEHHOCTH pebeHKa HaOIIOJAI0TCSl CPBITMBAHUSI, YIIOPHAs PBOTA,
NOTEPs BECa, NPU3HAKKU DKCHKO03a; XapaKTEPHO Pa3BUTHE KOJUIAIITOUIHBIX KPU30B
C IIMAaHO30M U OJIEHOCTHIO, MOTIUBOCTh, MOTEPSI CO3HAHUS, MHOT/A CYAOPOTH.
XapakTepHa BHE3AIIHOCTh BO3HUKHOBEHMS KpPH30B, JUIMTEIBHOCTH KOTOPBIX
MO’KET BapbUPOBATh OT HECKOJIBKUX MUHYT 110 noixydaca. HeobxonuMo oTMETUTH,
YTO JIAHHBIE KpPHU3bl, MNPOTEKAIONIME C HEIOCTATOYHOCTHIO KpOBOOOpalIeHUS,
MOTYT IPHUBOJUTH K IMOenu 0oigpHOro. B KpoBH oTMeuaeTcsl rUnepKaliueMus,
METa0O0JIMYECKUI alli103, MOKET OBITh TMITOTJIMKEMHUSL.

[Ipu Tperbel Mo3aHEN HEKIMHUYECKON (hOpME Y HOBOPOXKACHHBIX JEBOUYEK
OTCYTCTBYIOT MNpHU3HAaKW BUpwiIM3auuu. [lepBble MNposBIEHUS NATOJOTHU
MaHU(ECTHPYIOT B MOJPOCTKOBOM Bo3pacTe. JlJig IeBOYEK XapaKTEpHO PAHHHE
MeHapxe (BO3pacT HACTYIUIEHHsI NEPBOM MEHCTpYalUu) IO Pa3BUTHS MOJIOYHBIX
XKene3, TUPCYTU3M, MAacKyJIMHHOE TEJOCIOXKeHHUE. 11 MaJbYuKOB - YCKOpPEHHUE
KOCTHOTO BO3pacTa ¢ pPaHHUM 3aKpPBITUEM POCTKOBBIX 30H, MPEKIECBPEMEHHOE
NOSIBJICHHE OBOJIOCEHUS B JTOOKOBOM 00JIaCTH.

KiuHnyeckne TposIBICHUS YETBEPTOM JaTeHTHOW (opmbl 3a0o0sieBaHUS
OTCYTCTBYIOT, XOTS, Kak M TMpH JApyrux ¢opmMax, B CHIBOPOTKE KPOBHU
HAOJII0JaeTCsl YMEPEHHOE MOBBILICHUE MpPEeIUIeCTBEHHUKOB KopTtuzona (17 —
['OIl, A4- anapoctenanona).

I'en CI21-T" mokamu3oBaH Ha 6 xpomocome (6p 21.3). JmarHoz AI'C
MOXET OBbITh YCTAaHOBJIEH €Ile BO BHYTpUyTpoOHOM rmepuone. IIpoBoautcs
CKpPUHMHT 10 BbIsiBIICHHIO HOBOpOXJIeHHbIX ¢ AI'C. Ilpu Bcex ¢opmax AI'C
NPUMEHSETCS 3aMECTUTENbHAs  Tepamus MHUHEPANO-, TIFOKOKOPTUKOHIHBIMU
npenaparaMi, B 3aBUCHUMOCTH OT (OpMbI 3a00J€BaHMS - CHMIOTOMaTHYeCKas
Tepanus.

Myxkosucyuoos. CornacHo 3apyOexHON CTaTUCTUKE YaCTOTa MyKOBHUCIIH103a
- MBI, y xwureneir 3amamHoii EBponbel cocraBiasier B cpeanem 1:2300
HOBOpPOXJIEHHbIX, B Poccum ona cocrasisier 1:6000. YactoTa reTepo3uroTHOro

HocuTenbcTBa paBHa 1:20-50 uenomek. 3abosieBaHHE OOYCIIOBICHO MYTaIlUSMHU
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reda CFTR, xoaupymomiero 0eIoK-peryiasTop TpaHCMEMOPaHHON MPOBOANMOCTH
MOHOB XJIOpa, PACIHOJIOKEHHBIM Ha amuKalbHBIX MeMOpaHaxX »SIUTEIUaTIbHBIX
kietok. 'en MBI nokanuzoBan Ha 7-it xpomocome (7031.2). B nHacTosiiee
BpeMs u3BecTHO okojo 1000 myrammii B rene CFTR u camas pacnpoctpaneHHas
u3 Hux — del F-508. K maxxopHbIM (4acThiM) MyTamusMm oTHocsatcs WI1272X,
G542X, R117H, R334W, u np. MuHUMaIbHBIMU JUATHOCTUYECKUMH ITPU3HAKAMHU
MBI sBAsIOTCS pelUAUBHPYIOIINE JIETOYHbIE HH(EKIUU, HApyIIeHHE (HYHKIIUU
KUILIIEYHUKA U TIOJHKEIIyJ0YHOM »Keje3bl, OTCTaBaHUuE B (PU3UYECKOM pa3BUTHUHU.
XapakTepHbIMU TpU3HAKaMu 3a00J€BaHUS CUUTAIOTCS OOJBIIOE KOJIMYECTBO
HEUTPAJIBHOTO JKHpa B KONPOrpaMMe OOJBHOTO W MOBBIIMIEHHE KOHUEHTPALMH
VMOHOB HaTpus M XJIOpa IpH MpoBeAeHUH MoToBOM mpoOsl. Ilpumepno B 10%
ciy4aeB y OOJBHBIX MYKOBHUCLUUIO30M TIPH POXKICHUH OOHApYKUBAETCA
MEKOHHUAJIbHBIN wWieyc (KHIlIeYHas HENpOXOAUMOCTh). [loMOIIs TakuMm AETsIM
OKa3bIBAETCA IIyTEM CPOYHOIO OIEPATUBHOIO BMEIIATEIbCTBA. MEKOHUAIBHBIN
UJIEYyC MOXET ObITh JUArHOCTUPOBAH NPH YJIbTPAa3BYKOBOM HCCIEAOBAHUM ILIOAA
BO 2-3-M TpuMecTpax OepeMeHHOCTH Marepu. Peructpanusi 3Toro ¢eHomeHa
ABJISIETCA YKAa3aHUEM [UI INPOBEIEHUs MPEHATAIBHOW JuarHoctuku MBI y
mwiona. B 70-80% cemeit 00JIbHBIX MYKOBHCIIMIO30M BO3MOKHA MOJIEKYJISIpHAS
JIMarHOCTUKA MYTAIMi, 4TO TMO3BOJISIET HNPOBOJUTH MPEHATAIBHYIO JUArHOCTUKY
3a00JIeBaHUsl y>)K€ B MEPBOM TPUMECTpe OEpeMEHHOCTU. B OCTaNbHBIX CEMBbSIX
npeHaTanbHas quarHoctuka MBI nmpoBoautcst ipu cpoke 6epemennoctu 17-18
HEeJleJIb MO0 aHaju3y AaKTUBHOCTH B AMHUOTHUYECKON IKUIKOCTH, IMOTYYECHHOU
METO/JIOM AaMHUOILIEHTe3a, psAda (PEpPMEHTOB KHUIIEYHOTO IPOUCXOXKICHUS -
raMMarjJoTaMWITPAHCIENTUIA3bl, AMUHOIENITUIA3bI U
KuieyHot Qopmel  mienoyHoi (docdarasel. IlpucyrcTBue Ha 3TOM  CpOKe
CIIM3HUCTBIX MPOOOK B KHUIICUHHMKE I1104a 60bHOr0 MBI mpuBOAHUT K CHMXKEHUIO
colepKaHusi AITHUX (EPMEHTOB B AaMHHOTHYECKOW IKUAKOCTH OEpeMEeHHOM
XKEHUIMHBL. OTMETUM, YTO MOJIEKYJIIPHO-TEHETUYECKHE MCCIEIOBAHUS MOXKHO
BBITMIOJHATH MO 00pasily KpoBUM Ha MsATHE (QuiabTpoBaimbHOW Oymare. JlaHHBIM

MeTo/1 3a00pa KPOBH OIKCAH BhIIIE B YaCTH, KaCAIOIIEHCs (PEHUITKETOHYPHUHU.

22



I'enamonenmuxynsapuas  Oecenepayusi — T'JIJI  (rematomepeOpanbHas
muctpodusi, 6one3ns Buibcona-KonoBanora) Obuta BmepBbie omucaHa B 1912
roJy aHIJIMHCKUM HeBpormaroiiorom Bunbconom (Samuel Alexander Kinnier
Wilson — 1878-1937). PacmpoctpaneHne 3a00JieBaHWs IO JAHHBIM  Pa3HBIX
aBTOopoB coctaBisger ot 0,6 no 3 OompHbIX Ha 100000 HaceneHus, 4yacToTa
reTEPO3UrOTHOTO HOCHUTENbCTBA paBHa 1:200. MyTaHTHBIM T€H KapTUPOBaH B
obnmactu 14.13-921.1 xpomocomseil3. bose3ns o0ycioBiieHa HACIECACTBEHHBIM
nedekToM OAHOU M3 Melb-TpaHcnoptupyomux ATda3 P-tumna, comepxkamux 6
MeTal-cBs3biBaonux pailoHoB (ATD7B). B ocnoe I['JIJ] nexut HapylieHue
oOMeHa MeH, KOTopasi He YTUIIM3UPYETCs TKaHSAMHU OpraHu3Ma, a HaKariMBaeTCs
B TOKCHYECKUX KOHIICHTPAIMSIX, TJIABHBIM 00pa3oM, B MEUEHU, TOJIOBHOM MO3TE,
noukax. Hanbosnee MeneTpONHbBIMUA OpraHaMu SIBJSIFOTCSI TIEYEHb U TIOJIKOPKOBBIE
AKCTPANUPAMUAHBIE CTPYKTYpPbl TOJOBHOrO Mo3ra. Ilostomy Begymmmu
KInHuYeckuMu npusHakamu [JIJ] saBnsioTcss HapymieHus (yHKIIMOHAJIBHOM
CIOCOOHOCTH ~ TIeYeHU  (BUJILCOHOBCKMM  XPOHUYECKHH  TemaTtur) W
SKCTpanUpaMuAHas MOAKOPKOBAas HEJOCTATOYHOCTh, YTO BBIPAXKAETCI B
BAPBUPYIOIMX MO  CTENEHU  TSIKECTH  TUIEPKUHE3aX UM MBIIIEYHOMN
AKCTPANMUPAMUIHON PUTHUAHOCTH. XapaKTep COMATUYECKUX M HEBPOJOTHMUYECKUX
KJIIMHAYECKUX TMPOSIBICHUN U MOCJIEN0BATEILHOCTh WX PA3BUTUSI OOYCIOBIUBAIOT
dbopmy I'JI1, TsKECTh U TPOTHO3 TEUCHUS OOJIC3HHU.

ITo cragusim 1'JIJ] MOXHO pa3zennuTh Ha NMPEKIMHUYECKYIO U KIMHUYECKYIO:
NEYCHOUYHYI0 W/WJIM TMPEHEBPOJIOTMUEcKYl0 U HeBposoruueckyro. [Ipu T'JIJI B
pa3IMyHOM cTeneHu NepBUYHO mNopaxkaerca (yHkuus nedend. H.B.Konoanos
(1960) Beigenmun 5 dopm ['JIJl: abmomMuHanbHyO (MIEYEHOYHYIO), PHUTHIHO-
apUTMOTUIIEPKUHETHUECKYIO (panHI010), JIPOKATEIIbHO-PUTHUTHYIO,
JPOXKATEIBHYIO U JKCTpanupaMHuIHO-KOpKOBYI0. [lpu mocnemuux 4-x dopmax
BUJILCOHOBCKUN TEMaTUT MOXKET MPOTEKaTh JIATEHTHO, TO €CTh 0€3 BHIMMBIX
KIIMHUYECKUX TIPU3HAKOB MOpa)KeHUsI medeHu. Manudectanus BUCIEPATBHBIX
nposinenuit 'JIJ] wabmiomaercss y OonpHBIX B BO3pacte 12 +/- 8 ner u

HeBpojoruueckux 23 +/- 6 ner. XapaktepHbiM Tojibko ais [JIJl  sBisercs
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COYETAHME HAJIMYMS MEIHBIX POroBUYHbIX Kosen Kaiizepa-Prneimepa ¢ peskum
CHW)KEHUEM YPOBHSI B CBIBOPOTKE KPOBHM OCHOBHOI'O MEJIbCOAEPIKALIEro Oelika
nepynorazmuna (LIT). [Tpu nuarnoctuxe ['JIJ] y nereit HEOOX0AMMO YUYUTHIBATD,
4YTO JI0 2-X JIETHETO Bo3pacTta ypoBeHb LIII B KpoBM HU3KHIA, a B JaJbHEUIIEM B
HOpMeE OH ycTaHaBiuBaeTcs B mipeaenax 300-400 mr/mn. [1o HameMy OnbITY KOJIbIIa
Kaitzepa-®netimepa ¢popmMupyrorcs y 00ibHBIX B cpeaHeM kK 18-20 romam. Ilpu
OCMOTpE Yepe3 ILIENEBYIO JaMIy TJa3 OOJbHBIX JA€TeH B MPEKIMHUYCCKON CTaINH
aM00 HE PEruCTPUPYIOTCS HUKAKUE MUTMEHTHBIE AJIEMEHTHI, OO BBISBIISIOTCS
OTJEJIbHBIE MUTMEHTHBIE BKpAIUJIEHWUs BOKPYr paayKku rna3. /o 2-X serHero
Bo3pacta auarto3 I'JIJ] MmoxkeT ObITh OCTaBJIEH MO BBICOKOMY COAECPKAHUIO MEAU
B 00pa3lie NeYeHH, MOJyYeHHOM MeTojoM Ouoricuu. B mobom Bo3pacte, Takxke
KaKk B  MpeHaTalbHbId mepuon, auarHo3 [JIJ[ moxer OBITh YCTaHOBJIEH
MOJIEKYJIIPHO-TEHETUYECKUMH METOJIJaMHU ITyTEM UICHTU(UKAIIMN MYyTallUil B TeHE
Menp-Tpancnoptupytomeid AT®azpr 7. MaxxkopHbIMH MyTallUsIMH Yy OOJIBHBIX
' ssasrores H1070Q u G1267K. I'JIIT HEoOXOaWMO BEIABIATL B
NPEKIMHUYECKON W/WUIN MPEHEBPOJIOrHUEeCKON CTaJuu cpelu cuOcoB OOJIBHOTO,
cpenu OOJIbHBIX IOHOIIECKOTO BO3pPACTa C IMarHO30M XPOHUYECKUN TenaTUT MpH
OTPHUIIATEIBHBIX BHUPYCOJIOTMUECKUX TecTaX, y OombHBIX 10 35-40 ner c
JUarHo30M  TUNEpKUHEeTHYecKas  ¢opMa  paccesHHOro  CKJepo3a |
NOCTAHLEPATUTHUECKUIT MapKUHCOHM3M, a TaKKe Cpead MalueHTOB C
pazsnTuYHBIMU (POpMaMU SKCTpANTUPAMUIHON MTOAKOPKOBOM HETOCTATOYHOCTH.
Jledenre OOJNBHBIX KOMIUIEKCHOE M COCTOMT HMX JBYX KOMIIOHEHTOB.
[lepBblil — mpUMEHEHHE MpenapaTroB, CIOCOOCTBYIOUIUX HOPMAJIbHOMY OOMEHY
MeJIi; BTOPOW — MPOBEACHUE MEPONPHUATUNA MO cTabunu3anuu (GyHKIIMOHATHLHOM
CIIOCOOHOCTH TE€YEHU B COYETAHMM C CUMIITOMATUYECKON Tepanuen MmopakeHUs
roJIOBHOTO Mo3ra. [lepBas 3amaua BBINOJIHSAETCS C MOMOIIBIO NMEHUUIWLJIAMUHA U
€ro aHaJloTOB (KyMpEHWJ, MeTajKanTa3a W Jp.), OO0JaJaloluX XeJaTHBIM
(cBSI3BIBAIOIIMM) JIEMCTBHEM B OTHOIIEHMHM cojied Menu. [lpemapar cHukaer
YpPOBEHb MHUPHUIOKCHHA, BbI3bIBaS nedumut >Toro BuTamMuHA. [l0OOYHBIM

JNEeUCTBUEM OTOro Jeduiura MOXKET OBITh MOSIBJICHUE SKCTpanmupaMuIHON
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cumntoMaTukd. [loaToMy mpu Ha3HAYeHUM MEHUIMIIAMHHA 00s3aTebHO
PEKOMEHIYeTCsl  Ha3HAUeHWE MHPUJOKCHHA. Y ormensHBIX  OOJBHBIX
MEHUIIMJUIAMUH BbI3bIBAET JICHKOIMEHUIO M TPOOIUTONECHHUIO, KPOBOU3IUSHUE B
JIETKUE W TOYKH, amieprogepmarur. lIpoTekTropoMm mHoCTyIuieHUs coieil Meau
yepe3 KUILICYHUK C MHINEH SIBISIOTCA COJM I[MHKA, KOTOPbIE MPUMEHSIOTCS Yy
oonbubIx [JIJI, kak ¢ mpoduIakTHuecKkou, Tak U ¢ JieueOHOM 11eJIbi0 (ITOPOIIOK
cynb(dara muaKa 1o 150 Mr mo 2-3 pa3a B IeHb, 00513aTE€IHLHO 3aITUBATh MOJIOKOM).
Mpi y6exnaensl, uro OonbHble ['JIJl mokHBI HaAOIOAATHCS HEBPOIATOIOTOM
COBMECTHO C T€NaToJIOrOM, TaK Kak BTOPOM KOMIIOHEHT 3aKJIIOYaeTcs B
IPUMEHEHUU BCEr0 apceHala CpEeJCTB, HANpPaBIECHHBIX Ha OCYLIECTBICHUE
ONTUMAJIbHOM (PYHKIMOHAIBHOM crnocoOHOCTH meueHu. [Ipu  BbIIOJHEHUH
aZiekBaTHOM Tepanmuu B 85% ciydaeB MOTYT OBITh MOJYYEHBI IMOJOXKUTEIbHBIC
pesynbrathl. bonbHble U3 cocrosHMS  cooTBeTcTByrowero |-l rpynmam
uHBamMaHOCTH TiepeBoastcss Ha |l rpynmy. Ilpu nedyeHun OOJTBHBIX B
NPEKJIMHUYECKON CTaAuu MOXXHO npeaoTBparuth Manugpecrauuto ['JI/]. Ha puc. 3
OpeJCcTaBiICHa TUIMYHAS POJOCIOBHAas Juid 3a00JeBaHUl C ayTOCOMHO-
PELIECCUBHBIM TUIIOM HaciietoBanus Ha npumepe ['JI/I.

5.2. IIpn ayTOCOMHO-IOMHHAHTHOM THIIE HACJIECAOBAHUM T'€TEPO3UTOTHOE
HOCUTEJIBCTBO ~ MYTAllUM  OKA3bIBAETCS  JIOCTATOYHBIM  JJIsi  TPOSIBICHUS
3a0oneBanus. Ilpy 3TOM ManbuMKUM M JEBOYKH MOPAKAIOTCS OAMHAKOBO. B
KOJIMYECTBEHHOM OTHOUIEHMM JOMHHAHTHBIX 3a00jeBaHUi Oosblie, dYem
perieccuBHBIX. B oTiMune OT pelecCUBHBIX, TOMHUHAHTHBIEC MYTAI[Ul HE IPUBOIST
K MHaKTUBauuu (QyHKUMHU Kogupyemoro Oenka. Mx sddekt obycnoBieH 1mbo
CHIU)KECHUEM J103bI HOPMAaJIbHOTO ajiens (Tak Ha3bIBaeMast
rarioHEA0CTaTOYHOCTh), JUOO  TOSBICHUEM Yy MYTaHTHOro Oejka HOBOIO
arpecCMBHOTO CBOMCTBA. BeposTHOCTH pOXKIEHUS OOJBHBIX JAeTeil B Opake
reTEepPO3UTOTHOIO HOCHUTEJN JOMHUHAHTHOM MYTallMM CO 3J0POBBIM CYIPYroM
coctaBisier 50%. [ToaToMy ayTOCOMHO-IOMUHAHTHBIE 3a00JIeBaHUSI YacTO HOCST
CEMENHBIN XapakTep U NEPEearoTCs U3 MOKOJIEHHS B TOKOJICHHE UITH, KaK TOBOPSIT,

«I10 BEPTUKAIIN», IIPUUCEM CpCAN POACTBCHHHUKOB TOJBKO CO CTOPOHBI OAHOI'O M3
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poauteneir 6oapHOrO. boNbHBIE M €ro poAUTeNu O00S3aTeNbHO JOJKHBI OBITh
MPOKOHCYJIBTUPOBAHBI BPAYOM-TEHETHKOM JJIsi YTOUHEHMS IUArHO3a, BBISIBICHUS
YJICHOB CEMbHM C PUCKOM POXKJIEHUS NOJOOHOTO OOJIBHOIO U BBIPAOOTKH TaKTUKH
oOcieoBaHUsl KOHCYJIbTHPYEMBIX  IpH IUIaHUpoBaHMU ceMbu. Ecimm oba
ponuTens pebOeHKa C JOMUHAHTHBIM 3a00JIEBAHUEM OKa3bIBAIOTCS 3/I0POBBIMHU,
MOKHO HPEINOJIOKUTh, YTO OOJIE3Hb pa3BWJIACh BCIEACTBHE BO3HUKHOBEHMS
HOBOW MyTAaIlMH B TMOJIOBBIX KJIETKAaX OJHOTO U3 CympyroB. B sTom ciydae puck
HNOBTOPHOI'O POXKJAEHUS OONBHOIO peOEHKa TAakoW K€, KaK B JIIOOBIX APYTrUX
cembsiX. VICKITIOUeHHEM U3 3TOTO MpaBujia SBIAIOTCS JTOMHHAHTHBIE 3a00JI€BaHUS
C HETOJIHBIM TIPOSIBICHWEM WM HETOJIHOW HneHempanmHocmyilo, KOrna Ha
pa3BuTre 3a00JI€BaHUS TOTIOJIHUTEIBLHO OKA3bIBAIOT BIMSIHMS KAaKUE-TO BHEIIHUE
dakTOpbl WM dYalle COCTOSHUSA KaKHX-TO JPYrMX TeHOB. B aTux cmywasx
HOCUTEIM JOMHHAHTHOM MyTalli MOTYT OBbITh 3J0POBBIMHU, a UX JI€TU OOJIbHBI
wi HaobopotT. IlenerpanTHOCTh Bbimie 60%  SABJIAETCS BBICOKOM CTENEHBIO
MOBTOPSIEMOCTH 3a00JIeBaHUsA B TOKOJCHHSX.  JIOMUHAaHTHBIA TE€H MOXKET
o0nanaTe pa3HOM IKCHpeccU8HOCMbIo, TO €CTb BHYTPU OJIHOM CeMbM KapTHHA
3a00/IeBaHUsI MOXKET BapbUPOBATh MO CTEMEHH TSHKECTH M KIMHUYECKUM
nposiBieHUsIM. TepMUHBI NEHETPAHTHOCTh M 3KCIPECCUBHOCTh B T€HETUYECKYIO
NOPAaKTUKy OBLIM BBEIACHBI HM3BECTHBIM OTE€UeCTBEHHbIM reHeTtukom H. B.
TumodeerbiM-PecoBckum  (1900-1981). [Ipu  HekoTopbIx  3a00JieBaHUSIX
Ha0JII0JaeTCsl IOy JOMUHAHTHBIN THIT HACTIEAOBaHUs, IPU KOTOPOM KIIMHUYECKHE
NPOSIBIICHUS 3a00JIEBaHUSI y TETEPO3UTOT HOCIT 3HAYUTEIBHO OOJiee MSATKHiA
XapakTep MO CPAaBHEHUIO C TOMO3UToTaMu. [IpruMepaMu ayTOCOMHO-TOMIUHAHTHBIX
3a00JIeBaHUH SBJISIFOTCSI TYOEPO3HBIN CKJIepo3 (CUHIpOM bypHEBuMIIs), pa3iuyHbIe
HACJICJICTBEHHBIC KOJUTar€HOMATHH, BKItouas Oone3Hr Mapdana, Dnepca-Jlanio,
HECOBEPIICHHBIN OCTEOreHe3a, XOHIPOAMCIIA3UU, TYTOyX0CTh, O(TaabMOMNaTu,
HapyIICHUs JEHTHUHO- U aMeJIOTeHe3a, a TakyKe MHOTHE JIpyrue 3a001eBaHMs.
bonesno Mapgana. Hanbonee u3BeCTHBIM 3a00JieBaHUEM C ayTOCOMHO-
JIOMUHAHTHBIM TUIIOM HacJelOBaHUs SBJsieTcsl Oosie3Hb MapdaHa, ONMCaHHBIN B

1896 romy ¢panmysckum neauarpom Marfan Antonin Bernard — 1858-1942.
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bonesnp  Mapdana  OTHOCHUTCS K  HACIEICTBEHHBIM  3a00JICBAHHSIM
COCTMHUTENFHOM TKaHH, XapaKTEPHBIMU KIMHUYECKUMU MPOSBICHUSIMHU KOTOPOTO
SBJIAIOTCSL BBICOKMM POCT, apaxHOJAKTHIIUS (ITMHHBIE, TOHKHE,
«MayKkooOpa3Hbie» Majblbl PYyK), THUIEPIOABIKHOCTh CYCTaBOB, IOJIBHIBUX
XpyCTaJIMKa U MUOMHS, TOPAXKEHUE KPYIHBIX COCYJIOB (aHEBpHU3Ma aOpThI), MOPOK
cepaua (mpojanc MUTpalbHOTO KianaHa). Kaxkaplii U3 3TUX CUMITOMOB MOXET
OTJIMYATHCS MO CTENEHH TSHKECTH M COYETAEMOCTH APYT C APYTOM y OTIEIbHBIX
yjieHOB ceMbH. [ 6one3nn Mapdana xapakTepHbl BEIPa)KEHHBIN TUIEHOTPOIN3M,
BapbHUPYIOIIasi SKCIPECCUBHOCTh M BBICOKAs MEHETPAHTHOCTh. [lomynsnnoHHas
yactora coctaBisieT 1:25000. IlpuumHoil pa3BuTHs 3a00J€BaHUS SBISAIOTCS
reTepO3UrOTHBIE MyTallUU B TeHe (puOpuiuIMHa — Oesika BHEKJIETOUHOTO MaTpUKCa,
BBITIOJHSIONIETO B OOJNBIIMHCTBE COCAMHUTEIBHBIX TKAaHEH apXUTEKTYpHbBIE
bynkuuu. I'en pubpmmmHa xapTupoBaH B obmactu 15021.1 u B Hacrosiiee
BpeMs B HeM uieHTU(uuupoBaHo Oosiee 550 mytauuil. OTH MyTaluu 00Jadar0T
IMIMPOKUM CHEKTPOM KIMHUYECKUX TPOSBICHUNA OT HW30JIMPOBAHHOW O3KTOMUU
XpyCTaJIMKAa C MSATKUMH CKEJIETHBIMH IPOSBICHUSAMU Map()aHOUAHOIO THMA J0
TSDKEJBIX ~ HEOHATaldbHBIX (QopM OonesHu Mapdana, 3aKaHUMBAIOIIUXCS
JeTalbHBIM MCXOJIOM B TEUEHUE INepBbIX JBYX JeT »ku3HW. [lomaBnsroiiee
OOJBIIMHCTBO MYyTalMii B TeHe (UOPHIUIMHA TUArHOCTUPOBAHO y OOJBHBIX C
KJIACCMYECKMMH BapuaHTamu OosiesHn Mapdana. MonekynspHO-TeHeTHYecKas
quarHoctuka Oosie3Hn Map@dana kak B MpeHATaJbHOM, TaK U B MOCTHATaJIbHOM
NepuoAe TNPUHIUIUAIBHO BO3MOYKHA, HO OCIIOKHSAETCS TEM OOCTOSITEIHCTBOM,
4YTO MOJABIISIONIEe OOJIBIIMHCTBO MYTallMi B TreHe (PUOPUIUIMHA YHUKAJIBbHBI, TO
€CTh OIMKCAHBI TOJIBKO y OJJHOTO OOJBHOTO UM B OAHOM ceMbe. [1o yTBepkaeHuo
amepukanckux Bpauei mnpesuaeHT CIIIA Aspaam Jlunkonsm (1809-1865) u
HEKOTOpbIE €ro pPOACTBEHHHKH cTpanaiu Oojie3Hpio Mapdana. Ha puc. 4
IpeJCTaBlICHa POAOCIOBHAs MPE3UJIEHTa, COocTaBlieHHas no myonukauuu B. IL
EpkoBa «3HaMeHuThlii ciaydail cuHapoma Mapdana y JlunkonbHay («CaHKT-
[leTepOyprckue BpaueOHble BemomocTu». 1993, Ne 2 ctp. 70-71). Onucanue

ponocnoBHoi: |-1-6onpHast 60ne3HbI0 Mapdana (6M); I1-1-Hencu Xenke, 6M ?;
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I11-1-A.JIuakonsn (1809-1865), oM, II-2 u 111-3-6M ?; IV-1-6M, ymep ot
BocnasieHus yerkux; 1V-2-Traa, 6M ?; 1V-4-PobepT; V-1-ABpaawm I1. 6M.
5.3. CuenuieHHblii ¢ X-XpOMOCOMOI THIT HACJIEIOBAHUS

[Ipn X-cueruieHHOM THUIIE HACJIE€AOBAaHNS MYTAHTHBIM I€H PACIOJIOKEH B X-
xpomocome. Ecnu mpu sTom MyTanus oOjiafaeT JTOMUHAHTHBIM 3(@eKToM, TO
OOJBHBIMU MOTYT OBITh KaK MYXYHHBI, TAK U KEHIIMHbI. OJTHAKO OT OOJIBHOIO
otia 3abosieBanue ¢ BeposTHOCTHIO 100% mepenaercs: TOIBLKO JAEBOYKAM, HO HE
MaJb4yMKaM, MOJY4YalolluM OT OTHa Y-XpomocoMy.  BeposTHOCTh mepenayu
JIOMUHAHTHOW X-CIIETUICHHON MyTaluu OT OOJIbHOM MaTepu JETSIM COCTaBIISIET
50%. bone3Hs ¢ paBHON BEPOATHOCTHIO MOKET OBITH YHACIEAOBaHA KaK JOUYEPbIO,
TaKk U CbIHOM. K JIOMUHAaHTHOMY, CHEIUIECHHOMY C X-XpOMOCOMOM, THILY
HACJIEIOBAHMUSI OTHOCHUTCS M3BECTHAs JIETCKMM BpayaM IaToJOTUsl eumamuh /-
pezucmenmusiii paxum (CUHOHUMBIL: Tunodocharemus, ceMmeitHasi-X-clernieHHas
runodocdaremus, pocarauader). Juarsos storo TSDKEJICUILIETO PAXUTA,
KOTOPbIA HE WPOXOJUT TMOJA BO3ACHCTBMEM OoJsibIIMX /103 BUTamuHa [l
MOATBEP)KIACTCS HATUYUEM IMOJ00HOTO 3a00JIEBaHUS Y YAaCTU POJICTBEHHUKOB
KaK MY>KCKOT0, TaK M KEHCKOI0 MoJa.

l'opazmo  wame  X-cleruieHHble — 3a00JIeBaHUSl  HACJIENYIOTCA 10
peueccuBHOMY TUNy. OTIMYUTENIBHBIM CBOMCTBOM PEUECCUBHBIX X-CIEIMIECHHBIX
3a00J1eBaHUM SIBIISETCSA TO, UTO B CEMbE OOJICIOT MY)KUYHMHbBI, @ MYTaHTHBIN aJlJIehb
OHU HACJIEAYIOT OT CBOEH, MPAKTUYECKH, 3JOPOBOM MATEPHU, TE€TEPO3UTOTHOM IO
MYTAaHTHOMY ajuielito. [Ipu cocTaBieHUr pOAOCIOBHOM y TAKUX MATEPEU HEPEIKO
HaOMoAat0TCsl 00JIbHBIE OpaThst WK AU (cM. puc. 5). BoJibHbIE MY>KUYHUHBI MOTYT
nepeaaBaTh cBoe 3a00JI€BaHUE TOJIBKO Yepe3 MOKOJICHHE U TOJILKO BHYKaMm (HO HE
BHYYKaM) 4Ye€pe3 CBOIO 3/I0POBYIO, HO T€TE€pO3UTOTHYIO J104b. Takum oOpazom,
€CIM MPOCIEAUTh B POAOCIOBHOW HACIEIOBAaHWE TIO MYXKCKOW JIMHUU
periecCuBHOTO X-CLEIJICHHOTO 3a00J1€BaHMsl, TO MOJIYYUTCS YTO-TO BPOJIE «XO0Ja
IaXMaTHOT'O KOHSI».

HanbGonee wu3BecTHbIMU X-CLHEIUICHHBIMU  3a00JICBAHUSIMU  SIBIISIFOTCS

eemopunuu A u B, a Tak ke TsDKeNeHIlas MaToJIOTHS MBIIIEYHOW CUCTEMBI —
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muooucmpoghus /frowenna/bexxepa. B ocHoBe pa3BuTus remodwimu A Jnexar
MyTalliu reHa, oTBeTcTBeHHOTO 3a cuHTe3 VIII dakrtopa cBepThIBaeMOCTH KpPOBH,
a ipu remoduuu B nedexktHpIM okasbiBaeTcs | X GpakTop CBEpTHIBAEMOCTH KPOBH.
O6a rena, kogupyrommue ¢akrtops! VI u IX, mokann3oBanbl B ITUHHOM TUIeUe X-
XpOMOCOMBI B o0OmacTsax (28 u (27.1-2 cooTBeTCTBeHHO. M3BecTHO, 4YTO TMpHU
reMoQuIMK HaOMIOJACTCs HapyIIEHUE CBEPTHIBAEMOCTU KpPOBU, M Camble
HE3HAYUTENbHBIE TMOpPE3bl MOTYT TPHUBECTH OOJbHOTO 0€3  chenuasbHON
reMaToJIOTUYECKON MOMOIIN K JIETAIbHOMY UCX0y. OTMETHUM, UTO y KEHIIUH —
HOCUTEJNIEH TeHa TeMOo(puiInu (Tak Ha3bIBAEMbIX «KOHAYKTOPOBY»), B OTHAEJIBHBIX
CllydasiX Tak e HaOJt0/1aeTcs CKIOHHOCTh K KPOBOTEUEHUSIM, YTO BBIPAXKAETCS B
OOUJIBHBIX MECSYHBIX M JJIMTEIBHBIX KPOBOTEUEHHUSX BO BpEMS POJOB. ITO
00CTOSTENBCTBO HEOOXOAMMO YUHUTHIBATh aKylIEpaM-THHEKOJIOTaM MpHU padoTe ¢
KEHITMHAMU-HOCUTENISIMU MYTaHTHBIX ajuieliel B JTI000M U3 TeHOB remoduinu A
unu B.

B ouenb pegkux cinydasx 3a0ojieBaHHE C X-CIETUICHHBIM PElIECCUBHBIM
TUTIOM HACJIeIOBAaHUSI MOXKET TIPOSBIIATHCS Y KEHIIUH. B epByro ouepenp K 3 TOMy
MOKET MPUBECTH HAIMYHUE XPOMOCOMHBIX MEPECTPOECK, 3aTPAaruBarOIIMX 00JaCTh
JIOKaIU3allid MYTaHTHOTO TeHa. B 4acTHOCTH, 93TO BO3MOKHO, €CJIM >KEHIIHUHA
uMmeeT kapuotun 45,X, uro 6siBaet npu cunapome lllepemesckoro-Tepuepa, u 3Ta
€AMHCTBEHHAsl [OJoBas  XpoOMOcoMa  SIBJIIETCA  MYTAaHTHOW MO  TEHY,
JOKAIM30BaHHOMY B X-xpomocoMe. Jlpyrou npumep. /[leBouka MOXeT CTpalarth
reMoQuiIrel NpU TOMO3UTOTHOM HOCHUTEJIBCTBE MYyTallMd B TOM cllydae,
HampuMmep, eciau ee oTel OoysieH reModuianeil, a MaTh TeTepO3UroTHA IO
MyTaHTHOMY ajuiento. bonbHble Muomuctpoduert JlromenHa mo0 QepTumbHOTO
BO3pacTa WM HE JO0XKUBAIOT, WIM H3-32 TKECTU COCTOSIHUS HECHOCOOHBI K
BOCIPOM3BOACTBY noromMcTBa. OT™MeTuM, uTo mpu popme [lromenHa 3aboneBanue
MaHudectupyer y OonpbHOTO B CpeaHeM B Bo3pacte 2-5 JeT, MpPOTHO3
HeOMaronpusiTHbIA, W OoJbHBIE TorubaroT B Bo3pcate 20-25 ner. Ilpu dopme
bekkepa Oone3np y OonbHOTO MaHudectupyeT B Bospacte ot 5 go 40 jer u

IIPOrHO3 6HaFOHpHHTHLIﬁ. bonbHbIC CO3Jar0T CEMbIO U MMCIOT I[CTGﬁ. Onucanbl
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eIMHUYHBIC ciiydan mMuoauctpodun Jromenna/bexkepa y neBouek. ITH IEBOYKH
OKa3aJMCh HOCHUTEISIMM  TPAHCIOKALMM, BKIIOYAKOIMX MYTAHTHBIM  T'€H
muoauctpodun  lromenna/bekkepa. lluroreHeTMueckue © - MOJCKYISIPHBIC
oOciieToBaHUs 3TUX OYEHb PEIKHX MAIlMeHTOK CIMOCOOCTBOBal 0Oojiee TOYHOMY
KapTUPOBAHUIO W HIACHTUUKanuu reHa muoauctpoduu romenna/bekkepa B
obmactu Xp21.2.

Jist remodunuu A u B, Takke kak st muoauctpodus Jromenna/bekkepa
OINpENENIeH CIEKTp HauboJjiee YacThlX MyTallMii W pa3paboTaHbl METOJbl HUX
MOJIEKYJIIPHON JTMarHOCTHKW. YacToil NpUYMHOW HamboJiee TsKENbIX (popm
remopunnu A sBuseTcs creuuduueckas BHyTpureHHas uHsepcus. B 65-70% y
OonpHBIX MuomucTpodueit JlronmenHa/bekkepa TUATHOCTUPYIOTCS MPOTSIKEHHBIC
BHYTPHUI€HHBIE JI€JICUHU, 3aTPArMBAIOIIME HECKOJIbKO COCEIHUX 3K30HOB. HX
MOJIEKYJIIpHAsl JIMarHOCTHKA IPOBOJUTCA C HCIOJIb30BAHUEM MHOXXECTBEHHOMN
[TIP. CneuunanbHbple 0Oojee CIOXKHBIE METOAbI pa3paboTaHbl JAJis BBIABICHUS
TeTEPO3UTOTHBIX HOCUTENEW MyTalMii, 4YTO T[03BOJSIET BO MHOTUX CEMBIX
BBICOKOI'O PHCKa MPOBOJUTH MPOPHUIAKTUKY 3TUX TsDKEJIEHIINX 3a0ojeBaHUil Ha
0a3e npeHaranbHOI quarHoctuku. B 30% cemeil MaTh 60JbHOTO MHOIUCTPODHEH
MaJbuMKa HE SBISETCS HOCUTENbHUIIEH MyTaluuud, a OoJle3Hb Yy €€ CblHa
pa3BUBAETCS B pE3YyJIbTaTe€ CIIOHTAHHOTO BO3HUKHOBEHHUS TAKOM MyTallMM B
npoliecce ooreHesa. Takylo CUTyalMi0 OY€Hb BaXXKHO JUArHOCTUPOBATh, TAK KakK B
TOM CJIydyae PHCK TIOBTOPHOTO POXJICHUS OOJIBLHOTO pedcHKa MOXKET OBITh
3HAYMUTEJIBHO  MEHbIIE M B  HEKOTOPbIX  Cily4yasx HE  MPEBBIIAET
oOmenonynsiuuoHHoro. Cepbe3Hyto MNpoldieMy JUisi MEIUKO-T€HETUYECKOTO
KOHCYJIbTHPOBaHHUS NPEACTABISIIOT  CIy4ad TOHAJHOTO  MO3aWIIHU3Ma,
0OyCJIOBJIEGHHOTO BO3HMKHOBEHHEM MYTAllMM B MEPBUYHBIX IMOJOBBIX KIETKaX, TO
€CTb Ha PpAaHHUX CTagusIX BHYTPUYTPOOHOTO pa3BUTHS Oyaymied wmaTepu.
Cumraercs, 4ro 6-7% BceX CHOPAAUYECKUX CIIy4aeB SIBISIIOTCA CJIEACTBUEM
TOHAJHOTO MO3aulu3Ma y marepu. [Ipu 3TOM OLIEHUTHh BEIMYMHY aOEppaHTHOTO
KJIOHA OOLMTOB HE IMPEACTABISIETCS BO3MOXHBIM. OMIUPUYECKUN PHCK

IOBTOPHOI'O  pPOXACHUSA 0O0JILHOTO pe6eHKa B CIIOpAAUYCCKUX  ClIydasax
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muomuctpodpun  JromenHa/bekkepa W TpU  OTCYTCTBUU  JOKa3aTelIbCTB
reTepO3UrOTHOTO HOCUTENbCTBA MyTauuu y matepu nocturaet 14%. Ha puc. 6
Mpe/CTaBlIeHa POJOCIOBHAsA MpobanHaa M-, 26 ner, sSBISIOLIECHCS HOCHUTEIEM
MyTanuu B rene muauctpoduu [iomenna. [lpocnexxena MmyTaHTHash XpoMocoMa
(X-1) y >KeHIIMH HOCHUTEJIeH MyTalluM M MYXXYUH OOJBHBIX MHOAMCTpodueit
JIrommeHHa.
5.4. CuenuieHHblii ¢ Y-XpOMOCOMO# THII HACJIEA0BAHUS
B penkux cnyuasx HaOMOAaeTCsl OTIOBCKUN WIIM TOJaHAPUYECKUM THI

HacJeI0BaHUsI, OOYCIIOBJIEHHBIN MPUCYTCTBUEM MYTAlUi B T€HAX Y -XPOMOCOMBI.
[Tpu 3TOM GOMNEIOT U TEepeaaroT Yepe3 Y -XpoMOCOMY CBOE 3a00JI€BaHUE CHIHOBBIM
TOJIbKO MYXUMHBI. B oTinuue oT ayrocoMm u X-XpoMOCOMBI, Y-XpOMOCOMa HECET
CPaBHHUTEJIHHO MaJO T€HOB (IO MOCIEIHUM JaHHBIM MEXIYHAapOIHOTO Karajora
reHoB  OMIM, Bcero okomno 40). HeGosbiiasg 4yacTh TakKUX T€HOB TOMOJIOTHYHA
reHaMm X-XpOMOCOMBI, OCTaJIbHbl€ MPUCYTCTBYIOUIME TOJBKO Yy MYXKUMH,
Y4acTBYIOT B KOHTpOJE JCTEpMHUHAIIMHM TOJia W crepMaroreHeza. Tak, Ha Y-
xpoMocome Haxonarcs reHbl SRY u AZF, oTBeTcTBeHHBIE 3a TPOTPAMMY
nosioBoi nuddepeHrpoBku. MyTanun B JI0OOM M3 ITHUX T'€HOB MPUBOMAT K
HapyILICHUSIM pa3BUTUA sIMUEK M OJIOKY CIEpMaToreHes3a, 4YTO BBIPAXKaeTcs B
azoocriepMuu. Takue MyXKYMHBI CTPaJalOT OecriogueM, U TMOTOMY HUX
3a0oJieBaHue HE HacienyeTcs. MyXKuuH ¢ kano0aMu Ha Oecriiogne HeoOX0IUuMO
o0CJIeI0OBaHTh Ha HAIMYUE MYTAllUH B yKa3aHHBIX reHax. MyTaluusMu B OHOM U3
TCHOB, PACIOJOKEHHBIX Ha Y-XpOMOCOME, OOYCJIOBIEHBI HEKOTOPHIE (POPMBI
uxTHo3a (phIObsi KOXa), M COBEPUIEHHO O€300MAHBIA MPU3HAK — OBOJIOCEHUE
YIITHOU PAKOBHHBI.
6. HerpaguuuoHHBbIE TUIBI HACJIEIOBAHUS

B nocnennue necsaTuieTrs HAKOMMWIOCh MHOTO (DaKTOB, CBUAETEIBCTBYIOIINUX
O HaJM4uU OOJBIIOTO YKCIIa OTKIOHEHUHN OT MEHJIEIEBCKUX TUIIOB HACTIEIOBaHUSI.
B uwactHOCTH, J0Ka3aHO, YTO HMMEETCS TPYyIIa HACIEICTBEHHBIX 3a00JIeBaHUH,
IpUYMHA KOTOPHIX JIEKUT B HEOJAromojyyud HACJIEACTBEHHOTO ammapara

MOJIOBOM KJIETKH WJIA TOJIOMOK B nepuoac SI/IFOTOO6p3.30BaHI/I}I. Ot HapyHICHUA
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HE MOMUYUHSIOTCS 3akoHamM Mennens. K HemenaenupyroommM 3a00J€BaHUASIM C
HETPAIUIIMOHHBIM  THUIIOM  HAcCJEJAOBaHUSA, OTHOCATCS MUTOXOHJIPUAIIbHbBIC
00JIe3HHU, OJHOPOJIUTENHCKUE TUCOMUM M OOJE€3HW T€HOMHOI'O0 WMIIPUHTHHIA, a
Takke  OOJIe3HW OKCIAHCHH, OOYCIOBJICHHBIC NPUCYTCTBUEM JTUHAMHYECKHUX
MYTAaIHM.

6.1. MuUTOXOHAPHUAJIBLHBIA HJIn HUTOIJIa3MaTHYeCKU M THI
HACJIe[IOBAHUS HA3bIBAIOT €Ille MaTepuHCKUM. HM3BecTHO, uTo okosio 5% JIHK
HaxoJsATCS B MUTOXOHJAPHUSX - BAXHEWIIMX OpraHeuiaX LUUTOIUIA3Mbl KIIETKH,
SBJISIIOIIMXCST CBOETO POJIa PHEPreTUUECKOM CUCTEMOM U IEHTPOM KIIETOYHOTO
IbIxaHusi. MyKCKH€e TTOJIOBBIE KJIETKH (CIIEPMATO30HM/IbI), XOTSI U COAECPKAT OYCHB
HEOOJIBIIIOE KOJUYECTBO MUTOXOHJPHM, 00€CTIEUNBAIONINX UX MOABUKHOCTH, HO
HE TepesaloT uX MOoToMCTBY. [loaTOMYy BCe MUTOXOHAPUHM TUIOAA, HE3ABUCUMO OT
€ro IMoJia MMEIOT MaTEepPUHCKOE MPOUCXOXKIeHUE. Takum o0pa3oM, KEHIIMHA
MepesacT CBOM N€HETUYECKUN MaTepHhall HE TOJIbKO Ye€pe3 XPOMOCOMBI, KOTOpPbIE
HaxoJITCSA B AJIpe KICTKM HO M C IIUTOIUIa3MAaTHYECKOM MHUTOXOHIPHUATBLHOMN
JHK (mtJHK), mpuyem c paBHOW BEpOATHOCTHIO KaK MallbuhKaMm, TaK U
neBoukam. B MT/IHK, cocrosmeit u3z 16569 nykieotunos, coaepxkurcs 6osee 20
redoB TPHK, 2 rena pPHK u 13 reHoB, kogupyoomux pa3audHble CyObeTuHUIIBI
KOMITJIEKCOB OKUCIUTEIHHOTO (hoCHOpUTUPOBAHMS. 3aMETUM, YTO 56 CyObhEeIMHHUII
ATUX KOMILIEKCOB KOJUPYIOTCS SIACPHBIMHU T€HAMMU.

MyTanuu B MUTOXOHJIPUANIbHBIX T€HAX TAKKE MOTYT SIBUTbCS  MPUYMHOU
HACJICJICTBEHHBIX 3a0o0yieBaHWd. B 3HAYUTENTLHOM MPOIEHTE CiIy4yaeB IIpU
MUTOXOHJAPUAIBHBIX  OOJIE3HSIX HMMEET MECTO TeTepoIlia3Mus, TO €CTh
CYILIECTBOBAHHE B KJIETKAX B PA3JIMYHBIX MPOMOPLHUIX MYTAHTHBIX U HOPMAJIbHBIX
MUTOXOHAPUM. DTO CBS3aHO ¢ ocoOeHHocTsiMu Bocmpous3BojcTBa MTJHK. K
TakuM  3a00JI€BaHUSIM  OTHOCSTCS  MHUTOXOHJApPUAIBHBIE  MHUOMATHH U
sHNedanomuonaruu, cuaapom Jlebepa wu apyrue. KiumHudeckas KapTHHA
MUMOXOHOPUANbHBIX — MUoOnamuti  CKJIaJIbIBaeTCs M3  €1abOCTH  MBIIIII,
HAYMHAIOMIEHCS C MBI Ta30BOTO TMOsCa, W TOCTENeHHOW ux arpodum. VY

OOJILHBIX MOYKET Ha6J'IIOI[aTI>C}I MbIIICYHAasA TUII0OTOHUA, FI/IHOpe(i)JICKCI/ISI, 3aJICPIKKa

32



MOTOPHOTO pa3BUTHA, TeMaTOMEraius, Makporioccus. TedeHue 3aboseBaHHS
MEIJIEHHO Tmporpeccupytomee. Myrtanmu B ogHoM u3 7 reHoB NADH-
JEruIporeHasbl Komruiekca | JpIxaTenbHOW LEeNMM MHUTOXOHJPUHN  SIBISIOTCS
OPUYUHON  pa3BUTHS  cuHOpoma Jlebepa — HaCIEACTBEHHON aTpouu
3pUTENIBHOTO HEPBA, YAaCTO COYETAIOLIEHCS C HEBPOJIOTUYECKOW CUMITOMATHKON
B BHJIC paHHEW IMCTOHUH, TepUPepuuecKor MOIMHEBPONIATUH, TPEMOPA, ATAKCHH.
3a00JIeBaHHI0O MOTYT COITyTCTBOBAaTh TOJIOBHBIE OOJM W CepleyHas apuTMUs.
HauGoinee yacteiMu nipu cunzpome Jlebepa sIBASIOTCS HYKJICOTHUIHBIE 3aMEHbI B
nonoxenusix 11778, 3460, 15257 u 14484 mt/IHK.

Hpyrue myrtaumum B MTJAHK, npuBogsmme k aeduuutry QepmMeHTOB B
MUTOXOHAPHUAIIBHOW pPECHUPATOPHOM LEMH, SBIAIOTCA NPUYUHON pPa3BUTUS
MUMOXOHOPUATbHBIX dHYedaromuonamuii. IT0 MyJIbTUCUCTEMHBIE 3a00JIEBAHMS C
IIPEUMYIECTBECHHBIM BOBJICYEHHMEM B IIATOJIOTMYECKUN IPOLECC BBICOKO-
a’pOOHBIX TMOCTMUTOTUYECKHX TKaHEH, TaKWX KaK cepjedHas M CKEJCTHhIC
Mmbimbl, a takke [HHC. Onucanbl MyTanum U B MUTOXOHAPHUAIBHBIX TE€HAX
TPHK, B wactHOocTH, mpu MELAS-cunapomMe (JakToanuao3 B COYETAHUH C
MHCYJIBT-I0A00HBIME 3nu3oAamu), MERRF-cunapome (Muoknonyc-snumiencus ¢
«PBaHBIMU» KPACHBIMU BOJIOKHAMH MBIIII, 00pa30BaHUE KOTOPBIX O0YCIOBICHO
CKOIUICHMEM aHOMaJbHBIX MUTOXOHAPUN MO KParo MbIIeYHOTO BojokHa), CPEO-
cuHapoMme  (mporpeccupyromias — odrTambMorUierus).  TsKecTb  TEUCHHS
MUTOXOHJIpHAJIbHBIX OOJIe3HEH 3aBUCUT OT YpOBHs rereporuiasmuu. OT 3TOTro
YPOBHSI 3aBUCHT IMPOIIEHT pUCKa HACJIEICTBEHHON Nepeiauyn MyTaluu OT O0JIbHON
marepu aetsaM. [Ipu romonnazmuu 310T puck nocruraer 100%.

6.2. Ognopoaurennckue aucomum (OPJ) oOycrmoBieHBI «OMIMOOYHBIMY)
NOJIy4YeHHUEM PeOCHKOM JIBYX TOMOJOTHYHBIX XPOMOCOM OT OJHOTO M3 POJUTENEH.
[Tpu sTOM KapuOTHI OOJBLHOTO COCTOUT U3 46 XpOoMOCOM WK 23 Tap, HO B OJTHOU
U3 HHUX HMEIOTCS XPOMOCOMBI JHOO MAaTEPUHCKOro, JMOO OTIOBCKOTO
MPOUCXOXKJICHUS U HE MUMEETCS HU OJHOM KOMHH TOMOJIOTHYHON XPOMOCOMBI OT
npyroro poautena. OPJ] MoryT BO3HHMKaTh B Pe3yJIbTaTe€ HapyILIEHHUs Ipolecca

pacxoxkaeHusi 0o U3 23 map XpoMocoM B MeHo3e B Xoz€ 00pa3oBaHUs
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MY>KCKHX U KEHCKUX IOJIOBBIX KJIETOK WJIM B MHUTOTHYECKH JAEISIIUXCS KIETKaxX
3UTOTHI HA PAHHMX 3Talax pa3BUTHS 3apO/IbIIIA.

B ocHoBe mnartosormyeckux ImpoueccoB, o0ycioBiaeHHbIXx OPJl, nexur
reHOMHbIII MMIPUHTHHI, CJIECICTBUEM KOTOPOTO SIBISIETCA Pa3IMuHOE TEUCHHE
3a00JIeBaHUsl B 3aBUCUMOCTH OT NIPOXOXJACHHUS MYTAHTHOIO aJulesl uepe3
MY’KCKOM WM >KEHCKMM raMmeroreHe3. (OEHOMEH WMIIPUHTHHIAa OOYCIIOBJIEH
pa3nuuHOi (YHKIIMOHANBHAS CIIOCOOHOCTBIO (PKCHpeccued) Yy TMOTOMKOB
TOMOJIOTUYHBIX TE€HOB, MOJYYEHHBIX OT OTHa wiu Martepu. Ilpu nokanuzanuu
TeHOB B TaKk  HA3bIBAEMBIX  WMIPHUHTHPOBAHHBIX  yYacTKax  TeHOMa
DKCIPECCUPYETCS TOJABKO OJAWH AJUIEb - OTHOBCKMU MM MAaTEPUHCKUH, a APYroun
OKa3bIBaeTCs (PYHKIMOHAIBHO HEakTHUBEH. Takoe u30upareiabHOE MOJaBJICHUE
AKTUBHOCTH HMMIIPUHTHUPOBAHHBIX T'€HOB MPOUCXOAUT JHOO B MYXKCKHX, JIMOO B
KEHCKUX TOJOBbIX KieTkaX. OCHOBHYIO poOJib B BO3HUKHOBEHHU TI'€HOMHOTO
UMIPUHTUHTA UTpaeT U30MpaTEeIbHOE METHIMPOBAHUE PETYNIATOPHBIX YYacTKOB
F€HOB B IIPOIIECCE CIIEpMATOreHe3a WM OoreHes3a. [umnepMmerwivpoBaHue
PEryJIATOPHBIX YYAaCTKOB I'€HOB MPUBOJIUT K UX (PYHKIIMOHAIBHON WHAKTHUBALIUU.
B Hactosimiee Bpemsi uaeHtuduimpoBano 6osnee 30 TEHOB, MOJBEPrarOIIUXCs
UMIIPUHTUHTY. MHOrME U3 HHUX JIOKaJlW30BaHbl B xpomocomax 7, 11 m 15. K
3a00JIeBaHUsAIM, OOYCJIOBJIEHHBIM T'€HOMHBIM HMIPUHTHUHIOM, MOTYT HPUBOIUTH
He Tombko OPJl, HO W XPOMOCOMHBIE TEPECTPOMKH B HMIPUHTHPOBAHHBIX
ydyacTKax TIE€HOMa, 4alle BCero Jejeluy, a TakkKe MyTalud B TIeHax,
MIOJIBEPTAIOIINXCSI UMIIPUHTHHTY, a TAaKXKe B 00JIaCTAX T€HOMA, KOHTPOJIUPYIOIINX
MPOLIECCH METUIIMPOBAHUS XPOMOCOM.

Urak, nns Oosie3HE T€HOMHOTO HMIIPUHTHUHIA XapaKTEPHBIM SIBIISETCS
pa3HOe KIMHUYECKOE MPOSIBJICHUE TeHETHMUECKUX HAPYIICHWH, 3aTparuBaroIMX
OJIMH U TOT K€ pailoH reHoma, B 3aBUCUMOCTH OT TOTO, UMEIOT OHU MAaTEPUHCKOE
WIM OTLOBCKOE MPOUCXOXKACHHUE. Y TUBUTEIBHBIM IPUMEPOM, WILTIOCTPUPYIOIIUM
TO TMOJIOKEHUE, ABISIIOTCA cunopomsl Ilpadepa-Buniu u Aneenvmana,
00yCIOBJICHHbIE TEHETUUECKUMH HapyleHussMu B oonactu 150q11-13. ¥V GonpHBIX

cunapomom Ilpanepa-Bumnu B 70% uaeHTUPUIIUPYIOTCS IeTEUA 3TOM 00JIacTH
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OTLIOBCKOTO NPOUCXO0XkJeHus, a B 25% - OPJl MaTepMHCKOTrO MPOMCXOXKICHHS.
[TpuunHOM pa3BuTUs cuHApOoMa AHrenbMaHa B 68% sBIsI€TCS Aesiend B 00J1aCcTH
15911-13 wMarepuHCcKOro mpoucxoxaeHus, B 7% - OPJ] oTumoBckoro
npoucxoxnaenus u B 11% - myramuu rera UBE3A, nokann3oBaHHOTO B TOM Ke
[IUTOTEHETUYECKOM paiioHe. KIMHUYECKH 3TH JIBa XPOMOCOMHBIX 3a00JI€BaHMUS
OYEHb OTIMYAIOTCS Jpyr OoT apyra. s cunapoma [lpanepa-Bumm xapakrepHbiM
SBIISIIOTCA JIMIIEBast TU3MOP(UsI, BPOKICHHAS] TUTIOTOHHMSI, MaJbli BEC, TPYIHOCTH
BCKapMJIUBaHUs, 3a/iep’KKa ICUXOMOTOPHOIO pPAa3BUTHs, IMOCHEe 6-MeCIYHOTO
BO3pacTta — runepdarus W OXUpPEHUE, TOHAJOTPONHBIA THUIOTOHAAU3M H
KPUNITOPXU3M, CaxapHbId AuA0ET, CHM)XKEHUE KOTHUTUBHBIX (YHKIUNA U
OTCTaBaHHE YMCTBEHHOTO Pa3BUTHSl PA3JIUYHON CTENEHU BBIPAKEHHOCTH.
CunapoM AmnrenbMaHa MOPOSBISETCS TPyOOM 3aepKKOM TICUXOMOTOPHOIO
pa3BUTHSA, BBIPAKEHHON OJIUTrO(peHHen ¢ He10pa3BUTHEM peuu. bosibHbIE TO31HO
HAYMHAIOT XOJUTh, U MX IOXOJKAa HAIlOMHUHAET JBUKEHUS KYKJbl. THUIMMYHBIM
SBJIAIOTCSl TIPUCTYNBI HACHJIBCTBEHHOTO CMEXa, M03TOMY 3a00JIeBaHUE HA3bIBAIOT
«CUHAPOMOM JIMIIA CYACTIMBOU KYKIIbD).
6.3. boJie3HH IKCIaHCHU MJIM THMHAMMYECKHEe MyTalMH

bonesnn  skcmancuu  OOYCIIOBJIEHBI ~ aHOMAJbHBIM  TMPEBBIIIICHUEM
(okcmaHcued) 4YKclia KOMWM  TaHJIEMHBIX TPUHYKJICOTHIIHBIX  IOBTOPOB,
PacoJIOKEHHBIX B PETYJIATOPHBIX WM KOJUPYIOMIMX 00JacTsaX TeHoB. Takoil Tun
FEHETUYECKUX HaApyLIEHUW NOJYYWI Ha3BaHUE JUHAMUYECKHMX MyTanui. B
HacTosIlee BpeMs HacuuThiBaeTcs Oosiee 20 Oone3Heidt skcnaHcuun. CamMbIMU
pacnpoCTpaHEHHBIMU CPEeIM HHUX SBISIOTCA Xopes ['eHTHMHITOHa, CUHAPOM
Maptuna-benn  (cungpom  GparwibHOW WM JIOMKOM — X-XpPOMOCOMBI),
MUOTOHMYECKas AucTpodus, atakcuss Opupeiixa, ciuHouepeOeIsIpHbIe aTAKCHH
U psaa  Apyrux. MexaHu3Mbl NATOTE€HETUYECKOTO JEWCTBUS JAUHAMUYECKHUX
MyTaIil 3aBUCAT OT PACIOJIOKCHUS U CIIEU(PUKN IKCIIAHCUPOBAHHOTO MOBTOPA,
a TsDKECTb TeueHUs 3a00JIeBaHUSl OMNpeAessieTcs] JJIMHOM SKCHaHCUHM (YUCIOM
noBTopoB). Ilpu Tsxensix ¢opmax 3aboneBanus uAeHTU(DUUIUPYIOTCS OoJee

JIIMHHBIC OKCIIaHCHUH. BHGpBBIe JUHAMHYCCKHUC MyTallun ObLIH
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UACHTU(DUIUPOBAHbI TIpU cunopome Mapmuna-benn - CUENIECHHOW C MOJIOM
OJUTO(PPEHHEH, COUETAIOMIEHCS C MAKPOOPXHU3MOM U OIPEACIICHHBIMU JINIIEBHIMU
U COMaTWYeCKMMHM aHoMaiusiMu. Ilpu >TOM  3a00JieBaHMM  SKCHAHCHH
noaBepraercss CGG-moBTOp, pacmosioKEHHBIH B TPOMOTOPHON 00JacTH TeHa
FRAX. B nopme konnuectBo CGG TpumietoB He npeBbimaeT 40. Y 00IbHBIX 3TO
yuCciIo MOXeT yBenuuuBatrbes g0 1000, mpuyem, Kak TpaBUiio, YBEIUYCHHE
MPOUCXOIUT B JBa 3Tana. CHavaia MOSIBIAETCS aJJieb C YUCJIOM IOBTOPOB B
nuanaszone ot 40 mo 50 - »To mpemyrtanus. bonbHBIE, HECylHe MPEMYTAaIUIO,
UMEIOT OYE€Hb MATKHE KIWHUYECKHE MpOsBICHUS cuHapoma Maptuna-be.
[TosTOMYy MX Ha3bIBAIOT HOPMAJILHBIMU TpaHCMUTTEpamMu. OJTHAKO Y BHYKOB TaKUX
OOJBHBIX MOKET HaOMI0IaThesl TspKemeimas Gopma onuroppeHuu, Tak Kak mpu
HAcClICJOBAaHUM TIPEMyTallud JI0YEPHI0O HOPMAJIBHOTO TPAaHCMUTTEpA U €€
MPOXOXKIECHUU YEpPE3 OOTCHE3 MOXKET MPOUCXOJUTHh JalbHEWIIEE IOCTATOYHO
pe3koe Hapactanue uyucia CGG kommit 10 HECKONBKUX cOTeH wiu jaxe 1000
TPUILJIETOB C oOO0Opa3oBaHWEM MyTalMud. TakoWl XapakTep HacjeJICTBEHHON
nepenaun cuHapoma MaptuHa-benn nonyuun HaszBanue napanokca lllepmana B
YeCTh KJIMHUIIUCTA, BIEPBbIE OMKUCABIIIETO 3TO SBJICHUE.

Takum 06pazom, y1st MHOTUX OO0JIe3HEH IKCIIAHCUU XapaKTEPHBI CIIEIYIONTNE
ocobeHHOCTH HaclieqoBanus (1) MOayTOMUHAHTHBIN XapakTep, (2) aHTUIIUIIAUS -
HapacTaHHUE TSHKECTH TeYeHUs 3a00JeBaHUS B PSALY MOKOJEHUM U (3) reHOMHBIN
UMIIpUHTUHT.  YBenmuuenue jiauHbl  CGG-moBTOpa, paclojoKeHHOTO B
MPOMOTOPHOM 00JIacTH, HapymiaeT peryisaiui 3kcnpeccun reHa FRAX wu
MPUBOJAUT K €ro 4YacTUYHOM WJIM TOJHOM HHaKTuBauuu. COBEPIIEHHO WHOMU
MEXaHU3M TATOTEHETUYECKOTO JCUCTBHUS JTUHAMHUYECKUX MYTAIllUid JIEKUT B
OCHOBE PAa3BUTHS  TSKEIBIX HEUpOJereHepaTUBHBIX 3a00JE€BaHMM, TaKUX Kak
xopesi ['enmunemona WM COHHOLEPEOCIUIIPHBIE aTakCMU. B 3TuX ciydasx
NPUYUHON 3a00JIeBaHUS SIBISIOTCS OTHOCUTENHHO HeOosbimue skcrmancun CAG-
MOBTOPOB, JIOKAIU30BAHHBIX B KOAUPYIOIIUX 00JaCTAX COOTBETCTBYIOIIUX T'€HOB.
Ecnmu B HOpMe konmuaecTBo konuit CAG-1oBTOpa B 3aBHCHMOCTH OT 3a00JICBaHUS

He mipeBbiaer 20, makcuMyM 40, TO y OOJIBHBIX OHO MOXET AocTUrath ot 40 10
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60, makcumym 80 TpurieToB. B kauecTBe mpumepa B Tabmuie | mpeacTaBieHbI
3HayeHus CAG-TpurietoB B reHe xopeu ['@HTUHITOHAa B HOpPME, Y HOCHUTENEH

peMyTaluu U y OOJIbHBIX.

Tabmuua 1. Ywucno CAG noBTOPOB U PUCK pa3BUTUA Xopeu [ eHTUHTTOHA

Ywucito moBTOpOB Puck pa3Butus 3a001eBaHus y 00CIETyEMOTO U €TI0
JeTen

Menee 28 Hopma

29 -34 Jlst oGcneyeMoro pucka HeT, HO BO3MOYKHO YBEIIMUEHUE
qucia
MTOBTOPOB y JIeTEH ¥ BOSHUKHOBEHUE 0O0JIC3HU

35-39 Bo3MoxkHO mo31Hee pa3BuTHEe 00JIE3HU

boinee 40 bose3nb

CAG-tpumier koaupyet rioTamuH. [109ToOMy B KakJI0M W3 COOTBETCTBYIOIIUX
THM TE€HaM OETKOB HMMEETCS IIeTOYKa W3 TOCIEIOBATENIBHO PAaCIOIOKEHHBIX
IJIIOTAMUHOB - TOJIMTJIFOTAMUHOBBIA TpeK. bonesHs pasBuBaercsi Toraa, Korja
JUIMHA STOTO TIOJUTIIOTAMHUHOBOTO TpEKa CTAaHOBHUTCA OOJIBIIE JOMYCTUMOMN
HOpMBI. OKa3anoch, YTO Y/UIMHEHHBIE TOJUTIIOTAMUHOBBIE TPEKH camMH 1o cebe
WIM B COCTaBe IMOJIMIENTUAHBIX Ieneld CIOCOOCTBYIOT arperaiuuu OelKOB B
HEHPOHAIBHBIX KIETKaX ¢ 00pa3oBaHMEM HEPACTBOPUMBIX KOMIUIEKCOB. [To Mepe
HAKOIUIEHUSI 3TUX OEJIKOBBIX arperaToB MPOUCXOAUT T'MOeidb HEHPOHOB IO THUITY
arorTo3a - MPorpaMMHUPOBAHHON THOENU KJIETOK. DTOT MPOIECC HOCUT MEJIEHHO
nporpeccupyromuii - xapakrep. KnumHuyecku HeWpoaerpaganus MpOSBIAETCS
ToTNa, Koraa morudaet okojo 70% HelpoHOB ompeaeneHHoro tuma. JlanpHeree
pa3BuTHe 3a00JIeBaHUS HUAET OYEHb OBICTPO, Tak Kak B ocrtaBmmxca 30%
HEHpoHaX Takke [MPOU30IUI0 HAKOTUIEHHE  HEPAaCTBOPUMBIX  OEIKOBBIX
KOMIUIEKCOB, YTO W MPHUBOIUT K WX pe3koil nerpaganuu. [lostomy nms Bcex
HEeHpoaereHepaTUBHBIX 3a00JIeBaHUH, 00yCITOBJICHHBIX yITUHECHHEM

MOJIMTIIIOTAMUHOBBIX TPCKOB, XaPaKTCPHBI HOBI[HI/Iﬁ I[C6IOT Hn TAXKECIIOC TCUCHUC,
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JIOCTAaTOYHO OBICTPO MPHUBOJSINEE K JICTATLHOMY HCXOTy. 3aMETHM, KCTaTH, 4TO
xopest ['eHTuHrTOHa MOXKeT MaHudecTrupoBaTh He B 40-50 5eT, Kak 3TO CUUTANIOCH
paHee, a yxe Ha 2-3-M JECATUJICTHUH *KU3HHU, a B OTAEIBHBIX CIydasX HAaMHOTO
pansie. [IpuBoauMm crenyromniee HaOIIOICHNUE, CBSI3aHHOE C Xopeel [ eHTHHTTOHA.
[Ipobaun b-nas C. (pogociioBHas Ha puc.S), 27 net, ooparunack B JlabopaTopuro
IpeHaTabHOM JTUArHOCTUKY HacleACTBeHHBIX 3a0oseBanuil AL um. 1. O. Otta
PAMH (r. Cankt-IlerepOypr) nisi yrouHeHusi AuarHo3a xopeu ['eHTHHrTOHa y
cBoero myxa (I11-2) 29 net u mporHosa coctostaust gouepu (1Y-1) 9 ner. Martsb
(11-3) orma aeBouku U 6aOymika (1-1) MO OTIIOBCKOHM JIMHUHM CTPaJarOT XOpee
['entunrrona. Y wmyxka mnpobanaa ¢ 25 et HaOMIONAIOTCS TUIKEPKUHE3BI
JIPOKATEIIBHOTO THUIA U OTCTABAHUE NICUXUYECKOTO pa3ButTus. [Ipu moekyspHo-
TEHETUYECKOM HCCIICIOBAHUM BBIICHWIOCh, YTO MYX MpoOaHAa OT 3J0pOBOTO
orua noiyuuit 16 CAG-noBTopoB, a oT 6016HOM MaTepu - 50. DTU JaHHBIE YETKO
MOATBEPKIAIOT HaTU4Me XOpew ['eHTMHITOHAa y Myka mpobanma (cM. Tadum. 1).
JleBouka (1VY-1) yracnenosana ot orma HopMansHOe yncio CAG- moBTopos - 16,
HO ot Martepu onHa noiayuuia 33  CAG-moBTopa, TO €CTh MNPEMYyTalMIO.
[locnennee, Kk coXaJeHHUIO, HE MCKIIOYAET pa3BUTHUsA 3a00J€BaHus y ee Oyaylux
JeTel, ¥ TI0O3TOMY IIPH BCTYIUICHUH B OpaKk M OEPEMEHHOCTH € B 00s3aTCIHHOM
MOpPSIAKE MOKa3aHa MpeHaTalbHAasl JUAarHOCTUKA Xopeu ['eHTMHITOHAa y IUIoJa.
OTMeTHM, 4TO B ACTCKOM BO3pacTe Xopes ['eHTUHITOHA MOXKET MPOTEKaTh B BUJIC
AMUICNTH(POPMHOMOTOOHBIX MAPOKCU3MOB, OTCTaBaHUS TMCHUXUYECKOTO Pa3BUTHS
U pPA3UYHOTO THUIA TUNEPKUHE30B. TakuMm oO0pa3oM, eIle COBCEM HEIaBHO
CUMTABIIASCS TEPOHTOJIOTHYECKOW IIATOJIOTHUEN, XOpesd ['E€HTUHITOHAa MOXKET
NpUBJICKaTh BHUMaHUE TmeauaTpoB. Kak ™Mbl yxke oTMmeuanu, 3a00JieBaHHE
JIMAarHOCTUPYETCS TTPEHATAIIBHO.
7. IlpeHaTajbHasi AUATHOCTHKA HACJIEICTBEHHBIX 3200/1eBaHU

B HacTosimiee BpeMs OJHUM W3 CaMbIX NPUOPUTETHBIX HAIpPABICHHUN B
MEIUIMHCKOW  TeHEeTUKe  siBJisgeTcd  NpeHaranbHas  auarHoctuka  (I1[])
HACJICICTBEHHBIX M BPOXKIEHHBIX 3a0oneBaHui. KaKaplii neTCKuil Bpad JOJIKEH

UMEeTh TpencraBiieHde o0 3ToM HampaieHuu. B 3amaum  [1J] Bxomsar: (1)
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BBISIBJICHUE Y IUJI0JA TSKEJIOM HACIIEICTBEHHON WIIM BPOXKIAEHHOM marojoruu; (2)
BbIpa0OTKa PEKOMEHJAINI 10 TaKTUKE BeAeHHs OepeMeHHocTH; (3) MeauKo-
I€HETUYECKOE TMPOrHO3WpPOBaHUE OyAyIlero moTOMCTBa; (4) MOMOIIb B

IMPOBCACHUN HOBOPOXIACHHBIM CBOCBPCMCHHBLIX HpOCl)I/IJ'IaKTI/I‘-IeCKI/IX n JIeueOHBIX

MEPOTIPHUSITHM.
Jns HEnoCpeICTBEHHOW  OLIEHKH COCTOSIHUSI TUIoJa HauOoliee
3G (HEKTUBHBIM | OOLIEOCTYIHBIM METOJOM SBJISIETCSL  )IbMPaA38YKOBOE

uccneoosanue (Y3W), mo3Bossiolee OIEHUBATh AHATOMUYECKOE Pa3BUTHE TUIOJA.
Baxxno, yto BIIP npu Y3U BeisiBasiercs Oonee yem B 90% ciyuaeB. B Hacrosiee
BpeMs pekoMmeHayercss mnpoBeaeHue Y3 3 paza - B 10-14, 18-22 u 32-34
Henenu OepemenHoctu. [lpu mnepBom VY3UM ompenensiercss TOYHBIM  CPOK
OEpeMEHHOCTH, pa3Mephl oA, HAIUYKME TPYObIX MOPOKOB pa3Butus. Ha sTom
CpPOKE€ MOXXHO BBISIBUTH aHdHIE(hanuio - rpyoOeiiliee HapylIeHHEe pa3BUTHUS
TOJIOBHOTO MO3ra, OTCYTCTBHE KOHEUHOCTEH W Jpyrue TrpyOble aHOMajauu
pa3Butusa. Cuurtaercs, 4YTO TOYTH BCE aHATOMHYECKHWE JAePeKThl IUI0ja
dbopmupyrores yxke Kk 18-22 negemsm.  Ilpu ob6uapykenun BIIP y mona Ha
J000M Cpoke OepeMeHHas JOJDKHA ObITh HampaBieHa B MEIUKO-TE€HETHYECKUI
IEHTP, TAe paboTaloT BHICOKO KBATU(UIIMPOBAHHBIE  CIEIUATUCTHI TI0
BbIsiBNIeHNIO U uaeHTuukaruu BIIP y mmoma. Jlanneie Y3U B 32-34 nepenu
OCpeMEHHOCTH HMMEIOT 3HAYEHUE Il TaKTUKU  BEICHHUS POJIOB, YKasbIBas
MOJIOKEHUE TIoAa U T.J. B HayuHOU nuTepaType HaM HE yIaloch OOHAPYKUTh
JTAaHHBIX O TEPATOTeHHOM AercTBUM Y 3U Ha mios

HecMmoTpss Ha BBICOKYIO pa3peliarollyio  CcrnocooHocts Y3U, TS
OONBIIMHCTBA HACJIEACTBEHHBIX OOJIE3HEW 3TOT METOJ MAarHOCTHKU OKa3bIBACTCS
Hed(P(PEKTUBEH W HCIONB3yeTCs uHeasueénas (0T JATHMHCKOrO cjoBa INvasio -
nponukHoBenue) II1JI. MuBasuBHas IIJ[ ocHOBaHa Ha MOJYYEHUHM M aHAJIN3E
OMOJOTUYECKOTO MaTepHalia Tuiojia - OMornTaTa XOPHOHATEHON 000JIOUYKH — METOT
XOpPUOHOUOIICUM, TUIAIEHTHI - TUIAIEHTOOMOTICUS, aMHUOTHYECKOM KHUIKOCTU -
aMHHUOLIEHTE3 U KPOBM U3 MYIMOBUHBI IUIOAA - KopaoleHTe3. C AuarHoCTUYECKOM

1eapl0  xopuoHOuoricuro mnpoBogaiaTr ¢ 10 mo 14 Hemenu OepeMEHHOCTH,
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ITAIICHTOIICHTE3 W/WIM aMHHoIeHTe3 - ¢ 14 mo 20, xopmorentes - ¢ 20 Hexenu.
[TomyyeHnne mIogHOro MaTepHualia 3akiarodyaeTcs B cienyromem. [loa kKoHTposeM
yJIBTPA3BYKOBOTO CKAHUPOBAHUSI OIMEpPaToOp CHEHHATIbHON UTJIOH, 3aKpETICHHON
B JlaTYHKe-(PUKCATOpE, Yepe3 OPIOLIHYI0 CTEHKY IPOHUKAET B XOPHOH, IUIAIEHTY,
AMHUOTHYECKYIO TOJIOCTh WJIM B MYNOYHYIO BEHY M OTCACBIBAET (AaCIUPHUPYET)
HEOOJIbIIIOE KOJUYECTBO Marepuaia IJioja. XapakTep MpoueAypbl 3aBUCUT OT
cpoka 6epeMeHHOCTU. [Ipr XOpHOH- WK MIAIEHTOOMOIICUN OTIEPATOp aCIUPUPYET
B uriay 15-20 Mr BOPCHHOK IUIOJHOTO MECTa WM XOPHUOHA, aMHHOTHYECKON
XKUJKOCTH Tosty4aroT He Oosiee 10 mu u kpoBu - 1-1,5 mMi. DToro marepuaina
BIIOJIHE JIOCTATOYHO JJIA MPOBEIAEHUS BCEX HEOOXOAMMBIX UUTOT€HETUYECKHX,
MOJIEKYJIIPHBIX, OMOXUMUYECKUX U CEPOTOTUUECKUX MCCIIECIOBAHUN.

Camoli pacnpoCTpaHEHHOM NpUYMHOW poxacHus nered ¢ BIIP  wmm ¢
NOPAKEHUEM JIETOYHOM, COCYAMCTO-CEPACYHOM MW JPYIMX CHCTEM SIBISAETCS
HaJM4ue y OepeMeHHON HympuympoOHulx uH@ekyuti OaKTepUaIbHOTO, a Yallle
BupycHoro npoucxoxzacHusa. llo ganaeim MAIL um. [I. O. Orra PAMH yacrtora
TeHUTAIBHOTO XJIAaMUJIM03a Y OCpEeMEHHBbIX JKEHIIUMH cocTaBisger 25%. Puck
nepenauu uHpexunn pedenky paseH 40-70%. IlpumepHo 6-7% HOBOPOKACHHBIX
OKa3bIBAIOTCS MHOUIIMPOBAHHBIMH XJIAMUAUSIMU. ITO BEACT 3a CO00I mopaxkeHue
Jerkux (BOCHAJIEHUWE JIETKUX), cepaua (MUOKApIUT), TOJIOBHOTO W CIUHHOIO
Mo3ra (MEHMHro3HIepanuT) U T.71. O4eHb Cepbe3HBbIM OCIOKHEHUEM IMOCIIEIHETO
MOKET OBbITh AETCKUH 1epeOpaIbHbIi Mapaind U/wid dMujenTuaeckas 00ie3nb. B
peAKUX CiydasX pOXKACHHE peOEHKAa C CEePhE3HBIMU MOPAKEHUSIMU  HEPBHOMU
CUCTEMBI CBSI3aHO C  I[UTOMETaJOBUPYCHOM U TOKCOILJIa3MEHHOW MHQEKIUSIMHU.
[ToaToMy cCynpyru, TJIaHUPYIOMIUE CTAaTh POJUTEISIMU, HEMPEMEHHO JIOJKHBI
o0OcienoBaThCs Ha HAJIMYME TEHUTAIBHBIX WH(OEKIUH W TpH HX OOHAPYKCHHUH
IPOXOJUTh COOTBETCTBYIOLIEE JieueHHEe. B TOM cilydae, eciu IaTOT€HHbIE
nH()EKIMU 00HAPYKEHBI B TIEpUOJIE OEPEMEHHOCTH, TaK K€ TIOKa3aHO MPOBEICHUE
COOTBETCTBYIOILIEH CAaHUPYIOLIECH Teparnuu.

Bonburyto yrpo3y s 340poBbsi  Oyaymiero peOeHKa MpencTaBisieT

KpacHyxa. B ToM citydae, eciiu jKeHIIMHA MepeHecia 3T0 BUPYCHOE 3a00JIeBaHNE B
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IEPBOM TpPUMECTpEe OEpPEeMEHHOCTH,  PHUCK POXKACHUA y Hee pebdeHKa C
nopakeHueM ciyxa (IyxoTa), 3peHus (karapakta) u cepamna (BpOXKICHHbBIN
MOpPOK) - Tak Ha3piBaecMmas Tpuana ['parra, cocrtaBusier 50%. DTOT pucCK XOTs U
YMEHBILIAETCSI, HO OCTAaeTCs JOCTaTOYHO BBICOKMM B ciy4yae 3a0o0JieBaHUs
YKEHIIMHBI Ha 0oJiee MO3THUX CpoKax OepemeHHocTu: 25% - Bo BTopoM U 7-10%
B TpeTheM  TpuMecTpe OepeMeHHOCTH. [IpakTMdecku Bcerga NpU ITOM
Ha0JI0JaeTCs MOPaKEHUE TOJIOBHOTO MO3Ta M OTCTaBaHUE MICUXUYECKOTO Pa3BUTHUS
peOeHka.

N3BecTHO, YTO BCE JIOMW JEIATCS HA JBE TPYIIIBI B OTHOIICHHH pe3yc-
npunaonexchocmu. 86% - pesyc mosoxkutenbHbe: Rh( +), TO ecTh UMET B
KpOBU O€JIOK, Ha3bIiBaeMblil pesyc-daktopoMm. OctanbHble 14% ero He UMEIOT U
SBIIAIOTCS pe3yc-oTpumareabHeiMu — Rh (). B Tom ciywae, eciam y pesyc-
OTPHUIIATEIBHON KEHIIMHBI MYX  PE3YC-TIOJIOKHUTEIbHBINA, TO C BEPOSTHOCTHIO
25-50% u peOEHOK OKaXeTCs C TMOJIOKHUTEIbHONW PEe3yC-IPUHAMNICHKHOCTHIO U
MOXET BO3HHUKHYTH pPE3yC-KOH(QIMKT MEXKIy IUIOJJOM W Marepplo. B kpoBu
oepemennbix ¢ Rh(-) Moryr mosiBUTBCS crnenupuYecKue MTPOTUBOPE3YCHBIC
anTuTena. YUepes MaleHTy OHM TOMAJAlOT B KPOBb IUIOAA U B OTIEIBHBIX
Clly4asiX HaKaruIMBalOTCA TaM B OoJyblIoM KoyimyecTBe. CIEACTBHEM  ATOTO
mpoiiecca MOXKET OBITh pa3pylIeHHe KPacHBIX KPOBSHBIX TeJel| IJoJa |
dbopMUpOBaHKE Y HETO TEMOIUTHYECKON Oose3nu. Hepeako y HOBOPOKIACHHBIX C
reMOJIMTUYECKON  OO0JIe3HBIO, BBI3BAHHOW pPe3yC-KOH(JIMKTOM,  pa3BUBAETCA
TSDKEJIBIA JAETCKUM 1epeOpasibHbI Mapaiud C  SIUJIENTHYECKON OO0Je3HbI0 U
3HAYNTEIBHBIM OTCTAaBAaHUEM IICUXWYECKOTO pa3BUTHsA. [iist mporIIakKTHKN pe3yc-
KOH(DJIMKTa ¥ TEMOJIMTUYECKONW OOJIE3HU Y IJI0/A IKEHIIMHE C OTPUIIATEeIILHOMN
pe3yC-MPUHAMICIKHOCTRIO TIPH JIOOOM BHYTPUMAaTOYHOM BMEIIATEIHCTBE BO
BpeMsl TIepBOM OepeMEHHOCTH (MEIMIIMHCKHI abopT, CaMOITPOU3BOJIbHBIN
BBIKUJIBINT € TIOCJICIYIONTUM BBICKAOJIMBAHUEM, POJIbI) TIOKa3aHO BBEICHUE AHTHU-
J-umMmyHOrnOOynMHA.  OTOT  MpenapaT  CHMXKAET  Pe3yC-CEHCHOMIM3AILUIO
OepeMEeHHON, TO €CTh €€ UyBCTBUTEIBHOCTh K pe3yc-(aKTopy U COOTBETCTBEHHO

K (hopMupoBanuto pe3ycHbix aHTutTen. JKennmHa ¢ Rh (-) HempeMeHHO J0KHA
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OOCYyIUTh C  aKyIIEPOM-THHEKOJOTOM MpPOOJIeMbl NPOPHUIAKTUKH  POKICHUS
pedenka ¢ BIIP. B peakux cnydasx koHpauKT Bo3HuKaeT U mo ABO cucrteme, HO
MPOTEKAeT OH B 3HAUUTENIHHO OoJiee JieTkoM gopMe, yeM IpH pe3yc-KOH(DIUKTE.
[Toatomy Oyaylue poauTeny IOHKHBI 3HaTh CBOIO rpyImimy kpoBu mo Rh u ABO
CUCTEMaM.

Takue BIIP mmoma kak ansHuedanus, ruaponedanus (BOJASHKA MO3ra),
MUKporedanus (MaJeHbKUH TOJOBHOW MO3T M MO3roBoi ueper), Spina bifida wu
T.JI. OOBEIMHEHBI OJHUM Ha3BaHUEM - Oehekmul 3apaujeHuss Hep8HOL mpyoKu
(A3HT). Opnoit u3 npuuun JA3HT sBuserca nedpuuut (HonareBoil KUCIOTHI B
Opranusme >KeHIIHbBL. [l03ToMy pekomMeHaanus, MpUHITas B HACTOSIIEE BPEMS BO
MHOTHX CTpaHax MuHpa, MpEeANHChIBaeT JKEHIIMHaAM 3a 2-3 Mecsaua Jo
npeanojgaraeMori 0epeMEeHHOCTH HAuWHATh NpHEM (POJIMEBON KHUCIOTHI B J103€
He MeHee 400 MKr B AeHb. B pesynbrare oTMedaeTcs 3HAUUTEIbHOE CHHXKEHUE
poxnenus nereir ¢ JI3HT. Ilpu OepeMeHHOCTH Tak k€ MOKa3aHO MPUMEHEHUE

npenaparoB (HorareBoil KuciaoTel 110 8-10 Henmens.

II]l xpomocommubix Oone3Heri MOMXKET TPOBOJUTHCS Ha JIIOOOM CpOKe
OepeMeHHOCTH O aHanu3y Kapuotumna rioga. C Bo3pacToM OepeMEeHHON pPEe3KO
YBEJIMYMBACTCS PHUCK POXKIACHUS peOeHKa C XPOMOCOMHOU MIATOJIOTHEM.
[ToBblIlIIEH ATOT PUCK U Y FOHBIX (PU3UOJIOTUUECKU HE3pebiX OepeMeHHbIX. Ecnu y
JKEHIIUH B Bo3pacte 10 30 JIeT BEpPOATHOCTh POXKIACHUS peOeHKa C XpOMOCOMHOM
0one3npto coctaBisier B cpeaqHeM 1 Ha 1000, 1o cpenu 40-IeTHUX H3TOT PHUCK
BO3pacTaeT nouTH B 8 pa3. B pasBursix crpanax I1/] mpoBoauTcs BceM KeHIMHAM
crapuie 35 net. MlHOra mpuurHa poxaeHus peOeHKa ¢ XPOMOCOMHOM O0JIE3HbIO
CBA3aHa C TPUCYTCTBUEM COAJaHCUPOBAHHOW XPOMOCOMHOW MEPECTPOUKH
(TpaHCTOKaIMM) y OJTHOTO M3 pojuTeseit 6oapHOTO. B 3TOM Citydae mpu KaKaoi
OEpEeMEHHOCTH COXPAHSIETCSI BBICOKMW PHUCK POXKIEHUS O0NbHOrO peOeHKa,
nocturaommii 10%, ecnu cOanaHcupoBaHHAs TPAHCIOKAILUs TMPUCYTCTBYET Y
Matepu, U okoJio 3% - Mmpu HAJIMYMK XPOMOCOMHOM TMepecTpoilku y ortua. B

HO,Z[O6HBIX CEeMBbIX 00s3aTeIIBHO PCKOMCHAYETCA IMPOBOJIUTHL HI[ XPOMOCOMHBIX
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OoJe3HEeW MI0/1a U, B MEPBYIO o4Yepenb, cuHapoMa [layHa. Mebl yxxe ynmomMuHamu,
4yT0 yacTtoTa Oone3nu Jlayna cocrasisier 1 Ha 700 HOBOPOXKIEHHBIX.

[Tpu HOpMaTBbHOM KapUOTHIIE POAUTENEH OBTOPHBIM PUCK MUMETh peOeHKa
C cuHIpoMOoM JlayHa y JKEHIIMH, HaXOASIIMXCS B BO3pacCTe no 35 ner He
npeseimaer 1%, mocne 35 ser M crapuie OH PaBeH MOIYJSIIUOHHOMY
YMHOXEHHOMY Ha /iBa.. Haubosbiiee konuuecTBo OONBHBIX ¢ cuHApoMoM [layHa
POKIAETCs y )KEHIIMH, HaXOIAIIUXCS B ONTUMAJIBLHOM JIETOPOAHOM BO3pacTe, TaK
KaK J10Js JKEHIIMH, PELIaoluXcs 3aBECTH peOeHKa B Bo3pacTe crapiie 35 jer, a
TeM Oosee, crapuie 40 neT OTHOCUTENbHO HeBenuka. [loaToMy ycuius MHOTHX
CHEUAINCTOB OBbUIM HalpaBi€Hbl Ha pa3padOTKy MpPOCTBIX M 0€30MacHBIX
JUarHOCTHUYECKUX TECTOB, MO3BOJIOIIMX OTOWMpaTh g nposeneHus I1J] te
CEMbH, B KOTOPBIX PUCK POXKACHUS JIETEH C XPOMOCOMHOM MATOJIOTUEN MOBBIIIEH.
W Takue TecThl ObUIM HaWJEHBI, XOTS BCE OHMU HE JIOKA3bIBAIOT HAJIUYUE
XPOMOCOMHOM MAaTOJIOTUU y TUIOAA, a (POPMHUPYIOT TPYMIbl PUCKA U MOTYT JIUIIb
CIIY’KUTb TOKa3aHUAMU U1l poBeaeHust naBasuBHoM [1J[. Oka3amock, 4To mioabl
c cuHapomoM JlayHa XapakTepU3YIOTCS HEKOTOPBIMH MOP(OIOTHUECKUMHU
O0COOEHHOCTSIMU (TaKMMHU KaK OTCYTCTBUE Ha3aJbHOM KOCTOYKM M  YTOJIIECHUE
BOPOTHHUKOBOTO MPOCTPAHCTBA), KOTOpbIE MOTYT OBIThb BBISBIIEHBl IpPHU
nposenennn Y3U Ha cpoke 10-14 Henenb 6epeMEeHHOCTH.

Kpome Toro, mpu moaoOHON naTosoruu Iuioga B KPOBH OEpeMEHHOMU
KEHIIMHBI MOTYT HaOJIIOaThCsl KOJMYECTBEHHbIE U3MEHEHUSI HEKOTOPBIX OEJKOB.
bepeMeHHbIM MPOBOAUTCS OMOXUMUYECKUN CKPUHUHT MO MCCIIEIOBAHUIO YPOBHS
CBIBOPOTOYHBIX MapKepoB O€peMEHHON Kak B IEpBOM, TaK M BO BTOPOM
TpUMECTpPaX OEPEMEHHOCTH

B nepBom TpumecTpe MHPOPMATUBHBIM SIBISETCS, ACCOLMUPOBAHHBIA C
OepeMeHHOCThIO  Oenok-A U cBoOoAHas  OeTacyObenHUIAa XOPUOHUYECKOTO
ronagoTponuHa (XI'). Bo MHOrmx maGopaTtopusix MPOBOAUTCS OMOXUMUYECKUN
CKpUHUHI 10 OMNpeleieHuto conaepxkanus anbdaderonprenna (ADI) wu
xopuoHudyeckoro roHagotponuHa (XI') B kpoBu OepeMeHHBIX Ha cpoke 15-18

HEACIb C ICIbIO BBIABIICHUA KCHINWH, MMCIOIIIHUX MOBBIIICHHBIN PHUCK POKIACHUA

43



pebeHKa ¢ XpOMOCOMHBIMU 0oJe3HsIMU (cuuApoM JlayHa u DnBapjca), a Tak ke ¢
JI3HT. Oka3zanoce, yto npu cuHapoMe /layna y mioga ypoBeHb A®DII B kpoBu
OepemeHHOM HUXe B 2 U Oojee pa3. Ilpu ansHiedanuu, oTkpbiToi Spina bifida,
nedekTax mepemHed — OpromHOW  CTeHKHM — (omdarorene, TacTpOIIN3UCE,
ruapoHedpose u T.4.) ypoBeHb ADII B 3 u Oojee pa3 MOBBIIIEH [0 CPABHEHUIO C
HopMoi. CrenyeT MOMHUTh, YTO PUCK MOBTOPHOro poxacHus pedenka ¢ J3HT
coctaBisieT oT 2-5% (mocne poxkaeHus ogHoro OonapHOTO pebenka) mo 15-20%
(mocne poxaeHus: TpeX OOJbHBIX nerei). OTMETUM, YTO MPU HATUYUM CHHIIpOMA
DnBapaca y mioaa pe3ko cHukeH ypoBeHb XI'. [loatomy cembu, B KOTOPBIX
HaOIIOAAIMCH OJIOOHBIE OTKJIOHEHUS, JOJKHBI IPOXOJIUTh MEIUKO-TEHETUYECKOE
KOHCYJIbTUPOBaHUE U OoJiee TIIATENIbHOE OMOXMMHUYECKOE U YJIbTPa3BYKOBOE
UCCJIEIOBAHHUS.

Taxum o0pa3om, NpoBeleHUE B yKa3aHHbIE BBILLE CPOKU MaccoBbX Y3U u
COOTBETCTBYIOIIUX  OMOXMMHUYECKUX  CKPUHHMHIOB  OEpPEMEHHBIX  KEHIIUH
MO3BOJISIET BBISIBUTH 10 90% 1monoB ¢ cunapoMoM Jlayna. [[ns TodHOro pacuera
pucka cunHgpoma JlayHa 10 mokazaTeisiM yKa3aHHBIX BbIIIE OEIKOB B KPOBHU
OepeMeHHOM  pa3paboTaHbl M IIMPOKO  MPUMEHSIOTCS  CHEIHalbHBIC
KOMIbIOTepHbIe Tporpammbl.  [Ipu pucke cunapoma [layna 0,28% wu Bbile
PEKOMEHIyeTCsI TPUMEHEHHE HWHBa3MBHOW [/ ¢ 1eNbl0 KapHOTUIIMPOBAHUSA
mwioga. IlokazanusimMu i mpoBeAeHUs UHBA3UBHOU [1/] xpomocommubix 6oneswneil
ABIAIOTCS crenyromnue: (1) Bo3pact OepemenHoit 35 et u crapiie; (2) HanU4ue
npu npenpiaynieil  0epeMeHHOCTH peOdeHka (WM IUI0Ja) C  XPOMOCOMHOM
O0one3Hpto; (3) HamuuWe Yy KOro-imbo W3 CYNpYroB WM MX POJCTBEHHUKOB
XPOMOCOMHBIX TI€peCTpoeK; (4) HamuyWe NpHu NPEabIAyIIeil OepeMEeHHOCTH
pebenka (unu 1mioga) ¢ MHOKecTBeHHbIMU BIIP (y Takux mmomgoB Oosiee 4em B
13% ciyyaeB BCTpeuyarOTCS XPOMOCOMHBIE aHOManuu); (5) Hamuuue
YJIBTPA3BYKOBBIX MAapKEPOB XPOMOCOMHBIX OOJie3Hel y mioaa; (6) puck y 1ioaa
XPOMOCOMHOW MAaTOJIOTHH, B NEpBYI0 ouepenpr cuHapoma Jlayna 0,28% wu Bbie
0 pe3yibTaTaM MCCIEAOBAaHUS MApPKEPHBIX CHIBOPOTOUHBIX OEJIKOB B KpPOBHU

matepu; (7) MpUMEHEHUE IKEHUIMHOM WM ee cynpyrom (GapMakoIOrHYeCKUX
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MPENapaToB IUTOCTATUYECKOTO JCHUCTBUS WA KYpPCOB PEHTTEHOTEPAIINN
HE3aJI0JITO 10 HACTYIUICHUS OEPEMEHHOCTH.

1] monocennvix 6one3ne.ii MHOTHE MOHOTEHHBIC 3a00JICBAHHS OTHOCATCS K
KJIACCY TSDKEIBIX HEM3JICUMMBIX O0JIe3HEH, U TTIOTOMY MPEIOTBPAIICHUE POKIACHUS
OONBHBIX AeTeil ¢ ucrnonb3zoBaHueM 1]l sABiseTCs €IMHCTBEHHBIM METOJOM UX
npoduiiakTuku. Eciu B cembe yxke uMmeercst 60JIbHOM ¢ MOHOTEHHOM MaTOJIOTUEH,
TO dYalle BCET0 MPU BCEX TMOCICAYIOMUX OEPEMEHHOCTSIX OyIeT COXpaHSAThCA
BBICOKMH PHUCK TOBTOPHOTO pOXJIEHUA OOJIbHOTO pebeHka. DTOT PHUCK
OMpeNeIeTCsl TUIIOM HAacjeJ0BaHUs 3a00JICBaHUSI U PACCUUTHIBACTCS BPAvuOM-
TEHETUKOM. Psii JOMUHAHTHBIX 3a00J€BaHUI Pa3BUBAIOTCA TOJBKO BO B3POCIOM
COCTOSIHUU U Jake Ha 4-5-OM JecATUJICTHH KU3HU. B 3THX ciydasx BOIpoc o
HeoOxoaumocTu tipoBeaeHus [1J] He sBisIETCS OAHO3HAYHBIM M B 3HAYUTEIBHOMU
CTENIEHU 3aBUCHUT OT TSXKECTH TEYEHHUS MaTOJIOTUM W CPOKOB €€ Je0roTa.
OCHOBHBIM YHHMBEPCAJIILHBIM METOAOM [/ MOHO2eHHbIX 3aO0ne8aHull SIBISETCS
MOJIEKYJISIpHO-TeHETHUECKOe TectupoBanue win JIHK-aumarnoctuka myranui y
mwiona. Ilepen mnpoBenenumem IIJ] HeoOxomumo oOcnegoBaHHE KaXIOTO U3
poauTeneii, a Takxke OOJLHOro pedeHKa B ceMbe (€CIM OH HUMEETCS) C IIENbIo
MOJICKYJIIPHON HACHTU(PUKAMA  MYyTallMii ¥ OINpPEACNICHUS BO3MOXKHOCTU U
ycioBud mpoBenenust [IJ[. st mpoenenuss JIHK-amarHocTMKM HOCTATOYHO
noyiydeHust ot 1 10 5 M1 BEHO3HOW KpOBM B cnienuaibHble mpodupku ¢ J/TA ot
KOKJIOTO M3 O00CIeqyeMbIX 4YJIeHOB ceMbU. [lomoOHBIA aHaM3 Jydllle BCETro
MPOBOAUTHL J0 HACTYIUICHUS] OCPEMEHHOCTH C IEJIbI0 ONTUMM3ALUN KOHKPETHOM
TakTuku uHBazuBHOW [IJI. Ilocme 3TOro cembss MOXKET IUIAHUPOBATH CBOKO
OepeMEeHHOCTh. 3aMETHUM, YTO MPU HEKOTOPBHIX HACJIEICTBEHHBIX 3a00JICBaAHUSX,
TaKuX, B MEPBYIO OYEepe/b, KAK MYKOBUCLIHIO3 U (PEHUIKETOHYPHUS, B KaueCTBE
MaTepuaia I MOJICKYJISIPHON UACHTHU(PUKAIMK MYTalluid y OOJILHOTO U €ro
ponuTeneit MOTYT OBITh MCITOJIb30BAHBI BHICYIIIEHHBIE HA (PMIBTPOBAILHON Oymare
NATHA KpoBH. B HacTosimee BpeMss y Hac B CTpPaHE C MCIOJb30BAHUEM
MOJICKYJIIpHBIX ~ MeTonoB  mpoBoautcst [IJ]  Gomee 100 HaciaemacTBEHHBIX

3a0oneBannii. Henp3s He OTMETUTb, 4YTO pPAd MOJCKYIAPHO-TCHCTHYICCKUX
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JIMarHOCTUYECKUX  MCCJIEIOBAaHUM  MOXKHO MPOBOAUTH MO  CEKIMOHHBIM
matepuanaMm. JIHK M0kHO BBIACIATH U3 OMOJIOTHYECKUX 0OpAa3IOB, MOMEIIEHHBIX
B napauHOBbIE OJIOKW MIJIM HA CTEKJIA JJIsl TUCTOJIOTHYECKUX MCCIIEIOBAaHUM.

Cnenyer OTMETUTb, UYTO  HUCIOJB3YS  METOJbl  BCIOMOTATEIbHBIX
PENPOAYKTUBHBIX TEXHOJIOTUM, METOABI SKCTPAKOPIIOPAIBHOTO OILUIOAOTBOPEHHUS B
YaCTHOCTH, PEaJbHO NPOBEACHUE [HUAarHOCTUKM XPOMOCOMHBIX U  psaa
MOHOTEHHBIX 3a00JIEBaHM B KJIETKaX 3apoJbIllia €II¢ B JOWMIUIAHTAIIHOHHOM
MIEPUOAE, TO €CTh BHE OPTaHU3Ma JKCHILIUHBI.

Bce ceMbu, B KOTOPBIX UMEIOTCS JETH C HACJEICTBEHHBIMU 3a00JIEBaHUSIMH,
JIOJKHBI IPOXOJIUTh MeOUKO-2eHemUu4ecKkoe KOHCYIbmupoganue. ITO KacaeTcs He
TOJIBKO XPOMOCOMHOW M MOHOT€HHOW MaTOJOTHU, HO M Oo0Je3Hel C HESICHBIM
TATIOM  HACJIEIOBaHUSI, MMEIIIMX B CBOEH OCHOBE HACJIEJICTBEHHYIO
MPEAPACIOIOKEHHOCTh. TaK, HalmpuMmep, 4YacToTa IOBTOPHOTO POXKICHUS
00NMBHOTO pebeHKa C JETCKUM IepeOpalibHbIM MapaliyoM MpPH HUCKIIOYCHHUH
poaoBOl TpaBMbI cocTaBiseT 2-3%; c smwmiencueit — 3-12%; ¢ cymoporamu B
JIETCKOM BO3pAacTe, 3aKaHYMBAIOIIMMHUCS JIETAIbHBIM UcXoaoM — 10%; ¢ Tsxenoi
HeupGepeHITMPOBAaHHOW YMCTBEHHOM OTCTANOCTHIO - 2,5 — 5%; ¢ mm3odpenueii -
10%, ecnu Gonen omuH w3 poautene u 40%, ecinu OOJBHBI 00a POIUTEIS; C
addexTuBHBIMU TIcUX03amu - 5 — 10%.

8. Ioka3aHus 115l HANIPABJICHUS HA KOHCYJIbTALUIO K BPAYy-TeHETUKY

Mbl  moslaraem, 4YTO BCEM CyOpyraM, HE3aBUCHMO OT BO3pacTa,
MJIAHUPYIOUIMM paclIMpEeHUe CEMbH, TOKa3aHa KOHCYJIbTallUs Bpada-TeHETHKa,
DT0 HEOOXOIMMO HJisi OLIEHKM NPOrHO3a 370pOBbA OyIylIero MnOTOMCTBAa U
COCTABJICHHMSI TUIaHA BCEX HEOOXOAMMBIX MEPOIPHUATUNA, CIOCOOCTBYIOIIUX
0JIaronpUsTHOMY KOHEUHOMY PE3YJIbTATy — POXKIACHHUIO 3J0POBOTO peOCHKA.

B ocoOeHHOCTH Takasi KOHCYJIBTAIMS CIEIHAINCTA IO BOMPOCAM T'€HETHUKH
HYy)KHa 4YJ€HaM CEMbH, B KOTOPOW €CTh WIM ObUIM OOJBHBIE C TSHKEIBIMU
WHBATMIU3UPYIONIMMHA  3a00JICBAaHUSIMU  I[EHTpPAJbHOW  HEpPBHOW, OMOPHO-
JIBUTATEJIbHOW W JPYTUX CUCTEM OpraHu3Ma, XpOMOCOMHBIMU WM MOHOTE€HHBIMU

3360J’ICB3HI/I}IMI/I, BPOXIACHHBIMU ITOPOKAMU PA3BUTHUA. CkazaHHOE CIipaB€aAJIMBO U
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JUISL TII0/1a, Y KOTOPOTO OBUIM BBISBIICHBI pa3nyHbie Je(EKThl M OHU CTald
NPUYUHON TPEPHIBaHUS OCPEMEHHOCTH >KCHIIUHBI. [Ipeanonoxenue o
BO3MOXKHOCTH y peOEHKa HACIEJCTBEHHOTO 3a00JIeBaHUs, TO €CTh I€HETUYECKU
OOyCIIOBJIGHHOTO HApyIIEHUsI YTJIEBOJHOTO, >XHPOBOTO WM BOIHO-COJIEBOTO
0oOMeHa, BEpOSITHOCTH HAJIMUYUS XPOMOCOMHOM OOJIE3HU SIBISETCS OCHOBAaHUEM IS
oOpalieHus K TOMOIIY Bpaya-reHeTHKa.

[ToxazanueM i1 KOHCYJBTAIIMM Bpada-TCHETHKA SBISETCS Oecruioaue
CYINpPYTOB, ABa U 00Jee BBIKUIBIIIEH WIH 3aMepilue 0EpeMeHHOCTH B IEPBOM €€
TPUMECTpPE, TaK KaK NIPUMEPHO B 2-3% ciydaeB B OCHOBE 3TUX COCTOSIHUM JIEKAT
FEHETUYECKUE HapyUIEHUs, B YAaCTHOCTH, HOCHUTEILCTBO COAJIAHCUPOBAHHBIX
XPOMOCOMHBIX MEPECTPOEK. 3APETUCTPUPOBAHHOE HOCHUTEIBCTBO XPOMOCOMHBIX
aHOMaJaui y KOro-imb0 U3 CYNPYroB TakK K€ SIBISETCS OCHOBaHUEM JIJIst
KOHCYJIbTAIIMKM BpadyoM-reHeTuKoM. Bce GepemenHbie B Bo3pacte 35 JieT u cTapiie
py TIEPBOM K€ OOpallleHWH K Bpady IO MOBOJY OEpEMEHHOCTH JOJKHBI OBIThH
HaIpaBJICHbl B MEJUKO-TEHETHUUECKUN KaOuHeT (OoThesneHue, 1neHtp). W3BecTHO,
YTO B 9TOM BO3PACT€ PUCK POXKIEHHUS OOJILHOTO CHHIApoMOM JlayHa W ApyrumMu
XPOMOCOMHBIMH OOJIE3HSIMU 3HAYUTEIBHO BBIIIE, UeM Y OEpEeMEHHBIX 10 35 JieT.

9. 3akJIr04eHHe

Bynymiee MeauimHbl HEMBICTMMO 0€3 €€ MHTerpaliu ¢ TeHeTHKor. B aroi
HEOONbIIONW padoTe Mbl MOMBITATUCHh H3J0KUThH OCHOBHBIC TOJOXKCHUS,
Kacaromecss  Kiaccu(UKalMu  HACJICICTBEHHBIX  3a00JieBaHWM,  THIax
HAcJIeJOBaHUsI, OCHOBAaX  MEIMKO-TEHETHYECKOr0  KOHCYJIbTUPOBAHHUS U
npodUIAKTUKUA BPOKIACHHON M HACIIECICTBEHHOMN MaTOJIOTMH, KOTOpasi TPOBOAUTCS
Ha 0a3e MpeHaTaJbHON MUArHOCTHKU. DTHU 3HAHUS HEOOXOIHMMBI JHOOOMY Bpauy,
O0COOCHHO JleTckoMy. B paboTe mpeacTaBieHbl KpaTKue CBEACHUS O Haubosee
YaCTO BCTPEUYAIOIIMXCS HACJEICTBEHHBIX MATOJIOTUSIX W MPUBEACH IEepEUYEHb
MOKA3aHUI 11 HANpaBJICHUS MAIlMEHTa Ha KOHCYJIbTAIMIO K Bpauy-reHeTuKy. U
€CJIM Halll YUTaTeJIh 3allUIleT B CBOK 3alMCHYIO KHWXKKY ajapec Orbkaiieit
MEUKO-TCHETHUECKOW KOHCYIbTAIlMu (KaOWHeTa), U, He CYMEB PEIIUTh BOIMPOCHI

CaMOCTOATCIIBHO, HaﬁﬂeT HCO6XO,Z[I/IMBIM HarpaBUTb K Y3KOMY CICHHAIUCTY -
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Bpauy-TeHETHUKY, MaMy C OOJbHBIM PEOCHKOM WM CYNpPyroB — OymyIINX
poauTenel, To OyleM CYUTaTh, YTO OH M €CTh COBPEMEHHBIH 3pYyAHPOBAHHBIN
JNETCKUI Bpauy, KaKOBBIM M JOJDKEH ObITh BBIMYCKHUK CaHkT-IleTepOyprekoii

rOCyapCTBEHHOM MEANATPUUECKON MEIUIIMHCKON aKaJIEMUHU.
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Nnmoctpanuu K TEKCTy

ee cpoka (24 nenenn)

My« cKoit noa !24HE11 BepemMeHHOCTb C yKasaHHeM

O
O JKeHckuii noa

24HED. To e, non maoaa »eHcKHi
O—'D Cynpyru ?

BrieGpaunas cBsidb
24HED. To »xe, mon miaona My»Kckoi

O_l_'iD_ﬂ;s_O JIBAXK/bl YKeHaTblil,
yKa3aHbl 0OYepesHOCTh
6paka (I, 1) u nponomkuTesb-
HOCTb 6pakoB B roaax (3, 8)

MenHuuHcKH| abopT

(BbIKHADBILL, 3amMepluas)

Jletu (6paTbst U cecTpbl) S

]

JInuHo o6cnenoBana

{ HesaBepuienHasi 6epeMeHHOCTb

[Ton peGeHka Heu3BecTeH
| [TpoGana
.
Boabhasi HacaencTBeHHbIM
. 3abosieBaHHem
PasHosiiineBbie (AH3UrOTHbIE)
6J1H3He bl
@ Hocutenb nartosoruyeckoro resa
dlb OpnHosiilieBble (MOHO3HTOTHbIE) 23 25
6J1M3HeL bl = ApaGcekas uudpa Han
l CHMBOJIOM — BO3pacT 4JeHa
i 2 CeMbH, MOJA CHMBOJIOM — €ro
G Bausneust (34roTHocTh — A3 1 HOMEp MO FOPH3OHTAJNH; PHMCKas
' HEH3BeCTHa) u C/ieBa OT CXeMbl — MOKOJeHHe
1 2
@ Ymepuine

Puc.1. CumBoOIIBI, MPUMEHSIIONTUECS TIPU COCTABIIEHUH POJIOCTIOBHOM.



® O—1
Bpar Bama' Bam nen
6abynmxu 6abymka

O—mO+l © B—

Bama | Bam Mars | Orenrt CecTpa  Bpar Ero
MaTh | OTell Myxa | Myxa  OTHa oTna XeHa
= 3 MYyXa My
1 2| 14 22} Ux chiH
6Bam Yurarens |Bamr  Bpar
Pal | (mpo6amn) [Myx  myxa Z\
(8) 3)) [ G 5 24] |23
Jous Bamu geru HUx BHYKH

Opara

6 ] Bam BHyK

Puc.2. [IpumepHas cxema (OPSAA0K) COCTABIEHUS POJOCIOBHOI.
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Puc.3. Ponocnosuas A-it (11l1g), 14 net, 601bHO# renaToNeHTUKY/ISIPHON IereHepanuei
(6one3npto Bunbcona-Konosanona).
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Puc.4. Ponocnosnas A. Jluakombaa (1117).
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Puc.5. Pogocnosus K-ii (1ls), 34 ner, crpanaronieit BuTaMuH-/I-pe3UCTEHTHBHIM PaXUTOM
(X°- MyTaHTHas XpoMocoma).
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Puc.6. Pogocnosnas npobanaa M-oii (114), 26 ner, coioBbs (1114 u 11) koTopoii ctpagaroT

muoauctpodueit dromenna; y mwiona (111s) Takxke BbIssBICHO 3TO 3a00JICBaHUE.
(X°- myranTHas X XxpoMocoMma)
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Puc.7. Pogocnosuas mpobanaa B-it (1111), 27 xer, myx (111,) kotopoii 6osen xopeeit
I'enTuHrTOHA.
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