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BBEJAEHHUE

B manHOM yueOHO-METOAMYECKOM MOCOOWHU MOCTaBlieHa 3aj7ada O3HAKOM-
JICHUS! CTYJICHTOB C XPOMOCOMHBIMHM M T€HHBIMH OOJIE3HSIMU YEJIOBEKA, TUIIAMHU
U BapHaHTaMH HACIIEIOBAHUs, a TAKKE BBIPAOOTKH YMEHHI MCIIOIh30BaTh JaH-
HBIC CBEJICHUSI IPU PEIICHUH T€HETUICCKUX 3a71a4.

[Tomy4yeHHbie 3HAHUS HEOOXOIWMBI TPHU aHAJIN3€ TUIIOB HACJICICTBEHHBIX
Oomne3Heil.

CrTyneHThl JOJKHBI 3HATH CIEAYIOIIEE:

1. Knaccudukanus HaciaeACTBEHHBIX 0OJIe3HEN YeIOBEKa.

2. 'ennbie OoJsie3HN HApyIIEHHs] OOMEHa BEUIECTB y YelOBEeKa (aAMUHOKHUC-
JIOTHOTO, JIMIUHOTO, YIJIEBOJAHOTO, CTEPOUIHOr0, MIyPUHOBOTO OOMEHOB, 00-
MEeHa METaJIOB, HAPYILIEHUSI CBEPThIBAHUS KPOBU, TEMOTIIO0OMHOTIATHH ).

3. XpoMocoMHbIe 00JIE3HU YellOBeKa:

— 0oJie3HHU, 00YCIIOBICHHBIE U3MEHEHHUEM YHUCIIA U CTPYKTYPhI AyTOCOM;

— 0oJie3HH, 00YCIIOBICHHBIC M3MEHEHHUEM YUCIA M CTPYKTYPHI TOJOBBIX
XPOMOCOM.



1. OCHOBHBIE TEOPETUYECKHE ITOJOKEHUSA

['eneTnka yenoBeKa U3ydaeT 3aKOHOMEPHOCTH HACIIEOBAaHUSI HOPMATbHBIX
U TATOJOTUYECKUX MPU3HAKOB M 3aBUCUMOCTH WX TMPOSBICHUS OT T€HOTHUIIA H
(baKkTOpOB BHEITHEHN CPEIbI.

1.1. OCOBEHHOCTHU U3YUYEHUA 'TEHETUKHN YEJIOBEKA

1. CHoXHbBIA KapUOTUI — MHOT'O XPOMOCOM U TPYIII CLUETUICHHUS.
2. Ilo3gHee monoBoe CO3PEBAHUE U peKasi CMEHA MOKOJICHUM.

3. Majyioe KOJIM4eCTBO MOTOMKOB.

4. HeBO3MOXKHOCTh IKCIIEPUMEHTUPOBAHUS.

5. HeBO3MOXKHOCTB CO3J1aHUSI OJIMHAKOBBIX YCIOBUM KU3HU.

1.2. TUIIBI © BAPUAHTBI HACJIEJOBAHUASA

Tunel HaclieAOBaHUS

1. AyrocomHoe 2. CuenieHHOE ¢ TI0JIOM
I I I I
JlomuHaHTHOE [IpomexxyTounoe X-CLEINIEHHOE y-CLEILUIEHHOE
PeneccuBHoe
JlomrHaHTHOE [IpomexxyTounoe
PeneccusHoe

Puc. 1. Knaccuduxamus TUIIOB HaClIeJOBaHHSI IPU3HAKOB
IIPY MOHOT€HHOM HacCJIEA0BaHUN

AyTOCOMHO-JIOMUHAHTHBIA THUI HACIEIOBaHUSI XapaKTEPU3YETCs CIEIyIO-
HIMMH TPU3HAKAMU

® OOJIbHBIE B KQXKJIOM TOKOJICHUU;

® 00JIbHOM PEOCHOK Yy OOJBHBIX POJUTENEH;

e OOJICIOT B PABHOM CTENIEHU MYXYUHBI U KEHIIUHBI;

e NposIBJICHUE MpU3HaKa (001e3HN) HAOMI0JaeTCsl B BEPTUKAIBHON U TOPH-
30HTAJIBHOM YaCTH POJIOCIIOBHOM;

e BeposATHOCTH HacnenoBanus 100% (ecau XoTst Obl OJIUH POJAUTENH TOMO-
3uroteH), 75% (ecau 06a poauTenst rerepo3uroTHsl) u 50% (eciu ouH poau-
TE€Jb F€TEPO3UTOTEH).

BrrmenepeurcieHHple TPU3HAKKA ayTOCOMHO-IOMHHAHTHOTO THIA Hacje-
NoBaHUsl OyAYyT MPOSIBISATHCA TOJBKO MPU MOJTHOM JOMHUHUPOBAHUU (TOJIUAAK-
TUJIMS, BECHYIIIKH, Kyp4yaBble BOJIOCHI, KApUI LIBET IJ1a3 U JIp.).



[Ipy HENMOJIHOM JOMUHUPOBAHUM Y MOTOMKOB OyAET MPOSBISATHCS MpOMe-
KyTouHasi popMa HacienoBaHus. [Ipy HemonMHONW NMEHETPAHTHOCTU TreHa OO0JIb-
HbIE MOTYT OBITh HE B KaKJIOM IMOKOJICHUH.

AyYTOCOMHO-PEIIECCUBHBIM THUIT HACIEIOBAHUSI XapaKTEPU3YETCS CIEAYIO-
IUMU [IPU3HAKAMMU:

® B BOCXO/ISIICH YaCTH POIOCIOBHON OOBIYHO HET OOJIBHBIX C aHATOTUYHOMN
MaTOJOTHEH;

¢ 00JIbHOM PeOEHOK (FOMO3UTOTA) POKAAETCS Y 3[I0POBBIX poauTenen (re-
TE€PO3UTOT);

e OOJICIOT B PABHOU CTETICHH MYXYMHBI U KEHIITHHBI;

e IpOsIBJICHUE MpU3HaKa (00Jie3HN) HAOII01A€TCsl B TOPU3OHTAIILHOM YacTu
POJIOCIIOBHOM;

® BEPOATHOCTh HaclieqoBaHus 25% (ecnu 06a poauTensi reTePO3UTOTHBI),
50% (ecnu oAMH POAUTENL T€TEPO3UTOTEH, & BTOPOM IOMO3UTOTEH MO pelec-
cuBHOMY mipu3HaKy) u 100% (ecmu 06a pomuTesst perecCUBHBIE TOMO3UTOTHI).

Yare Bcero BEpPOSTHOCTh HACIEIOBAHMS OOJE3HM ayTOCOMHO-PEIIECCUBHOTO
THIA COCTOBIICT 25%, T. K. BCICACTBHE TSHKSCTH 3a00JICBAaHUS TaKHe OOJIbLHBIC
au00 HE J0KUBAIOT J0 JETOPOHOIO BO3pacTa, MO0 He BCTymnaroT B Opak (Pe-
HUJIKETOHYPHS, CEPIIOBUIHO-KIIETOYHASI aHEMUS1, TOJTyOOil 1IBET TJ1a3 u Ap.).

X-CUETJIEHHBI PELIECCUBHBIN THUIl HACJIEIOBAHUS XapPAKTEPUZYETCS Clie-
TYIOIIMMU TpU3HAKAMU:

e 0OJIbHBIC MOSBIISIIOTCS HE B KAXOM IMOKOJICHUH;

® 0OJIPHOM PEOCHOK POKIAACTCS Y 3I0POBBIX POAUTEIICH;

® 0OJICIOT MPEUMYIIIECTBEHHO MYKUUHBI;

e MposiBJieHUE npu3Haka (0o1e3Hn) HAOII0JaeTCsl MPEUMYIIIECTBEHHO B I'O-
PHU3OHTAIBLHOM YaCTH POJOCIOBHOM;

® BEpPOSITHOCTh HacienoBaHus y 25% Bcex nered, B ToM uucie y 50%
MaJIbYUKOB.

Tak Hacnemyercst y udeinoBeka reMouiivs, 1aJbTOHU3M, HACIEICTBEHHAs
aHEMMsl, MBIIIICYHAS] AUCTPOPUS .

X-CUEIUICHHBIA JOMHHAHTHBINA TUIl HACJIEIOBAaHUSI CXOIAEH C ayTOCOMHO-JIO-
MUHAHTHBIM, 3@ UCKIFOYEHHUEM TOT0, YTO MYXKYMHA MEPEIacT ITOT MPU3HAK TOJIBKO
Jo4yepsiM (CHIHOBBS TOJTy4YaloT OT OTia Y-xpomocomy). [IpumMepom Takoro 3abose-
BaHMS SIBJIIETCS oco0asi popma paxurta, yCTONIMBas K JICUCHUIO BUTAMUHOM D.

["onanapuyecKkuii TUI HACTIEIOBAHUS XapaKTepH3yeTCs CIIEYFOLIMMU MPU3HAKAMU:

e 0OJIbHBIE BO BCEX TTOKOJICHUSIX;

® OOJICIOT TOJIBKO MY>KUHHBI;

¢ y 00JILHOTO OTIa OOJIbHBI BCE €T0 CHIHOBBS;

® BEPOSITHOCTh HacleqoBaHus y MaIbuukoB 100%.

Tak HaciemyroTcs y 4elloBeKa HEKOTOpbie (POpPMBI UXTHO3a, OOBOJIOLICH-
HOCTh HapY>KHBIX CIIYXOBBIX MPOXOJIOB U CPEIHUX (DaslaHT MablleB, HEKOTOPHIC
(bOopMBI CUHAAKTUINY (TIEPETIOHKHA MEXKTY MMalbllaMH HOT).



1.3. TEHHBIE BOJIE3HHA

IIo ypoBHIO NOBpEXKIAEHUS HACIEICTBEHHOIO MaTepHuaia, BbI3BIBAIOIIETO
pa3BuTHE 3a00JI€BaHUH, pAa3IUYa0OT XPOMOCOMHBIE U T€HHbIE OOJIE3HH.

['eHHbIE MyTaluU y YeJOBEKa SBJSIOTCS MPUYMHAMU MHOTUX (opMm Ha-
CIEACTBEHHOU NMAaToJaoruu. OCHOBHBIE U3 HUX:

1) renHbie 60JI€3HY;

2) BpOK/I€HHbIE TIOPOKH PA3BUTHS;

3) 3a0osieBaHus C HACJIEICTBEHHON MPEAPACIIONOKEHHOCTBIO.

Cpenu reHHbIX OOJIe3HEH PA3IMYalOT KAaK MOHOT€HHO OOYCJIOBJICHHbIE Ma-
TOJIOTMYECKUE COCTOSIHMSI, HACJIElyEMbI€ B COOTBETCTBUU C 3aKOHaMU MeHens,
TaK W NoJMreHHsle 0osie3nu. K nmocnenHum oTHOCATCS, MPEXIE BCEro, O0JIE3HU
C HAacCJICICTBEHHBIM IPEAPACIIONOKEHUEM, HACIEAYIOIUECS CI0KHO W Ha3bl-
BaeMble MHOTO(aKTOPHBIMH.

['eHHble OONIE3HM NPOSBISAIOTCS HACIEACTBEHHBIMU JAeekTamMu oOMeHa
BEIIECTB — (DEPMEHTONATUSIMHU.

[Tox TEepMHHOM «BPOXKIACHHBIM MOPOK pPA3BUTHs» IOHUMAKOT CTOMKHUE
Mop(hosIornyecKrne U3MEHEHUsI OpraHa WM TKaHU, BBIXOJSIINE 3a Mpeiesbl Ba-
pHanMii UX CTPOEHHS.

['ennbie Oose3HN 00YCIOBIIEHBI IBYMSI BHJIaMU U3MEHEHUN OEJIKOBBIX MPO-
nyktoB. [lepBas rpymnma 6one3Hel cBA3aHa ¢ Ka4eCTBEHHBIMU M3MEHEHHUSIMH Oel-
KOBBIX MOJIEKYJI, T. €. C HAJIMYUEM y OOJIbHBIX aHOMAJIbHBIX OEJIKOB ( HaIpHUMep,
aHOMaJIbHbIE T€MOTrJI00MHBI), YTO O0YCIOBIEHO MYTALIUSAMH CTPYKTYpPHBIX T'€HOB.
Jpyras rpynna 3a00jeBaHU XapaKTepU3yeTCsl KOJTMUECTBEHHBIMU U3MEHEHUSIMU
coJiepKaHusi HOPMAJILHOTO OelKka B KJIETKE (MOBBIIIEHHOE, MOHMXEHHOE), UYTO
00yCJIOBJIEHO Yallle BCET0 MYyTalUsAMH (yHKIIMOHAJIBHBIX [€HOB, T.€. CBSI3aHO C
HapyLIEHUSMH PETYJISIUN paOOThI T€HOB.

OTH HapyILIEHUs MOT'YT OCYILECTBIATHCA IIPU PA3IUYHBIX YCIOBUSIX.

[IpeTpaHCKpUNIIMOHHOM (YMEHBILIEHUE WM YBEJIIMYEHNE YNCIIa KOUIA T'eHa.

TpaHCKpUTIIIMOHHOM (TeHEeTHYECKHE Te(EeKThI B Crielicepax, MHTPOHAX, TPaHC-
NI030HAX, PEryJSATOPHBIX OE€JIKaX MOTYT MPHBOAWUTH K HAPYLIEHUIO TPAHCKPHIILIUU
BCEro T'eHa M K M3MEHEHHIO 00beéMa CHHTE3a COOTBETCTBYIOIIErO Oelka), mporec-
cunra u ciutaiicunra npo-u PHK (napyimienve Ha ypoBHE «BbIpe3aHue» HenHOp-
MaTUBHBIX y4acTKOB npo-u PHK u «cimBanue» nHPOPMaTUBHBIX YYaCTKOB).

TpaHcnssuroHHOM (HapylIeHHE Ha YPOBHE HENOCPEACTBEHHOW COOpKH
0eIKOBOM MOJIEKYJIBI B pOOCOME).

[TocTTpaHCasAUMOHHOM (HApYIIEHHUs] HAa YPOBHE OOpa3oBaHUs BTOPUYHOM,
TPETUYHOM U YETBEPTUUYHOM CTPYKTYp OEIKOBOM MOJIEKYJIBI).

BemecTBa, HakarMBarIUecs B pPe3yibTaTe OTCYTCTBHUS WIM CHMXKCHHS
aKTUBHOCTU (PEPMEHTOB, JIMOO CaMH OKa3bIBalOT TOKCHYECKOE NEHCTBUE, JTHO0
BKJIFOYAIOTCS B IIEMH BTOPUYHBIX OOMEHHBIX MPOIIECCOB, B PE3YyJIbTaTe KOTOPBIX
00pa3yroTcsl TOKCHYecKue MpoayKThl. O0IIast 4yacToTa reHHbIX 00Jie3HEH B IO-
NyJIALMY Tl cocTaBisieT 2—4%.



B 3aBucuMocTu oT QPyHKIIMOHAILHON 3HAYMMOCTH MEPBUYHBIX MPOIYKTOB
COOTBETCTBYIOIINX T€HOB I'eHHBIE 00JIE3HU TTOAPA3IEISIOTCS Ha:

® HACJICJICTBEHHbIC HApYIIEHUS (PEPMEHTHBIX CUCTEM ((hepMEHTONATHH);

e jieeKThl OETKOB KPOBHU (T€MOTJIOOMHOTIATHH );

e jieheKThl CTPYKTYPHBIX OCIKOB (KOJJIareHOBbIEe 00JIE3HN);

® TeHHBIC 00JIE3HH C HEBBISICHEHHBIM MEPBUYHBIM OMOXUMHUYECKUM JIEPEKTOM.

JH3UMOIIATHUHN

B ocHoBe sH3uMonaruii jaexar Jau00 M3MEHEHHs] aKTUBHOCTU (hepMeHTa,
a100 CHMKEHHE MHTEHCUBHOCTH €r0 CHHTE3a. Y TE€T€PO3UTOT, HOCUTEIECH My-
TAHTHOT'O T€Ha, IPUCYTCTBHE HOPMAJIBHOTO ajuiesisi 00ecreynBaeT COXpaHeHne
okoJi0 50% akTUBHOCTU (pEpPMEHTA MO CPABHEHHUIO C HOPMAIBHBIM COCTOSTHUEM.
[TosTomy HacnencTBeHHBbIE A€PEKTH (HEPMEHTOB KIMHUYECKH MPOSBIAIOTCS Y
TOMO3HUTOT, & y TETEPO3UTOT HEJAOCTATOYHASI aKTUBHOCTh ()€PMEHTA BBISBIISETCS
CHEIMaTbHBIMU UCCIIEIOBAaHHUSIMH.

B 3aBucumocTtu ot XapakTepa HapylLIeHHsl OOMEHa BEIIECTB B KJIETKaX cpe-
JM H3UMOIIATUM pa3MyaroT cienyrouye Gopmsl (110 Xapakrepy Meradboiauye-
CKOro JedeKra):

HacnenctBennsie neekTbl 0OMEHa yIiIeBOAOB (TalakTO3eMMsI — Hapylie-
HUEe MeTado0JIu3Ma MOJIOYHOTO caxapa — JIAKTO3bl; MYKOMOJIHCAXapHI03bl —
HapyIlICHUE PACLIEIUICHUS IOJUCaXapUI0B).

HacnenctBenusie nedekTsl oOMeHa JUMHUI0B U JUIOMPOTEHHOB (CPHUHTO-
JUMHUI03bI — HAapyIICHWE PACIIEIUICHUS CTPYKTYPHBIX JIMIKIOB;, HapyIllIeHHE
oOMeHa JIMMUOB IJIa3Mbl KPOBHU, COIIPOBOXK/IAIOIIUECS YBEIUYEHUEM WM CHU-
KEHHEM B KPOBU XOJIECTEPHUHA, JICLIUTHHA).

HacnencrBennsie aedekThl 0OMeHAa aMHUHOKUCIOT ((DEHWJIKETOHYpHUS —
HapylieHne oOMeHa (peHmaJaHuHA; ATbOMHU3M — HapyLICHUE CHUHTE3a IUT-
MEHTa MeJIaHUHA U3 TUPO3UHA).

HacnenctBennsie nedextsl 0OMeHa BUTaAMUHOB (TOMOLIMCTUHYPUS pa3BH-
BACTCS KaK pe3yibTaT TeHEeTHYECKOro Jaedekra kodepmeHTa BUTaMuHOB B¢ 11 By,
HACJIEIYIOTCS 110 ayTOCOMHO-PELIECCUBHOMY THUILY ).

HacnenctBennsie nedekTbl 0OMeHa MypUHOBBIX U MUPUMHINHOBBIX a30TH-
CTBIX OCHOBaHWW (cuHApoM Jlema-HuxeHs, CBSI3aHHBII C HEAOCTATOYHOCTBHIO
depmenTa (runokcaHTUHryaHuHgpochopudo3unTpancepaspl), KOTOPbIA KaTa-
JIU3UPYET MpEeBpaIIeHre CBOOOTHBIX MyPUHOBBIX OCHOBAaHUH B HYKJICOTHIbI, Ha-
cienyercst 1o X-CLUEIJIEHHOMY PELECCUBHOMY THUITY).

HacnencrBennsle neekTsl OMOCHHTE3a TOPMOHOB (aIpEHOT€HUTAIBHBIA CUH-
JIPOM, CBSI3aHHBIN C MyTallMsIMU T'€HOB, KOTOPbIE KOHTPOJIMPYIOT CUHTE3 aH]IPOI€HOB;
TECTUKYJIsIpHas (PEMUHU3ALMS, TIPU KOTOPOU HE 00Pa3yrOTCs PELIEITOPbI AHIPOr€HOB).

Hacnencreennbie neeKTbl (EpMEHTOB 3PUTPOLIUTOB (HEKOTOPHIE TE€MOJIUTHU-
YyecKue HecepoLUTapHble aHEMUH, XapaKTEePU3YIOIINECs HOPMAJIbHOM CTPYKTYpOi



reMOorjo0MHa, HO HapylIieHHeM (PEepMEHTHOM CHCTEMBbI, YYacTBYIOIICH B aHa’pO0-
HOM PACIIEIUICHUH TJIF0K03bl. HaciemytoTes: Kak 1Mo ayTOCOMHO-PELIECCHBHOMY, TaK
1 110 X-CLIETNICHHOMY PelleCCUBHOMY THITY (neduuuT rimroko3o 6-D/IN).

I'EMOI'VTIOBUHOIIATHH

['emornoOuHoOnaTvsi — 3TO IpylNa HACJIEICTBEHHbBIX 3a00J€BaHUM, BbI3bI-
BAaEMBIX MEPBUYHBIM J1€(DEKTOM MENTHAHBIX LENel TeMOrI00rnHa U CBA3aHHBIM C
THM HapyLIEHHEM €ro CBOMCTB M (QyHKIH. K HUM OTHOCAT 3pUTPOLUTO3HI,
CEPIIOBUIHO-KIIETOUYHYIO aHEMHUIO, TAJTACCEMUIO.

KOJIVIAT'EHOBBIE BOJIE3HU

B ocHOBe BO3HHMKHOBEHHMS KOJUIATCHOBBIX 3a00JICBaHHUI Jie)KaT I'eHETHYE-
ckre AedeKThl OMOCHHTE3a U pachaja KojulareHa — BaKHEHIIIEro CTPYKTYpPHO-
ro KOMIIOHGHTa COCAMHUTEIbHONW TKaHU. K 3To# rpymme oTHOcAT 0oJie3Hb DJi-
aepca-Jlannoca, XapaKTepu3yHIIyrocs: OONBIIMM TeHETHYSCKUM IOTUMOpdH3-
MOM U HaCJICIYIOIIYIOCS KaK M0 ayTOCOMHO-JIOMUHAHTHOMY THUITy, TaK H IO ay-
TOCOMHO-PEIICCCUBHOMY THITYy, 00Jie3Hbh MapdaHa, HacleayIoNIycs M0 ayTo-
COMHO-JIOMHHAHTHOMY THITY.

HACJIEACTBEHHBIE BOJIE3HU C HEBBISACHEHHbBIM
INEPBUYHBIM BUOXNUMHNYECKHUM JE®PEKTOM

1. MykoBHCIIMI03bI — BCTpEYArOTCA ¢ 4acTOTOM 1:2500 HOBOPOXKAEHHBIX,
HACJIEIyIOTCS 110 ayTOCOMHO-JOMHUHAHTHOMY THITy. B ocHOBe maTtorenesa 3a0o-
JIEBAHUSI — HACJEIACTBEHHOE IMOPAXKEHNUE SHIOKPUHHBIX KEJIE3 U KEJIE3UCTBIX
KJIETOK OpTraHW3Ma, BBIIEJIEHHE UMHU I'yCTOI0, U3MEHEHHOTO 10 COCTABY CEKpETa
Y CBSI3aHHBIE C TUM IOCJIEICTBUS.

2. AXoHzpomuiaszusl.

3. Mpimeunsie AucTpouu (MUONIATHHN).

1.4. XPOMOCOMHBIE BOJIE3HU

Orta rpynna 3a00jeBaHUid 00YCJIOBIIEHA MU3MEHEHUEM CTPYKTYpPbl OTIEIb-
HBIX XPOMOCOM WJIM UX KOJIMYECTBA B Kapuotune. Kak npaBuio, npu Takux My-
TauusAx HaOyrogaercs nucOasaHCc HACIEICTBEHHOIO MaTepuana, KOTOphIM U Be-
JIET K HApYLICHUIO Pa3BUTHs OpraHu3Ma. Y 4eJoBeKa ONUCAaHbl TEHOMHbIE MY-
TalWU M0 TUITYy MOJIUILIONANH, KOTOPBIE PEIKO HAaOMIOAAIOTCA Y KUBOPOK/IEH-
HBIX, & B OCHOBHOM OOHApYy>KMBAIOTCA Y a0OpPTUPOBAHHBIX SMOPHUOHOB U IIOOB
U Y MEPTBOPOKAEHHBIX. OCHOBHYIO 4aCTh XPOMOCOMHBIX 0O0JIE3HEN COCTaBIISIIOT
aHEYIUIOUINH, IPUYEM MOHOCOMHUH I10 ayTOCOMaM y KUBOPOXKJIEHHBIX BCTpe-
4aloTCsl KpailHe peako. BoJbIIMHCTBO U3 HUX KacaroTcs 21-il u 22-if XxpoMocoM



U 4aile OOHApYXMBAIOTCS Y MO3aWKOB, MMEIOUIMX OJHOBPEMEHHO KIIETKH C
HOPMAaJIbHBIM M MYTaHTHBIM KapHOTHUIIOM. J[oCTaTOYHO pesko oOHApYKUBAETCS
MoHocomusi X-xpomocoMmbl (cunsipom lepemesckoro-TepHepa).

B otnuumne oT MOHOCOMUY TPUCOMUU OMHUCAHBI TIO OOJBIIIOMY YHCITY ayToO-
com: 8,9, 13, 14, 18, 21, 22-i1 u X-xpomMocome, KOTOpasi MOKET IPUCYTCTBOBATH
B KapUOTHUIIE B 4—5 3K3eMIUIsApaX, YTO BIIOJHE COBMECTUMO C JKU3HBIO.

CTpyKTypHBIE NEPECTPOMKH XPOMOCOM, KakK IMPAaBHIIO, COIPOBOKIAOTCS
nucOallaHcOM T'e€HETHYEeCKOro Marepuana (nenernuu, ayrukanuu). CreneHb
CHUKEHUS )KU3HECIIOCOOHOCTU MIPU XPOMOCOMHBIX a0eppalusix 3aBUCUT OT KO-
JMYECTBA HEIOCTAIOMIEr0 WU M30BITOYHOTO HACIIEICTBEHHOTO MaTrepuaia U OT
BUJIa U3MEHECHU XPOMOCOMBI.

XPpOMOCOMHBIE U3MEHEHUS, IPUBOIAILINE K IIOPOKAM Pa3BUTHs, Yallle BCE-
o MPUBHOCATCS B 3UTOTY C FTAMETOM OAHOTO U3 POJAWTENIEH MPHU OILIOAOTBOPE-
Huu. [Ipu 5TOM Bce KIIETKH HOBOTO OpraHu3Ma OyIyT COIEp’KaTh aHOMaJIbHBIHA
XPOMOCOMHBIA HAa0Op W MJIsi TUArHOCTUKH TaKOTO 3a00JeBaHUS TOCTATOYHO
MPOAHATM3UPOBATH KAPUOTHUII KJIIETOK KaKON-HUOYIb TKAHHU.

Ecnu xpoMocOMHbIE HapyIIeHHs] BO3HUKAIOT B OJHOM M3 OJIACTOMEPOB BO
BpEMs NIEPBBIX JCJIEHUN 3UTOThI, 00Pa3YIOIIUNACA U3 HOPMAIBHBIX raMeT, TO pas-
BHBAETCS MO3aWYHbIA OpraHu3M, OOJIbIIAsl WM MEHbIIAsl 4acTh KJIETOK KOTOPOTo
HECEeT HOPMaJbHBI XpPOMOCOMHBIM HaOop. JlMarHocThka MO3auyuHbIX (opMm Xpo-
MOCOMHBIX 0OJIE3HEeH OTIMYAETCS OOJIBIION TPYAOEMKOCTBIO U TpeOyeT U3yUeHHUs
KaproTHUMa OOJIBIIOrO YUCIa KIETOK U3 Pa3HbIX TKaHel. JIJisi onpeneneHus Bepo-
STHOCTH TIOSIBIICHUSI XPOMOCOMHOM OOJIE3HH B TIOTOMCTBE B CEMbsIX, YK€ UMEIO-
X OOJBHBIX JI€TEH, BAXKHO YCTAHOBHTD, SBISIETCS JIM 9TO XPOMOCOMHOE Hapy-
LIEHUE 3aHOBO BO3HUKILIKM WJIM OHO YHACJIEIOBAHO OT IPEABIAYIIETO IMOKOJIEHUS.
Yaie poauTeny 4elloBEeKa C XPOMOCOMHBIM 3a00JIEBAHHEM UMEIOT HOPMaJIbHbBIN
KApUOTHUII, a TMOSIBJICHHE OOJIBHOIO MOTOMCTBA SIBJISICTCS PE3YJIbTATOM MYTallvH,
BO3ZHMKIIEH B OJJHOM M3 raMer. B 3TOM ciydae BO3MOXKHOCTbh IIOBTOPHOTO XPOMO-
COMHOI'0 HapylICHUs Yy JAETEH B JAHHOW CEMbE MAJOBEPOATHO U HE MPEBOCXOUT
TaKOBOM B LIEJIOM IS TIOIYJISIUMKA. BMecTe ¢ TeM, ONMCaHO HEMAJIO CEMEH, B KOTO-
PBIX HAOJIOIAeTCsl MPEAPACTIONIOKEHNE, HAIPUMED, K HEPACXOXKICHUIO XPOMOCOM.

B cityyae HacneayeMbIX XpOMOCOMHBIX O0JI€3HEM B COMAaTUUECKUX KIIETKaxX
poauteneit 0OHaApyKUBAIOTCSI XPOMOCOMHBIE WJIM T€HOMHBIE MyTallil, KOTOPbhIE
MOTYT MEpPENaBaTbCs UX 3pPEIbIM MOJIOBBIM KJIETKaM B XoJe rameroreHesa. lle-
peaaroT MOTOMCTBY XPOMOCOMHBIE HapyIIEHUsS OOBIYHO (DEHOTHUITUYECKU HOP-
MaJbHBIE POJIUTEIH, SBIISIFOIIUECS HOCUTENSIMUA COATAaHCHPOBAHHBIX XPOMOCOM-
HBIX MEPECTPOEK — PEUUNPOKHBIX TPAHCIOKAIUH, pOOEPTCOHOBCKUX TPAHCIIO-
Kaluil. ¥ HOCUTEJIEH TAaKOTO pOJia XpPOMOCOMHBIX IIEPECTPOEK C ONPEACTCHHON
BEPOSITHOCTBIO 00Pa3yIOTCs HOPMAIbHBIC TAMETHI, HECYIIHe cOaJaHCUPOBAHHYIO
NEPECTPONKY, U TIOJIOBbIE KJIIETKU C HAPYIIEHHBIM OaJIaHCOM T'€HOB B TEHOME.

B03M0XHOCTh HaciaeA0BaHUS XPOMOCOMHBIX aHOMAJIUH JieslaeT HEOOXO0IU-
MBIM aHAJIN3 KapUOTHUIA POAUTENEH, yKe UMEIOIUX OOJBHBIX ACTeH U MpeHa-
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TaJdbHYI0 JMATHOCTUKY Pa3BUBAIOIIETOCS TUIOJA JJIsi UCKIIOUEHUS BEPOSTHOCTH
MOBTOPHOI'O POXICHUS peOEeHKA C XpPOMOCOMHOMN 0OO0JIE3HBIO.

DEHOTUITNYECKOE MPOSABIEHUE PA3JIUYHBIX XPOMOCOMHBIX M TE€HOMHBIX
MyTalliid XapaKTepHU3yeTCs PaHHUM W MHOKECTBEHHBIM IMOPAXEHUEM pa3Iny-
HBIX CUCTEM OPraHoB. TUINUYHBIMU SBIISIFOTCS 3a/I€pAKKa 00IIEro (PU3HIECKOro U
YMCTBEHHOI'O Pa3BUTHS, OTKJIOHEHHSI B CTPOEHUU CKEJETa, B YACTHOCTH MO3rO-
BOT'O U JIMIIEBOrO Yepena, MNOPOKU Pa3BUTHS CEPAECYHO-COCYIUCTOM, MOYENOJIO-
BOM, HEPBHOM CUCTEM, HAPYILIEHUE B OMOXUMUYECKOM, TOPMOHAJILHOM U UMMY-
HOJIOTMYECKOM CTaTyce opraHu3Ma. XpOMOCOMHBIE OOJI€3HU, KaK MpaBUio, Xa-
PAKTEpPU3YIOTCSI COUYETAaHWEM MHOTUX BPOXKJIEHHBIX MOPOKOB. JIJisi HUX Takxke
XapakTepHbl MHOT0OOpa3ue M BapuadenbHOCTh (DEHOTUIUYECKUX IMPOSIBICHUM.
Haubonee cnenuduyeckue nposiBieHUss XpPOMOCOMHBIX 3a00JIEBaHUI CBSI3aHbI C
nucOallaHcoOM IO OTHOCUTENIBHO HeOoJbIoMy (parmeHty xpomocomsbl. Tak,
dbenoTunMUecKoe MposiBjaeHue cuHapoma Jlayna HabmarogaeTcst B ciydae TPUCO-
MUU BCETO JIUIIH IO HEOOJIBIIOMY CETMEHTY JJIMHHOTO Tuieya 2 1-if XpOMOCOMBI.

Kaptuna cuHIpoMa «KOIIAYbEro KpUKa» pa3BUBAETCS IMPU YTpaTe ydacTKa
KOPOTKOTO Iieda 5- XpoMocoMbl. /[ucOanmaHc 1Mo 3HAUYMTEIBPHOMY 00BEMY XpO-
MOCOMHOT'O MaTepuaa JienaeT PeHOTUITMIECKYI0 KapTHHY MEHee Crien(uIecKou.

Crieru(uIHOCTH MPOSIBICHUS XPOMOCOMHOTO 3a00JI€BaHMs OMPEIeIaeTCs
M3MEHEHUEM COJIEP>KaHUsl OMPENICNICHHBIX CTPYKTYPHBIX T'€HOB, KOJAUPYIOIINX
cuHTe3 crneunduueckux 6enkoB. Tak, npu 6ose3nu JlayHa oOHapyKEHO MOBHI-
nieHre B 1, 5 pa3a akTUBHOCTH (epMEHTa CYNEPOKCUIAUCMYTAa3bl 1, Te€H KOTO-
poro pacnoJyiaraercsi B 21-if XxpoMocoMe U IpeJICTaBIeH Y OOJNbHBIX B TPEXKPAT-
HOM n03e. DhPeKT «a03bl reHa» oOHapyxkeH Oosee yem aiisa 30 reHoB, JIOKaIH-
30BaHHBIX B Pa3HBIX XPOMOCOMAX YEJIOBEKA.

[Tonycnenuduueckre CUMITOMBI TMPOSBICHUS XPOMOCOMHBIX Oo0JIe3HEH
CBSI3aHBbl B 3HAYUTEJIBHOU Mepe ¢ aucOaiaHCcOM T'€HOB, MPEACTABICHHBIX MHO-
TUMU KOIMSIMU, KOTOPbIE€ KOHTPOJIUPYIOT KIFOUEBBIE MPOLECCHl B KU3HEHAES-
TEJIBHOCTH KJIETOK U KOJMPYIOT, K npumepy, ctpykrypy p-PHK, T-PHK, rucro-
HOB, puOOCOMAJIbHBIX O€IKOB, aKTHHA, TyOyJIHHA.

Hecnenuduueckne mposiBICHUS TPU XPOMOCOMHBIX OOJIE3HSAX CBS3BIBAIOT
C U3MEHEHHEM COJIEpKAHUS FeTEPOXPOMATHHA B KJIETKaX, KOTOPbIA OKa3bIBAET
BJIMSIHHE HAa HOpPMaJbHOE TEUCHHE KIETOYHOTO AENEHHUS U pocTa, (POopMHUpOBa-
HUE B OHTOI'€HE3€ KOJUYECTBEHHBIX [IPU3HAKOB, ONPEIEIAEMBIX TIONMTCHAMH.

1.5. KPATKOE OIIUCAHUE HACJIEJACTBEHHBIX BOJIE3HEM
N AHOMAJIMU, ITOACHEHUE ME/IUIIMUHCKUX TEPMHWHOB

Aeammaznodynunemuss — OTCYTCTBHE WM PE3KOE CHIDKEHHME COJEPIKaHUS
O0enkoBol (ppakiuu ramMma-riaoOyJIMHOB B Iuta3Me KpoBU. VIMeeT HECKOJIbKO
dbopm. [Ipu ogHOI U3 HUX — OoJIe3HN bpyTOHAa — PE3KO MOHMKAETCS YCTONYH-
BOCTh K OaKTepuaIbHbIM MH(PEKIIMOHHBIM 3a00JIEBaHUSM (ITHEBMOHHUH, OTUTAM,
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cencucy). Jedbuuut rinoOylrHOB HacIeAyeTCs Kak PEleCCUBHBIN, ayTOCOMHBIM
WJI PELIECCUBHBIN, CUEIUIEHHBIN C M10JIOM IIPU3HAK.

Axamanazus (akatanazemusi) 00yclIOBJI€HA OTCYTCTBUEM KaTajla3bl B KPOBH
Y TKaHAX. Y IOJOBUHBI HOCUTEJEH I'€Ha B FOHOLIECKOM BO3PACTE Pa3BUBAIOTCS
S3BBI Ha JIECHAX, y JIPYTUX akaraja3eMusi MpoxoauT o6eccumnromuo. Hacneno-
BaHHE 0O0JIE3HU TPAKTYETCS KaK ayTOCOMHO-PELIECCUBHOE.

Anvounuzm oOwuil 0OyCIIOBIEH WHAKTUBALMEW THPO3MHA3bI, BCJIEICTBHUE
YEero MeJaHOIMThI HE CIIOCOOHBI 00Pa30BbIBATH MENAHUH. B 3TUX cilydasx Koxa
UMEET MOJIOYHO-O€JbIi 1IBET, BOJIOCHI OYEHb CBETJIbIE, BCIEACTBUE OTCYTCTBUS
NUTMEHTa B CETYATKE MPOCBEYMBAIOT KPOBEHOCHBIE COCY/Ibl, IJ1a3a UMEIOT Kpac-
HOBATO-PO30BBIN 1[BET, NOBBILIEHHAs YyBCTBUTEIBLHOCTh K cBeTy. Hacnenyercs
10 ayTOCOMHO-perieccuBHoMy Tuity. Yacrora ot 1:5000 mo 1:25000.

Anvbounuszm enaznoti (aTLOMHU3M TJIA3HOTO JHA) BKJIIOYAET psii MOPGOIIO-
IMYECKMX M3MEHEHMH TJla3a M HapylIeHUW ero (DyHKIMHU: CHUXKEHUE 3PEHHS,
paccTporcTBa IIBETOBOTO 3peHus. [Ipu 3TOM mUrMeHTaIus paayKHOW 000J104-
KH, a TAKXKE KOXKM U BOJIOC HE U3MEHeHa. Hacnenyercs Kak pelneccuBHBIN Mpu-
3HAK, CIEIUICHHBIA C X-XPOMOCOMOM.

Anxanmonypusi CONPOBOKIAETCS BBIJEICHUEM C MOYOM T'OMOI'€HTHU3HUHO-
BOM KHUCJIOTHI, MOJIICIIOYEHHAs] MOYa IPH 3TOM aHOMaIUU OBICTPO TEMHEET.
[IposiBisieTcss OKpalIMBaHUEM XPSIIEBBIX TKaHEH, B MOXKWJIOM BO3pPACTE pa3BU-
BaeTcs apTpUT. AYTOCOMHO-PELIECCUBHBIN TUIl HacienoBanusd. Yacrora 3abose-
Banus 3—5:1000000.

Amaepomuueckas cemelinas uouomus UMEET HECKOIbKO (opM. [lerckas
dopma Tes-Cakca oOHapyKUBaeTCsS Ha MEPBOM TOAY KM3HU M 3aKaHYMBACTCS
JIETAJIBHBIM MCXOJOM B BO3pacte 4—5 JIeT BCIEACTBUE U3MEHEHUU B HEPBHBIX
KJIETKaX, IJIaBHBIM 00pa3oM KOpbl OOJBIIMX MOJIyHIapuid U Mo3keuka. Perec-
CUBHO-ayTOCOMHOE HacJe0BaHHE.

AHeudposnasn 3kmooepmanbHas OUCHIA3Us XapaAKTEPU3YETCs KOMILICKCOM
IPU3HAKOB: OTCYTCTBUEM MOTOOT/AEJICHUS U YacTH 3y0OB, CKYHBIM OBOJIOCEHH-
€M, HapylieHueM tepmoperyisinuu. Hacnenyercs kak pelecCUBHBIM, CLIETUICH-
HBII C TTOJIOM MPU3HAK.

Aneuokepamoma — 3a00JIEBaHHUE KOXKH, XapaKTEPU3YIOIIEeCs MOSIBICHUEM
MPEUMYIIECTBEHHO Ha ThUJIE MaJbLIEB KUCTEH M CTON TEMHOKPACHBIX Y3E€JIKOB C
THIIEPKEPATO30M Ha MOBEPXHOCTH. 3a00JeBaHKE COMPOBOXKAACTCS MOYECYHOM He-
JOCTATOYHOCTBIO, TOMYTHEHUEM POTOBUILIbI IJ1a3, MOBBIIIEHUEM apTEPUATBHOIO
nasienus. Hacnemyercs Kak penecCUBHBIN, CHEIUIEHHBIN C IT0JIOM IPU3HAK.

Aneuomamos cemuamoti 0607104KU — 4aCTh CUCTEMHOTO 3a00JIeBaHUS TJ1a3
U TOJIOBHOIO MO3ra. BeIpaskaercs B pe3KOM paclIMpeHUH U HOBOOOPA30BAHMSIX
COCYJIOB CETYaTKH M B JIET€HEpALIMK HEPBHBIX 3JeMeHTOB. Hacnenyercs no ay-
TOCOMHO-JIOMHUHAHTHOMY THITy C IEHETPAHTHOCTHIO 50%.

Anemusa. CymectByeT psn GopM aHeMU, 00YCIOBICHHBIX Pa3IMYHBIMU
HapYUIEHUSMU B PEPMEHTATUBHBIX CUCTEMAX KPOBH.
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1. AHemusi MUKpoluTapHas (TajacceMus) 0OyCIIOBJI€HA pPacCTPOMCTBOM
CHUHTE3a HOPMAJIbHOI'O U B3pocioro remorjoduHa. Kpome napymenuss mopgo-
JIOTUW DPUTPOLIUTOB (MHUIICHEBUAHAS (popma) HaOMIOJAETCs B Pa3IMYHOM CTe-
IIEHU BBIPAXKEHHAs KEJITyXa, U3MEHEHHUs B ckenere. I'omo3urorsl B 90-95%
CllyyaeB rMOHYT B paHHEM BO3pacTe, y TeTepO3UroT TajlacCeMHUs POXOIUT CyO-
KJIMHU4Yecku. HacnenoBanre ayToCOMHOE € HEMOJHBIM IOMUHUPOBAHUEM.

2. AneMus ceproBHIHOKIETOUYHAsI 00YCIOBJIEHA MyTallMel reHa HopMaJb-
HOTO reMorjioOnHa. AHOMalIbHAsI MOJIEKYyJia TeMOTrJI00MHa MpPU HU3KUX Hamps-
KEHUSIX KHCIOPOJia B KIETKE MEPEXOIUT B COCTOSIHUE Telisl, SPUTPOLUTHI IIPU-
HUMAaIOT (HopMy cepria Wiu MoJyMmecsia. BeipakeHa TMIOKCHs, HAPYIIIeH BHYT-
PUKIIETOYHBINA MeTa00au3M. ['OMO3ZHUTOTBI PEKO TOKUBAIOT JI0 MOJIOBOW 3pENo-
CTH, Y TE€TEpO3UTOT KIIMHUYECKas KapTHHA BhIpakeHa HesicHo. Hacnenyercs ay-
TOCOMHO C HEINOJIHBIM JIOMUHUpOBaHUeM. HocuTenu rena tanacceMuu u ceprio-
BUJIHO-KJIETOYHON aHEMUH YCTOWYUBBI K MAJISIPUU.

3. ®aBm3Mm cBs3aH C AepUIUTOM TIIOK030-6-hochaTnernaporenaspl. P.
['purnesckuii (1970 r.) ykas3pIBaeT, 4TO 3TOT AE(HEKT HE UMEET CYIIECTBEHHOIO
3HaueHus i1 (YHKIMOHUPOBAHUS SPUTPOLIMTA B HOPMAJbHBIX (hU3HOJIOrHYe-
ckux ycnoBusix. [locne npuema npumaxuHa, QpeHaneTuHa, ynotpeOieHue B mu-
11y KOHCKMX O000OOB M MHTAJSIIIUU MbUILIBI UX IIBETOB, CYyJIb()aMUIHBIX U HEKO-
TOPBIX IPYTUX NPENapaToB MPOUCXOINUT '€MOJIU3 SPUTPOLIMTOB, BCIEACTBUE Ye-
ro pa3BUBAaeTCs reMoJuTh4YecKas aHeMmus. Hacnemyercss kak JTOMHUHAHTHBIM,
CLICIJICHHBIN ¢ X-XpOMOCOMOM MPU3HAK.

Memeemoenoburemusi HaCIeNCTBEHHAs: OOYCJIOBJICHA HapyIIEHHEM BOCCTa-
HOBJICHHUSI METTEMOTJI00MHA B reMoriioOnH. B cBoro odepesnp, oHa uMeer JiBe ¢op-
mbl. OJiHa CBsi3aHa ¢ MyTaluel HopMaibHOro remMornoduna. Hacnenyercs no ay-
TOCOMHO-IOMUHAHTHOMY THITy ¥ XapaKTEpU3yeTCs TSHKEIbIMU MATOJOTMYECKUMU
cocTosiHUsSIMU opraHm3ma. Jlpyras ¢opma cBszana ¢ aedurutoM GepMeHTa aua-
dopa3bl B 3pHUTPOIMTAX, HACIEAYeTCSd MO ayTOCOMHO-PELECCUBHOMY THUILY, B
OOJIBLIMHCTBE CIIy4aeB He JaeT SIPKO BbIPAKEHHOM KITMHUYECKOW KapTHHBI.

AHupuous xapakTepu3yeTcsi OTCYTCTBUEM pajykKHOM 00010uku. OOBIYHO
JIBYXCTOpOHHEe 3aboseBaHue. CONMpPOBOXKIAETCS MOMYTHEHUEM POTOBULBI U
XpycCTaluKa, MOHUKEHUEM 3pEHHUs, UHOTJa KaTapakToil, cBeTo0os3Hbt0. Hace-
JyETCS TI0 ayTOCOMHO-JJOMUHAHTHOMY THILY.

Cunopom Mapgana — HapyuieHrne oOMeHa KUCIBIX MYKOIOJIUCAXaAPHUIOB,
KOTOPBIM XapaKTEpHU3yEeTCS COYETAHWEM pA3JIMYHBIX CKEJIETHBIX, TJIA3HBIX H
BUCILIEPAIbHBIX AaHOMAJIUM: JJIMHHBIE U TOHKHE KOHEYHOCTH C OYE€Hb IJIMHHBIMU
Y TOHKMMU NaJIbIIaMU, BBIBUX XPYCTaJIMKa, aHEBPU3Ma aOpPThl, BbIJIEJIEHUE C MO-
YOl OTHENbHBIX AMHUHOKHUCIIOT, ACTEHHMYECKas KOHCTUTYLHS. AYTOCOMHO-
JIOMUHAHTHOE HACJIeIOBAHUE C IEHETPAaHTHOCTHIO 30%.

Agpubpunocenemus — MOIHOE OTCYTCTBHE B IIa3M€ OJTHOTO U3 €€ OETKOB —
¢udpuHOreHa. Xapakrepusyercs KPOBOTCUCHUSIMH KTy JOYHO-KUIIIEYHOTO TPAKTa,
MOUYETONOBBIX MyTel. KiimHuyeckue mposiBIeHHs] CBOAATCS K pPa3BUTHIO KPOBO-
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TE€4YEeHU, IIaBHBIM 00pa30M IOCIE TPAaBMbI, onepaluid. TsxKenble KpOBOTCUECHHUS
4acTO 3aKaHYMBAIOTCS cMepThio. HaciienoBanrne ayToCOMHO-PELIECCUBHOE.

Axonoponnazus (BapuaHT XOHIPOAUCTPOQUS) IJI01a HAUYMHACT Pa3BUBATh-
Csl B paHHEM ASMOPHOHATILHOM TEepHoJie. XapaKTepru3yeTcs HEMPOMOPIIMOHATIBEHO
KOPOTKUMH KOHEYHOCTSIMHU HPU HOPMAJIBHO PA3BUTOM TYJIOBUIIE, KAPIUKOBBIM
pPOCTOM, HOC 4YacTo ceayioBuaHon (opmel. [logasnsronias yacts aeTei, TOMO3U-
TOTHI, MOTHOAIOT B TUIOJHOM TIEPHO/IC; POAUBIIHECS KU3HECTIOCOOHBI, TIPU POXK-
J€HUH UMEIOT KapJIMKOBBIA POCT, KOPOTKHE KOHEYHOCTH, HOPMAJILHOE TYJIOBHUIIIE.
Hacnenyercs kak JOMMHAHTHBIA ayTOCOMHBIN npu3Hak. Yactora — 1:100000.
B 80-95% cnyuaeB 0o0yciOBIIEHHBIX BHOBbH BO3HHUKIIEH MyTanuen. 3aboseBa-
HUE KOCTHOW CHUCTEMBI, TP KOTOPOM HAOJIOJAIOTCS aHOMAIIUU Pa3BUTHUS XPsi-
MIEBOW TKaHU MPEUMYIIECTBEHHO B AMHU(U3aX TPyOUaThIX KOCTEH M KOCTIX OC-
HOBAHUS yepena, 00yCIOBICHO MyTalliel reHa perenropa dpakropa pocra ¢puod-
po0IacTOB, BRI3BIBAIOIICH OTKIIOHEHUS B aKTUBHOCTH HEKOTOPHIX (DEPMEHTOB.

bruzopyxocms uMeeT MHOrO NMpOSIBIEHUM M HaclieqyeTcsl pa3indHo. [o-
BOJIbHO IIMPOKO pacrpocTpaHeHa padoyas, WM IIKOJIbHAas, OJIM30pyKOCTh, pa3-
BHBAIOIIAsICS B FOHOLLIECKOM BO3pPACTE U HE MPOrpecCUpyrolias B JlajJbHEHIIEM.
A. A. Manunosckuii (1970 r.) yka3biBaet, uTo aBe (OpMbI ITON OJIU30PYKOCTH
HACJIEIYIOTCSl HE3aBHCHUMO JIPYT OT Jpyra Kak JOMHUHAHTHBIE ayTOCOMHbBIE IpH-
3Haku. [Ipy HaIMYMU T€eHOB YMEPEHHOW M BBHICOKOM OJIM30pYKOCTH (heHOTUITHYE-
CKU BBIIBIISIETCS TOJBKO BBICOKAsi OJM30PYKOCTb. Takum 00pa3oM, FeH BBICOKOI
OJM30PYKOCTH OKA3bIBACTCS AMUCTATHUECKUM 110 OTHOLICHHUIO K TeHY YMEPEHHOM.

bpaxuoaxmunus, unu xopomrxonanocme. llposiBisieTcss paznuuHo. Hacto
YKOPAuMBAIOTCSl BCE MAJIBIIBI 32 CYET omnpeneneHHbIX ¢ananr. Ecte dhopmbl Opa-
XUJTAKTUINH, KOTJIA YKOPAuYMBaIOTCS (hajlaHTH TOJBKO OTACNBbHBIX MAJBIIEB PYK
Y HOT WJIM TOJBKO KOCTH 3aIlsiCThsi W IUTIOCHBI. HacneayeTcsi mo ayTocoMHO-
JOMUHAHTHOMY THIY. B OOJBIIMHCTBE CIy4aeB KOPOTKOMAIBIE HIKE POCTOM,
YeM UX OpaThs U CECTPHI C HOPMATbHBIMH KUCTSIMUA KOHEUHOCTEH.

Ban oep Xese cuHApOM BKJIIOYAET TPU BAKHEHIIMX MPU3HAKA: MOBBIILICH-
HYI0 JIJOMKOCTb KOCTEM, rojiy0yro ckjepy u riyxory. HacienoBanue ayTocoMHo-
noMuHaHTHOE. OHAKO KaXK/bld W3 TpeX MPU3HAKOB, OMpPEICISEMbIX dTUM Ie-
HOM, UMEET CBOIO MEHETPAaHTHOCTh. [10ATOMY coBHasieHne BceX TpeX aHOMAaHii
kosnebnercs ot 7 1o 44%. JlaHHble MO MEHETPAHTHOCTH KaXKJIOTO MpPU3HAKA TaK-
xe KoJeomotces. [leHeHTpaHTHOCTD rIIyX0Thl — 0T 26 10 60%; XpynKOCTH KOC-
Teil — oT 29 10 63%; «romy0bix ckiep» okoisio 100%.

bonesnuv Bunvcona, wnu remaro-niepedpanpHas quctpodusi, cBsI3aHa ¢ Ha-
pyIlIeHHeM CUHTe3a Oellka IepyJUIoIIa3MUHA, TPAHCIIOPTUPYIOMIETO Meb, KO-
TOpasi B M30BITKE OTKIIAJBIBACTCS B TICUCHH, MO3TE, ITOYKaX, poropuile. Pa3puBa-
€TCSl LIUPPO3 MEUECHH, MPOUCXOAAT JEreHEpPAaTUBHbICE U3MEHEHUS TKAHU MO3ra,
HapyIIaeTcsl MePEeHOC TIFOKO3bl, aMUHOKUCIIOT, MOYEBOW KUCIOTHL U (ocdara B
NIOYEYHBIX KaHajbuax. Haciemyercs kak ayTOCOMHO-PELECCUBHBIA MPU3HAK, C
yactortoi 2:100000. 3a0oneBaHue, Kak MpaBuiio, HaYMHaeTcs B Bozpacte 1015 ner.
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Buvisux 6edpa epoowcoennsiii HacleayeTcs Kak ayTOCOMHO-IIOMUHAHTHBIM
MpU3HAK. DKCIPECCUBHOCTh U3MEHUYMBA, CPEJHSS MEHETPAHTHOCTh COCTOBIISET
25%. Y neBouek BbIBUX Oellpa BCTpeuyaeTcs B 6 pa3 yaile, 4eM Y MaJIbirKOB.

l'anakmozemuss 00ycCiOBIIEHa HECTIOCOOHOCTHIO MCIOJIB30BaTh TallaKTO3Yy,
BCJICAICTBUM TIOHIDKEHHOM aKTHBHOCTH TajlakTo3a-1-ocdar-ypummnrpanchepasbr.
BripaxkaeTcsi KOMIUIEKCOM MPU3HAKOB: KENTyXa, UCXyJaHUE, [IUPPO3 TEUYECHHU,
KarapakTa, ciaboymue. Hacienyercs kak ayTOCOMHO-PELIECCUBHBIN MPU3HAK, C
yacrorou 1:100000.

['emepanonust — HOYHAasA, WIK KypuHas cienota. HecmocoOHOCTh BUIETH
IpU CyMEPEUYHOM WJIM HOYHOM OCBelleHUU. OOBIUHO SIBJISETCS COCTaBHOM 4a-
CTBIO KaKUX-TMOO CUHAPOMOB. Yallle HacnenyeTcsl Kak pelieCCUBHBIN, CLEIIeH-
HBII ¢ X-XpOMOCOMOU Npu3Hak. MIMeeTcss ayTOCOMHO-pELECCUBHBIA THUIT HACIIE-
noBanus. K. llItepn (1965 1.) mpuBOAUT ciy4ail ayTOCOMHO-JIOMHUHAHTHOTO Ha-
CJEA0BaHUs HOYHOM CJIENOTHI.

I'emoenobun — OCHOBHOM O€IJIOK, COJIEpKAITUHCS B SPUTPOIUTAX U BBI-
MOJIHAIONINKN TpaHCTIOPTHYIO QyHKIMI0. Hanbonee mmpoko pacrnpocTpaHeH re-
mornobun HbA — nopmanbhbiii TemMorioOuH. OIHaKO M3BECTHO MHOYKECTBO

3aMEIICHU aMUHOKHUCIIOT KaK O-, TaK W (- menu. 3aMenieHue XoTsi Obl OJHOM
AMUHOKHUCJIOTHI MEHSET MEePBUYHYIO CTPYKTYpYy Oenka, MpOoCTpaHCTBEHHOE pac-
MIOJIOKEHUE €T0 YacTel W COOTBETCTBEHHO (yHKIMIO remorioouHa. [Tommmop-
¢br3M reMorioOMHOB, BUMMO MUMEET MPUCTOCOOUTENbHOE 3HaueHue. Tak, BbI-
SCHEHO, YTO T'€MOTJIOOMH S HEe MOXET ObITh MCIOJIH30BaH MAJSIPUIHBIM ILJ1a3-
MOJHMEM, CJIEIOBATEIbHO, HOCUTEIM S-TeMOIJIOOMHA YCTOWYMBBI K MaJSIpUH.
Bmecte ¢ TeM reMoriioOMHbI ¢ 3aMEIIEHHBIMU aMUHOKHCJIOTaMH BbI3BIBAIOT
aHOMAJIMU U 3a00JIEBAHUSI PA3TMYHOMN TSYKECTH, BILIOTH J0 JIETATbHBIX UCXOJIOB:
TOMO3HUIOTHI IO S-reMOTrJI00MHY, TOMO3UT0Thl M0 F-remorinoOuny (anemust cep-
MOBUIHOKJIETOYHAS U TAJIACCEMUS ).

I'emogpunua — HapyeHue cBepThiBaHUS KpoBU. OHaA CBsi3aHA C OTCYTCT-
BUEM DPa3IUYHBIX (PAaKTOPOB CBEPTHIBAHWS KPOBHU, YUYMTHIBAIOIIMX B 0Opa3oBa-
HUW TUTa3MaTHYecKoro TpomboruiactuHa. Kimaccuueckas remoduiuns, o0yciIoB-
JICHHAs] PE3KUM CHIDKEHHWEM aHTHTreMO(uIbHOTO ToOynuHa. Hacnemgyercs kak
PELECCUBHBIN, CUEIUICHHBIA ¢ ToJIOM mpu3Hak (X-xpomocoma). EcTh BUjbI re-
MOGUITNH, KOTOPBIE HACIEAYIOTCS M0 ayTOCOMHO-JIOMUHAHTHOMY U ayTOCOMHO-
pPELIECCUBHOMY THIIaM.

I'emodpumus A — nedext VII pakropa cepreiBanus kposu. Yacrora 1:2500.

I'emodunuga B — camxkenne aktuBHoctu [X akropa cBepThIBaHMS KPOBH.
Bcerpeuaercs B 10 pa3 pexe, uem remoduust A.

l'uneprunonpomeunemuss oOycClOBIIiEHA HapyHICHUSIMH OOMEHA JIMIHJIOB
I1a3Mbl KPOBH, BCIEACTBUE 1e(DEeKTOB (hepPMEHTOB MUJIU KIETOUHBIX PELIEITOPOB.
JIunuapl maa3Mbl KPOBU MPEACTABIISIIOT COO0M OOJBIIYIO IPYIIY COSAMHEHUMH, B
OCHOBHOM HUPHBIX KUCJIOT, TPUIJIMLEPUAOB U XoJjecTtepuHa. [loBblllieHHOE CO-
Jep’KaHue JUMUAOB B IJIa3ME€ KPOBU MOXKET OBITh MYJIbTH(HAKTOPUATHHBIM WU
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MOHOT'€HHO OOYCJIOBIIEHHBIM JieekToM. Paznuyaror 6 BUAOB HACIEIACTBEHHBIX T'U-
nepiurnonporenHeMuii. Yactora reTepo3uror MOHOI€HHO OOYCIJIOBJIEHHBIX THIIEp-
JIMIIOTIPOTEMHEMHUM B PA3IMYHBIX TOmysiiusax coctasisieT ot 1: 100 (B KBebeke)
70 1: 500 (B 6ONBIIMHCTBE €BPOTIEUCKUX CTPaH).

3HauY€HHUE TUNEPIUIIONPOTENHEMHUI U X MOHOTEHHBIX (DOpPM OIpeestseTcs
TEM, YTO METa0O0JIU3M JIMIHUA0B TECHO CBS3aH C MATOT€HE30M aTepOCKIepo3a U
UIIIEMUYECKO 00JIe3HU Cepra.

l'unepmpuxo3 BbIpaxkaeTcsi B BIPACTaHUU BOJIOC HA Kpae YUIHOW paKOBH-
Hbl. Hacienyercs Kak CUEIUIEHHBIN C Y -XpPOMOCOMOUW MPU3HAK.

l'unepxonecmepunemus cBsizana ¢ nedexrom oOMeHa xojectepuHa. buo-
XUMUYECKUN aHaIN3 KPOBU MOKA3bIBAET MOBBIIICHHOE COJIEPKAaHUE XOJIECTEPH-
Ha, BUTaMuHa D 1 kapoTuHa. Y rOMO3UTOT Ha KOKe B 00JIaCTH KOJEHHBIX, JIOK-
TEBBIX M MeX(aJaHTOBBIX CYCTABOB DPAa3BUBAIOTCS Y3€JIKOBbIE KCAHTOMBI —
no0poKayecTBEHHAs! OMyXO0jb. B CBSI3M C MOpa)KEHUEM CEpIEYHO-COCYIUCTOM
CUCTEMbI PaHO pa3BHBaeTCs CTEHOKapAus U MH(papkT Muokapaa. Hacnenyercs
yepe3 ayTOCOMBI KaK JOMUHAHTHBIN MTPU3HAK (B TOMO3UTOTHOM COCTOSIHUM MPO-
sIBJICHUE 3a00JI€BaHMsI PE3KO YCUIIUBACTCS).

l'unonnasus smanu BbIPAXAETCS B PE3KOM HCTOHYEHUU 3MaJIH, COMPOBOXK-
JaeTcsl U3MEHEeHHeM LiBeTa 3yOoB. HacnenyeTrcss Kak JTOMUHAHTHBIN, CLEIJIEH-
HBIU C MOJIOM MPU3HAK.

l'unogpocpamemus — 3abo0neBaHre KOCTHOM CUCTEMBbI, HAIIOMHHAET pa-
xuT. OOYCJIOBIIEHO MOHWKEHHOM aKTUBHOCTBIO IIENIOYHOUN (ocdara3bl MEUCHHU.
C moyoii Beiensiercss GpocdorTaHOIaMUH, COAEPKAHUE KalbIUsl B KPOBU MHO-
rjaa nosbiaercs. Hacnenyercst mo ayToCOMHO-PELIECCUBHOMY THITY.

['maykoma cBsi3aHa C HapyUIEHUEM OTTOKA BHYTPHUIIIa3HOM KUKOCTH Yepe3
yToJ HepeHeld KaMepbl, YTO BEAET K Pa3IMYHbIM MaTOJOTMYECKUM HW3MEHEHU-
SIM, M, B KOHEYHOM UTOT€, K notepe 3peHusi. CyiiecTByeT MHOTO GopM, pasiiny-
HBIX I10 XapaKTepy IPOsIBICHUS U TUIy HacileqoBaHusA. YacTh HacieIyeTcs 1o
ayTOCOMHO-JJOMUHAaHTHOMY THIIy, 4YacTb — II0 ayTOCOMHO-PELECCUBHOMY,
UMEIOTCS (OPMBI C HEMOJHOW NEHETPAaHTHOCThIO. BcTpeuatoTcss HeHacienct-
BEHHbIE (POPMBbI — (DEHOKOIIHH.

I nyxonemoma cBsi3aHa ¢ BPOXJAECHHOW TTyXOTOM, KOTOpas MPEMATCTBYET ycC-
BOCHUIO peud. PaznuyaroT niyXxoTy 3ByKOBOCIIPHHUMAIOLIETO M 3BYKOIIPOBOIILE-
ro tuna. HacneactBeHHO 00yCIOBIEHO OKOJIO MOJIOBUHBI BCeX 3a00JIeBaHu, Apy-
rast nojoBuHa — (peHokornuu. Hacnencreennsie (popMbl vale nepeiaroTcs psijaom
HeaJUIeTbHBIX ayTOCOMHBIX PELECCHBHBIX TIeHOB. MMerTcss ayToCOMHO-I0OMU-
HAHTHBIE U PELIECCUBHBIE, CIETIEHHBIE C X-XPOMOCOMOIA, (POPMBI.

I'pynnet kposu. K HacTosiieMy BpeMEHHU HU3BECTHO 0oJiee cTa pa3IMYHbIX
AHTUT€HOB KPOBM YEJIOBEKAa, KOTOpPbIE OOBEIMHAIOTCS B HECKOJIBKO CHUCTEM.
Haubounee nonno usydena cucrema ABO, npeacrasisiemass MUHUMYM TpeMsi CO-
CTOSIHUSIMU T€Ha (Tpemsi ajuiesisiMu) oaHoro jokyca. Cucremsl Jlrorepan, JIbtonc
ONPENEISIOTCA Napod ajuleNIbHbIX T'eHOB. CyIIecTBYIOT CHUCTEMBI, ONpeesse-
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Mbl€ HECKOJIbKUMU MapaMu T€HOB U3 Pa3HBIX JIOKYCOB, HAIIpUMep pesyc-(hakTop.
PacnipocTpaHenne TeX WIM MHBIX I'€HOB CPEIM Pa3JIMYHBIX IOMYJIALUN Ha 3€M-
HOM Iape pa3HooOpa3Ho. HekoTopbie aBTOpHI MBITAIUCH CBSI3aTh aHTUT'€HHBIHI
noJuMop(pU3M € 3aAIIUTHBIMH PEaKIUsIMU OpraHu3Ma. Y1ajgoch YCTaHOBUTH
KOPPEJLSILUIO MEXAY TpynIaMH KPOBH W HEKOTOPBIMH TEPANEBTUYECKUMU H
MH(PEKIMOHHBIMU 3200JICBAHUSIMU.

Jlanemonuszm (axpomaronus) WM YacTU4YHas LBETOBasd cienota. Paznuya-
IOT CJIENOTY HA KPACHBIM L[BET — MPOTAHOIMIO, 3€JCHBIM — JEUTEPAHOIINIO U
CHHMH 1BET — TpUTaHonuto. Hacnenyercs Kak penecCUBHBIN, CLECIJICHHBIN C
noJjioM npu3Hak. EcTb (hopMbl, HacIenyeMble 0 Ay TOCOMHO-PELIECCUBHOMY THITY.

ezcenepayusa pocoeuybl — U3MEHEHHUS B PA3JIMYHBIX YYaCTKaX TKAHEW po-
TOBUIIbI, KOTOPBIE BeyT K motepe 3peHusi. imeercs Heckonbko (opM 3aboieBaHus,
OTJIMYAIOIIMXCS 110 XapaKTepy MOP(OIOrMUecKMX M3MEHEHHH, CPOKOM HACTYILIEe-
HUSI JIETEHEpAllui U TUITY HacnefoBaHus. bonbmHCcTBO hopM HacexyeTcs 1o ay-
TOCOMHO-IOMUHAHTHOMY THILY, PEKE BCTPEUAIOTCS Ay TOCOMHO-PELIECCUBHBIE.

Hepuyum 2enrokozo0-6-gpocpamoezuopoecenazvr — nedurut QepmenTa:
rtok030-6 /1" (anemus [IpumaxuHoBa).

Hxmuo3 epodtcoennviii XapaKTepu3yercs pe3KMMHU HU3MEHEHUSAMH KOKHBIX
IOKPOBOB. lIpocTol M snuaepMaTu4ecKuii MXTHO3 HACIELYETCsS 10 ayTOCOMHO-
JOMHHAHTHOMY THITy. EcTh (hopmMBl MXTHO3a, TEpedarolecss Kak ayTOCOMHO-
pelLiecCUBHbIE NPU3HAKU. BoibIIMHCTBO 3THX PopM JeTanbHbl. ['eH onHoM n3 hopm
MXTHO03a CLEIUIEH ¢ X-XPOMOCOMOM U NIEPENAETCS KaK PELIECCUBHBIN IPU3HAK.

Kamapaxma — nomyTHeHue xpycTraiuka, umeer MHOro ¢popm. Bpoxaen-
HbIE KaTapaKThbl HACIEIYIOTCS KaK 110 ayTOCOMHO-JIOMUHAHTHOMY, TaK U IO ay-
TOCOMHO-PEIIECCUBHOMY THUITy. BcTpeuaroTcs (eHOKONMU BPOXKACHHBIX KaTa-
pakt. Ilo3qH1e KaTapakThl HACIEAYOTCS 110 ayTOCOMHO-IOMUHAHTHOMY TUILY.

Memeemoenobunemus Hacieocmaennas (CM. aHEMUS ).

Mukpoyumapnas anemus (CM. aHEMUSA).

Muonamuss — nporpeccuBHasi aTpopusi MyCKyJaTypbl UMEET HECKOJbKO
dbopm. [lneue-nonarouno-nureBas ¢hopmMa OTHOCUTCA K TTO3AHUM (popmaM u co-
IIPOBOKIAETCS XapaKTEPHBIM NOPAKEHUEM JINLIEBOM MyCKyJatypel. Hacnenyer-
Cs KaKk ayTOCOMHO-JOMUHAHTHBIN NpHU3HaK. Muonartus /[[romena yamnie Haciaeny-
€TCSl KaK PelleCCUBHBIN, CIEIJIEHHBIN C MoJoM (X-XpoMocoMa), pexe Kak ayTo-
COMHO-PELIECCUBHBIN ITPU3HAK.

Muonnezusi — TNEPUOIUYECKU TOBTOPSIOIIMECS MNApAIUYU, CBA3aHHBIE C
noTrepel MbIIIEUHbIMU KileTKamMu Kanusi. CyniecTByeT Heckoybko ¢opM. Hauu-
Haro1ascs B Bo3pacte 20—40 neT HacieayeTcs N0 ayTOCOMHO-JOMUHAHTHOMY U
ayTOCOMHO-pEIECCUBHOMY Tuly. Jpyras ¢opma HauMHaeTrcs B JETCKOM BO3-
pacrte ¥ Haciieayercs 110 ayTOCOMHO-JOMUHAHTHOMY THILY.

MozxeukoBasi atakcusi 00yciIoBlIeHa aTpoduell MOPKEUKa U MUPAMUIHBIX ITy-
Tel ciMHHOro Mo3ra. Haumnaercs ocne 20 JeT 1 XapakTepu3yeTcsi IpOrpecCUpyro-
MM CHIDKCHHEM MHTeIUIeKTa. Haciemyercs 1o ayrocOMHO-JOMUHAHTHOMY THITY.
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Mbvuueunas oucmpodghus [rowena (cm. muonatus). Yacrora — 1:3500.

Myxkonoaucaxapuoosvr — rpytma nedhekToB Karadoin3Ma IIMKO3aMUHOT -
mukaHoB (['AI') ¢ pa3nuuHbiM TUNOM HacienoBaHus. Tak, cunapom ['ypriepa
HACJIEYETCsl 110 ayTOCOMHO-PELIECCUBHOMY THITY, CHHAPOM XaHTepa — mno X-
CUEIJICHHOMY peliecCUBHOMY Tuiy. [lomymnsiiiioHHas 4acToTa UX HE YCTaHOBJIE-
Ha. [Ipu sTOM HaOMIOMAETCS TOBBIMIEHHAS YKCKPEUUS WIM BHYTPUKICTOYHOE
HakoruieHue I'Al' BcineacTBue HapylIeHUs MX paclUEIUIeHUs, 00YyCIOBIEHHOTO
nedexramMu PEepMEHTOB — JU30COMHBIX THUJIPOJia3. BBIACISIIOT HECKOJIBKO TH-
OB MyKomnojucaxapuao3oB. Haubosnee pacnpocTpaHeH MyKOIOJIHCAXapUa03
nepBoro tuna (cu"apom ['ypinep), oOycnoBneHHbld gedunurom depmenrta L-
WHIypPOHH]1a3bl, OTBETCTBEHHOT'O 32 KaTa00JIM3M KHUCIIBIX MYKOIOJIUCAXaPUIOB.

Myxkosucyudos (KUCTOPUOPO3 MOIKETYTIOUHON KeJie3bl) O0YCIOBICH MY-
Taiuen B 7- xpoMocome. Tum HacieaoBaHWS — ayTOCOMHO-PEIECCUBHBIN.
[Tonymsimmonnas yacrora — 1:2500. 3aboneBanue mpeacTaBiseT co00il MHO-
YKECTBEHHBIE NTOPAKEHUS KEJIE3 BHEUIHEN CEKPEIUH, MPOSIBISIONINECS BblIETe-
HUEM CEKPETOB MOBBIIMIEHHOW BSI3KOCTH, YTO BEJET K 3aCTONHBIM SIBICHUSM U
3aKyIOpPKE MPOTOKOB B COOTBETCTBYIOLIMX OpraHax (JIETKUX, MOJKEITYI0YHOM
KeJe3e U KHUIIEYHUKE) C MOCICAYIOIMMH BOCHAIUTEIBHBIMU MPOIECCAMU U
CKJIEPOTUYECKUMU U3MEHEHUSIMU.

Hetipogubpomamos — omyxomnb, XapaKTepU3yIOLIascsl TMOSBICHHEM Ha
KOXK€ CBETJO-KOPUYHEBBIX MATEH. MOXET CONMPOBOXAATHCS PacCTPOHCTBOM
YyBCTBUTEJIHHOCTH, UHOTAA O0JsiMu. [Ipy BHYTPUMO3TrOBOM JIOKAIU3AIUU CUM-
NITOMBI OCIIOXKHSIOTCS. HacnenyeTcst kak TOMUHAHTHO-ayTOCOMHBIN ITPU3HAK.

Omocknepos 00yCIOBIIEH 3a00J€BaHUEM KOCTOYEK CPEIHEro yxa. DKcipec-
CUBHOCTh IpHU3HaKa (CTENEHb MOTEPU CIyXa) 3aBUCUT OT PACIOJNIOKEHHUSI 04aroB
nopaxenusi. HacinenoBanue ayTocCOMHO-IOMUHAHTHOE C TEHETPAHTHOCTHIO 30%.

llapacemogpurus — onna u3 GopM HECBEPTHIBAEMOCTH KPOBH, OOYCIIOB-
JIEHHass HEJOCTAaTKOM ITpOaKceJiepuHa. XapaKTepU3yeTcsl CUIbHBIMU KpPOBOTE-
YEHUSAMHU MIPU MEJIKUX TPaBMax, CKIOHHOCTSIMU K KOYKHBIM U HOCOBBIM KPOBOTE-
yeHnsM. Hacnenyercs kak ayTOCOMHO-PELIECCUBHBIN MTPU3HAK.

Ilenveeposckas anomanus 00yCIOBIEHA HAPYIIEHUEM CO3PEBaHUs CErMEH-
TOSIIEPHBIX HEUTPOPHIIOB. Y TOMO3HUIOT CETMEHTAIUSA SIEP OTCYTCTBYET, y TeTe-
pO3UrOT cerMeHrtanus HeoObuHas. Hacnemyercsi kak ayTOCOMHO-TOMUHAHTHBIN
MIPU3HAK C HETIOJHBIM JOMUHUPOBAHUEM.

llenmo3sypus sccenyuanvuas XapakTepu3yeTcsl BbIICIEHUEM C MOYOM MeH-
To3a-L-kcuinyno3el. Knunnyecku He nposiBisgercs. Hacnenyercs no ayTocoMHo-
PELECCUBHOMY THITY.

Tluemenmuolii pemunum XapaKTepU3yeTcs MPOTPECCUPYIOIIUM CYKEHUEM
MoJIsE 3pEHUs, YTO MPUBOIAUT K YCUJIMBAIOIIEWCS HOYHOM Ciernore, a 3aTeM K
noJiHoM motepe 3peHus. CyliecTByeT psll HacleJCTBEHHbIX (opM, mepenaro-
IIUXCSl TI0 AyTOCOMHO-AOMUHAHTHOMY, ayTOCOMHO-PELECCUBHOMY THUIy M Kak
PELIECCUBHBIN MPU3HAK, CUETUIEHHBIN C ITOJIOM.
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Ilooazpa obGycroBiieHa HapylIeHUEM 0OOMEHa MOYEBOM KHUCIIOThI, B pe3yJibTa-
T€ YEro KOHIICHTpAlMsl €€ B OpraHu3Me MoBbllieHa. [[poucxoaut otioxkeHue ypa-
TOB B Pa3IMUHBIX TKAHAX C 00pa30BaHHEM MOYEUHBIX KamHed. KnuHuueckas kap-
THHA BbIpakeHa He Bcerna. [lepenaercs kak ayTOCOMHO-IOMUHAHTHBIN MMPU3HAK C
NEHETPaHTHOCTHIO 20% Y MY>KUMH U MOYTH MOJIHBIM HE MPOSBIICHUEM Y KEHIIHH.

Honuoakmunua — 1wmectunanoctb. CTeNeHb BBIPAXKEHHOCTH MPHU3HAKA
MOXKET CWIbHO BapbupoBaTh. lllecTh manbiieB MOXKET ObITh Ha BCEX KOHEYHO-
CTSIX WJIM TOJIbKO Ha OJIHOM, IBYX, TpeX. MHoraa ObiBaeT mo cempb najibles. Ha-
CJIelyeTcsl 0 Ay TOCOMHO-JOMHHAHTHOMY THUITY.

Paxum, pe3uctentHblii k BuTamMuHy D (docdar-guader). Knunuueckas
KapTUHA CXOJIHA C PaXUTOM. XapaKTEPHO HCKPUBJICHUE JJIMHHBIX TPYOUYaThIX
KOCTEH, TOJICHOCTOIIHBIE U KOJIEHHBIE CyCTaBbl AepopMupoBansl. [Ipu orcyrcrt-
BUU JICUEHUS JETH YTPAuUBAIOT CHOCOOHOCTHh XOIUTh. OTMEdaeTcsi HEOOBIYHO
HU3Kasi KOHIIEHTpalusi Heopranudeckoro ¢ocdopa B kpoBu. Hacnemyercs mo
JOMUHAHTHOMY THUITY, CLIETNIEHHOMY C IOJIOM.

Pe3yc-gpakmop — oiuH U3 MHOXKECTBA aHTUTEHHBIX OEITKOB KPOBH (CM. TPYTI-
bl KpOBH). Pe3yc-nonoKuTebHOCTh JOMUHUPYET HaJl Pe3yC-OTPUIATEIbHOCTBIO.
OpHako psil UCCIEOBAHMM MOKA3bIBAET, UTO Pe3yC-PaKTop ONpeAesieTcs psioM
TECHO CLETJIEHHBIX F€HOB, YTO 00YCIIOBIMBAET OOJIBIIOE Pa3HOOOpa3ue BApUaHTOB
pe3yc-HECOBMECTUMOCTH. B ¢BsA3M € TeM, 4TO HE BCe MOAPOOHOCTH HACIIECAOBAHUS
pe3yc-(akTopa BhISICHEHBI, 33/1a41 OTPaHUYCHBI IPOCTEHIIIMM BapUAHTOM.

Pemunobracmoma — 3m0KayecTBEHHAs OIyXOJb IJ1a3a, CBA3aHHAs C HEPB-
HBIMU 3JIeMEHTaMM ceTdyaTku. HaunHaeTcs, kak mpaBuiio, B BO3pacTe A0 3 JIET,
0eCCUMIITOMHO U TOCTENEHHO MPHUBOIUT K motepe 3penus. [Ipu HecBoeBpe-
MEHHOM JIEYEHUH MOXXET IMPUBECTH K cMepTu. Hacnemyercs mo ayTOCOMHO-
JTOMHUHAHTHOMY THUITY C MEHETPAHTHOCTHIO 0KOJI0 60%. I[lopaxaercs oauH unu
00a riaza. /[Byxcroponsnee nopaxenue Bcrpedaetcs y 50% OOIbHBIX.

Cepnosuonoxnemounas anemusi (CM. aHEMUS ).

Cunoakmunus — cpaiieHue nanplieB. CTeneHb BBIPAKEHHOCTU MpPHU3HAKA
BapbupyeT. Hacneayercs o ayToCOMHO-JOMUHAHTHOMY THITY.

CunOpomM — KOMIUIEKC CUMIITOMOB, CBSI3AHHBIX €IMHCTBOM IPOMCXOXK]IE-
Hus. B GonbIMHCTBE cilydyaeB 3TO 0OYCIOBIEHO MIEHOTPONHBIM IEUCTBUEM I'e-
Ha. lHOr/1a MEHETPaHTHOCTh (CTeNeHb MPOOMBAEMOCTH I'eHa B MPHU3HAK) U IKC-
IIPECCUBHOCTH (CTEMEHb BBHIPAKEHHOCTH HACJEICTBEHHO-00YCIOBIEHHOTO MpH-
3HaKa), COCTaBIISIOLIME CUHIPOM CHMITOMOB, pa3inuuHbl. Hanpumep, npu cuH-
npome Ban nep XeBe mouTH Bcera BhIPAKEH MPU3HAK TOJIyOOM CKIIEpHI, a MPH-
3HAKU XPYIKOCTH KOCTEH U TIIyXOThI MPOSIBISAIOTCA TpuMepHo B 60% cityuaes.

Cunopom Jlewa-Huxana (HacieqCTBEHHbIE AedeKTbl 0OMEHa MypUHOB U
nupumuanHoB). Cunnpom Jlema-Huxana o0yciioBieH HEIOCTATOUYHOCTBIO dep-
MeHTa rurnokcaHTuH-pochopudozmnrpancdepasblr (I'ODT), KoTOPHIA KaTaIH-
3UpYET NMPUCOECAUHEHHE CBOOOIHBIX MyPUHOBBIX OCHOBAHMM (TyaHHWHA U THUIIOK-
caHTHUHA) K HyKIeoTtuaaM. Cunapom Berpedaetcs peako (1:300000 poxaenuii);
THII HACJIE€0BaHUS — X-CIEIUICHHBIN PELIECCUBHBIMN.
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[Ipu Hepoctatounoctu pepmenTa ['ODT KOHEUHBIM MPOAYKTOM IpEBpa-
IIICHUS IIyPUHOBBIX OCHOBAHUH SIBISETCS MOYEBask KUCIIOTA.

Cunopom hpazuanvroti (nomxoti) X-xpomocomsi. 3a00eBaHUE XapaKTePU3yeT-
Csl yMEPEHHOM WJIH TITyOOKOW YMCTBEHHOM OTCTAJIOCTHIO U PSIOM (PU3UUECKUX TTOPO-
KOB pa3BUTHSA (OOJBIIIE OTTONBIPEHHBIE YIITHBIE PAKOBHHBI, BBICTYTIAIOIINE YESTTFOCTH,
BBIITYKJIBIH J100). YactoTa BcTpeuaemocty 1:2000 HOBOPOXKICHHBIX MaTbYHKOB.

Cnenoma — TepMuH, 0003HAYAIOIINMNA, TIO CYLIECTBY, PE3ylIbTaT MHOTUX U
pa3HO00pa3HbIX 3a00JiIeBaHMI T1a3 (CM. reMepayionus, IiayKoMma, KaTapakTa,
NanbTOHU3M). P 3a0osieBanuii riia3, BeAylnux K CJIENnoTe, Hacleayercs Mo ay-
TOCOMHO-PELIECCUBHOMY THUITY.

Cnnienomezanusi — cOOMpATEIbHBIM TEPMUH, 0003HAYAIOIINI MPEUMyILIe-
CTBEHHO XPOHUYECKOE YBEIIMYEHHUE CEJIEe3E€HKH, OOYCIOBICHHOE pa3InYHBIMU
npuuuHaMu (JIeKo3). DTHOJOTUS M MEXaHM3M pa3BUTHUS psjia 3a00JIeBaHUIA,
CONPOBOKIAOIINXCS CIIJIEHOMET AN, OKOHYATENBHO HE BBISICHEHBI.

Cohuneonunudo3zvt NPEACTABISIIOT co00N O0JE3HU HAKOIIEHUSI CHUHIOIH-
NUJI0B (OJHOM W3 Pa3HOBUIHOCTEW TITIMKOJMIIUIIOB), OOYCIIOBJICHHBIE ae(eKTaMu
(epMeHTOB, KaTATM3UPYIOIIUX UX pacllerieHne. Jta 00Jie3Hb BCTPEUACTCsl PENIKO
(1:3000000) 3a uckmroueHreM oHOM Oone3an — Tes-Cakca, koTopas HaOIFOIaeTCsI
NPEUMYILECTBEHHO CpPEIM €BPEEB-alllKeHa3H (BOCTOYHO-EBPONEHCKHE) C 4YacTOTOM
1:5000 HOBOpOXKAEHHBIX. Bee cPUHronMImmmIo3sl UMEOT ayTOCOMHO-PELIECCUBHBIN
THIl HACJICOBAHUS, 3HAYUTEIIbHO PEXKE — CLEILUIEHHBIN ¢ X-XpPOMOCOMOM.

Ceuneonunuosi ABIAIOTCS BAXHEHUIIMMHU CTPYKTYPHBIMU KOMIIOHEHTaMU
MeMOpaH KJIETOK, B YACTHOCTU MHUEIMHOBBIX 000JI0YE€K HEPBHBIX BOJOKOH, IO-
3TOMY IpPHU HapyLUIEHUU UX OOMEHa MOopa)kaeTcsi OOJIbIIMHCTBO KU3HEHHO BaXK-
HBIX OpPraHOB, B TOM YHUCJIE CEpOe U 0eJI0€ BEIIeCTBO MOJIOBHOTO MO3ra.

Tanaccemus (cM. aHEMUSA).

@Dankonu cunopom. B HacTosiliee BpeMs paziuyaroT ceMb (OPM ITOTO
cunapoma. OnmceiBaemas popma — Dankonu-Ansoeprunu-lLlensBeiirepa (ce-
MEWHBIA ITMCTUHOBBIA JUA0CT, aMUHOKHUCIIOTHBIN 1rabeT, IMCTHHO3 HacleyeT-
Csl [0 ayTOCOMHO-peLiecCUBHOMY THIy). CBsI3aH ¢ HapyleHHeM 0OMeHa 1IUCTHU-
Ha, KPUCTAJIbl KOTOPOTO OTKJIAABIBAIOTCS B TKaHAX. BO3HMKAIOT HApyIIEHHS B
NEeATENbHOCTH MOYEYHBIX KAHAJIBLEB C MX JIEr€HEPALUEH, POUCXOIAT PaxXUTo-
10/100HBIE U3MEHEHHUS B KOCTSAX M Pa3BUBAETCS KOMIUIEKC JPYTUX CUMIITOMOB.
CMepTh HACTYNAET OT CEPICUYHOM U MOYEYHON HEAOCTATOYHOCTH.

Denunkemonypusi CBsI3aHa C OTCYTCTBHEM (epMeHTa (PeHUITaTaHUHTUAPOK-
CHUJIa3bl, MpeBpallaoero (eHwIalaHuH B TUPO3UH. B pe3ynbraTe HapyleHus B
KPOBH PE3KO MOBBIIIEHO CojiepxkaHne (heHUIaIaHnHa, HO YMEHBIIIEHO CO/Iep)KaHue
Tupo3uHa. DeHusalaHUH TpeBpalaeTcss B (EHWIMUPOBUHOTPAIHYIO KHUCIOTY,
BBIJICJISIIONIYIOCS ¢ MOYOM. Pa3BuBaercs cinaboymmue — CIEICTBUE MOPAKEHUS
LEHTpaJIbHOW HEpBHOM cucteMsl. [lepeBoj MilazieHia Ha AUETy, JIMIIEHHYIO (peHu-
JajlaHuHa, MpeaynpexIaeT pa3Butue 3adoneBanus. Hacnemnyercs mo ayrocoMHo-
peueccuBHoMy THiry. Hactora — 1:6000—-10000. Hactota B benapycu — 1:6000.
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@pyxkmo3sypus umeet aBe ¢opmbl. OnHa U3 GopMm CBsi3aHa ¢ HEJAOCTATOU-
HOCTBIO (pepMeHTa (DPYKTOKHWHA3BI TIEYCHH W COIMPOBOXKIACTCS TOBBIMICHHBIM
BbIIEJICHHEM (PPYKTO3bl B MOYE€ TMPHU OTCYTCTBUU KIMHHUYECKH BBIPAKEHHBIX
CUMIITOMOB. AyTOCOMHO-PELIECCUBHOE HacieoBaHue. YacTtora aHOManuu —
7:1000000. Bropast opma BbI3BaHa HEAOCTATOYHOCTHIO psiga (HepMEHTOB meue-
HU, MMOYEK U CIU3UCTON 000JIOUKU KUIIIEUHUKA. B pe3ynbrare B KpOBU U TKAHSIX
HaKarMBaeTcst GpyKTo3a U MPOAYKTHI €€ 0OMEHa, YTO BEJET K psAAy HApYIICHUi, B
TOM YHCJIE K TOPMOXKEHHUIO (PU3NYECKOr0 M YMCTBEHHOro pa3Butus. Ilpu pannein
JIMArHOCTUKE M PAaHHEM JIUETHYECKOM JICYEHUH BO3MOXKHO IPENOTBPAIICHUE Ts-
KeJbIX nocyencTBuil. Hacnenyercs Takke 1o ayTOCOMHO-PELIECCUBHOMY THUITY, HE
CLIEIIJICHA ¢ MpeabIayie Gopmoit PpyKTo3ypuu.

Llucmunypus XapakTepu3yeTcsl MOBBIILIEHHBIM COAEPKAHUEM B MOYE LIUC-
THHA U HEKOTOPBIX JIPYTUX aMUHOKUCIOT. OOBIYHO MPOTEKAaeT OECCUMIITOMHO Y
reTepo3UroT, y roMO3Uror oOpa3yrorcs IIMCTUHOBBIE KaMHM B moykax. Hacne-
JIOBaHUE ayTOCOMHO-PELIECCUBHOIO TUIIA.

Hucmunos (cMm. @aHKOHU CUHIPOM).

Yepenno-nuyesoti ouzocmo3 — TPYIIA CKEIETHBIX aHOMAJIMK (TJIaBHBIM 00pa-
30M Yepera): YeperHble IBbI 3aPacTat0T PaHo, OOJBILION POTHUIOK JAOJTO HE 3apacTa-
er. Hacnenyercs kak ayTOCOMHO-ZIOMUHAHTHBIA PU3HAK € IEHETPAHTHOCTHIO 50%.

LIuzogpenus — Tpynmna NCUXUYECKUX 3a00JEBaHUMA, PA3TUYAIONINXCS TI0
XapakTepy MPOSBICHUSI W TEUEHHUs, TaK U IO TUIy HacleJ0BaHUs. DKCIPECCUB-
HOCTh paznuyHa. Hexoropelie (hopMbl HacIeayOTCS 1O ayTOCOMHO-PELIECCUBHOMY
TUITy, HEKOTOPble — IO ayTOCOMHO-IOMHUHAHTHOMY. lleHeTpaHTHOCTh TeHa
pasznuyHa, BUJIMMO, KaK y pa3HbIx (popM mu30(ppeHnn, Tak U B 3aBUCUMOCTH OT
rOMO- WUJIM TETEPO3UTOTHOCTH OpraHU3Ma.

dnrunmoyumo3 XapakTepusyercss U3BMeHeHHeM (OpMbl 3HAYUTEIILHON Yac-
TH SPUTPOILUTOB: OHU MPUOOPETAIOT OBaNIbHYIO dopMy. B psne ciayuaeB oTme-
YyeHa aHOMaiMs 0e3 MaTOJOTHYECCKUX M3MCHEHUH HWIIM C JISTKOW aHEeMHEH B Tep-
BbI€ MECALIbI ’KU3HU. B TOMO3UTOTHOM COCTOSIHUM, BUIUMO, PA3BUBAETCS TsKe-
Jasi reMouTH4eckasi anemus. HacinenoBanue — ayTOCOMHO-JIOMHUHAHTHOE.

Inuodepmonus 6yane3Hvill 8POAHCOEHHbIU HACIETYETCS TI0 ayTOCOMHO-IOMU-
HAaHTHOMY U ayTOCOMHO-PELECCUBHOMY THUITY. 3a00JI€BAHNE HAYMHAET MTPOSIBIISATHCS
B PaHHEM JIETCKOM BO3pacTe M XapaKTEepHU3yeTcs 0Opa30BaHUEM ITy3bIpel Ha roJie-
HSIX, B 00JIACTH KOJICHHBIX M JIOKTEBBIX CycTaBoB. OOpa30BaHHUIO ITy3bIpeil OOBIYHO
IpeAIEeCcTBYIOT MexaHnyeckue TpaBMbl. O0a mosa 00JICI0T OJJUHAKOBO YacTo.

XPOMOCOMHBIE BOJIE3HU YEJIOBEKA
(onucanue 3a601eBaHUi)

XpPOMOCOMHBIMH 0O0JIE3HSIMH (XPOMOCOMHBIMU CHHIPOMAaMHU) Ha3bIBAIOT
KOMIIJIEKCHI MHOKECTBEHHBIX BPOKJIEHHBIX IMOPOKOB Pa3BUTHS, BbI3bIBAEMBIX
YUCJIOBBIMU (T€HOMHBIE MYTAllMM) WM CTPYKTYPHBIMU (XpOMOCOMHBIE abeppa-
M1 ) U3MEHEHUSMH XPOMOCOM, BUAUMBIMHU B CBETOBON MUKPOCKOII.
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Kinunyecku Bce XpoOMOCOMHBIE 00JIE3HU TIPOSBIISIOTCS:

1. HapyuieHuem MHTEIEKTYalbHOTO PA3BUTHA.

2. MHOXXEeCTBEHHBIMH BpPOKJICHHBIMU TTOpokamu. Hanbornee yacto y yeno-
BEKa BCTpevaroTcst Tpucomuu o 13-i, 18-it u 21-i1 mape xpomocom.

TPUCOMUHU (AYTOCOMHBIE)

Cunopom Ilamay (cunapom Tpucomuu 13) BcTpeuaercs ¢ 4acTOTOM —
1:6000. Mmerorcs nBa nuTOreHETHYECKUX BapuanTa cunapoma [laray: nmpocras
TPUCOMHMSI U1 pOOEPTCOHOBCKAsI TPAHCIOKALIHS.

Jletu ¢ cunapomom Ilaray poxknarorcst ¢ Maccoid Tena Huxe HopMbl (2500 r).
VY Hux HaOnoAarTcsd yMepeHHas MHUKpoledanus, HapyUuleHUEe pa3BUTHS pas-
auyHbeIX otaenoB [THC, Hu3kuil CKOIIEHHBIN 100, CyKEHHBbIE TJIa3HbIE IIETH,
PACCTOSIHME MEXAY KOTOPBIMU YMEHBIIEHO, MUKPO(TATbMHUSI, TOMYTHEHUE PO-
TOBHIIbI, 3alaBIIEE MEPEHOChE, IIMPOKOE OCHOBAHME HOCA, AE(POPMUPOBAHHBIC
yIIHbIE PaKOBUHBI, pacileinHa BepXHeW TryObl v HeOa, MONUAAKTHIMS, (IieK-
COpHOE MOJIOKEHUE KUcTel, KopoTkas mes. Y 80% HOBOpPOXIEHHBIX BCTpeda-
IOTCSI TIOPOKW pa3BuThs cepana. Habmromarorcs GuOpPOKHCTO3HBIE W3MEHEHUS
MOKETYIOYHOMN JKeJle3bl, 100aBOYHbIE Cele3eHKHU. [10UKku yBeIMYnHbI, UMEIOT
HOBBIILIEHHYO J10JIbYAaTOCTh U KUCTHI B KOPKOBOM CJIO€. Y MUPAIOT B BO3PACTE JI0
rona (98%), octaBuiuecs B )KMBBIX CTPAIAtOT MOJIHBIM UAUOTU3MOM.

Cunopom D0sapca (cunapoM Tprucomuu 18) BcTpeuaeTcst ¢ 4aCTOTOU MpH-
MepHo 1:7000. [etu ¢ Tpucomuei 18 yaiie poxaarOTCs y MOXKHUIBIX MaTepeil.
Jlnist s)xeHuuH ctapie 45 JeT puck poauTs 0onbHOro pedenka coctaniset 0,7%.

[{uTorenernvecku CUHAPOM DABapica MPeICTaBlIeH MPOCTO Tpucomuen 18.
VY neBouek BCTpeyaeTcsl 3HAYUTENbHO Yallle, YeM Y MaJIbYMKOB, YTO CBSI3aHO, BO3-
MO’KHO, C OOJIbIIEH KM3HECTOMKOCTBIO )KEHCKOI0 opranusma. Jletn ¢ Tpucomueit
POXKIAIOTCS ¢ HU3KKUM BecoM (B cpeHeM 2177 T), XOTs CpOKH OepeMEHHOCTH HOP-
MaJIbHbIE WJIM MPEBBIIAIOT HOpMY. DEHOTUIUYECKH MPOSBICHUE CHUHIpoMa OJI-
Bapjica MHOrooOpasHel. Hanbosee 4acto oTMeuaroTcs aHOMaJIlKi MO3TOBOTO U JIU-
1eBoro otaenoB yuepena. ['pyauna kopotkas. B 80% ciydaeB Habmiogaercs aHo-
MaJIbHOE pa3BUTHE CTOMbBl. M3 nedeKkToB BHYTPEHHHX OpPraHoB HamOOJEe YacTo
OTMEYAIOTCA MOPOKHU CEePLla U KPYIHBIX COCYI0B. Y BCEX OOJBHBIX HAOIIOJAI0TCS
TUIOIUIA3Us MO3KEUYKa U MO30JIUCTOro Tena. IIpoaomKuTenbHOCTh JKU3HU HEBe-
mka: 60% nereil ymuparoT B BO3pacTe J0 3 MECSIIEB, 10 rojia J0KUBAET JIUIIb
OJINH PEOCHOK M3 JIECSITH; OCTABIINECS B )KUBBIX — TITyOOKHE OJTUTO(PEHBI.

Cunopom /layna (cunapom Tpucomuu 21) — camas yactas popma Xpomo-
coMHOM marosnoruu y yenoneka (1:750). JIoCTOBEpHO YCTaHOBJIEHO, YTO JETH C
cuHApoMoM /JlayHa yanie pokIaroTcs y NOKUIBbIX poaurene. Eciau Bo3pact mare-
pu 41-46 net, TO BEpOSTHOCTH POXKACHUS O0IBHOTO pedeHka Bo3pactaert 10 4,1%.

[{utorenernyecku cuHapoMm JlayHa mpeacTaBiieH MpocToil Tpucomuent (94%
CITy4aeB), TPAHCIOKAIMOHHOM (pOpMOil Uit MO3auII3MOM (4 11 2% COOTBETCTBEHHO).

22



Macca HOBOpOXJ€HHBIX C cuHapomom Jlayna B cpeanem 3167 r. [usa
OOJIBHBIX XapaKTEPHBI TOJIOBA OKPYTIION (DOPMBI C YILIONMIEHHBIM 3aTBLUIKOM, Y3-
KHH JI00, IMHUPOKOE, TIIOCKOE JIMIO. TUIMMYHBIA SMUKAHT, 3alaBiias CIIMHKA HO-
ca, KOCOM pa3pe3 TJIa3HbIX IIeNieid (MOHTOJIOMIHBIN), TOJICThIE TYOBI, YTOJIICH-
HBIA SI3BIK C TIIYyOOKMMHU OOpO3/JaMH, BBICTYMAIONINN W30 pPTa, MaJeHbKHE, OK-
pyrioi GopMbI, HU3KO PaCIOIOKCHHBIC YIITHBIC PAKOBHHBI CO CBHCAIOIINM 3a-
BUTKOM, HEJIOPA3BUTAsi BEPXHSS YENIOCTh, BBICOKOE HEOO, HEMPABUIBHBIA POCT
3y00B, KOpoTKas 1miesi. M3 mopokoB BHYTPEHHUX OpPraHOB Hau0oJiee THUITUYHBI
ne(dEKThI CeplIeYHO-COCYIUCTOM CUCTEMbI U OPTaHOB MUIIEBapeHUs. XapaKTep-
Ha YMCTBEHHAsI OTCTAJIOCTh, MPEUMYUIECTBEHHO UMOeUUIbHOCTh (65-90%); ne-
OWIBHOCTh M UJIUOTHUS TUATHOCTUPYIOTCS MPUMEPHO B PABHOM COOTHOIIECHUH.
Cpeansisi IpoJOJDKUTEIBHOCTD KU3HU HIDKE (36 JIeT), yeM B MOMYJISLIUH.

YACTUYHBIE TPUCOMHUHU (AYTOCOMHBIE)

Cunopom mpucomuu 1o KOPOTKOMY Tuiedy 9-if xpomocombl HanboJiee yac-
Tasi (hopma yactuuHbix Tpucomuil. Yacrora — 1:100000. [yt OOMbHBIX XapakTep-
HBbI YMCTBEHHAsI OTCTAJIOCTb, 33JIEp’KKa POCTa, MUKpoIliedasvsi, aHTAMOHT OJIOWTHBII
pa3pe3 TasHbIX IIeeH, TITyO00KO MOCaKEHHBIE Ti1a3a, OIYyIIEHHBIC YTOJIKH PTa, HOC
C XapaKTEPHBIM OKPYTJIBIM KOHYMKOM, HU3KO PACIOI0KEHHBIE OTTONBIPEHHBIC YIII-
HbIC PAKOBHHBI, HEIOPA3BUTHE HOI'TEH M JTUCTATLHBIX (pajlaHr mablieB pyK. Yacto
HAOJTIOIACTCSl BBICTYIAOIINE JIOOHBIC KOCTH, TIOBBIIIICHHAST OOBOJIOIICHHOCTD, TISAT-
Ha [BeTa «KOod)e ¢ MOJIOKOM» Ha KOXKEe, SITUKAHT, KOCOTJIa31e, BEICOKOE Tyrooopas-
HOe He0O, KOPOTKas IIIesi, CKOJIMO03, YaCTUYHAS CHHIIAKTHIINS TajbieB crorl. [lpu-
MEpHO B YETBEPTHU CIIy4aeB OOHAPYKUBAIOTCS BPOXKICHHBIC TIOPOKH CEP/IIIA.

[IporHo3 jyist )KM3HU CPABHUTEIHHO OJArOMPHUSTHBIA, — OIMHUCAHBI OOJIb-
HBIC, TOCTHUTIITHE TIPEKIOHHOTO BO3pacTa.

YACTUYHBIE MOHOCOMHH

Cunopom Bonvgha-Xupuwixopra (4p-) 00yCIIOBIICH Jienenuel KOPOTKOro Iieya
xpoMmocoMsl 4. [TonymsiinonHast yactora 3adosneanus okojo 1:100000.

JleTn ¢ 3TUM CHHIPOMOM OOBIYHO POXKIAIOTCS Y MOJIOJIBIX POJIUTENEH, 10-
HOIIIEHHBIE, HO CO 3HAYUTEIIBHO CHUKEHHBIM BecoM (0koio 2000 r). Jlimsa Takux
JIeTel XapakTepHa pe3kasi 3a7ep’kKka (PU3MUECKOro W IMCUXOMOTOPHOTO pa3BH-
TUsA. Y HUX HAOII0/IaeTCsd YMEPEHHO BBIpOKEHHAs] MUKpoIledanus, KIFOBOBU/I-
HBI HOC, BBICTYIMAIOIIEEe HAINEPEHOChE, AePOPMUPOBAHHBIE HU3KO PaCIOIO-
YKEHHbIC YIIIHbIC PAKOBUHbBI, BEPTUKAIbHBIE CKJIAJKU KOXKHU BIEPEAH YUIHBIX pa-
KOBUH, TUIIOTOHUS MBI, 3HAYUTEIIbHOE CHI)KEHUE PEAKIMU Ha BHEIIHUE pa3-
JTpakeHUs, CyI0pPOKHbIC MpUnagku. OTMEHaroTCS TaKXe paclleIuHbl BEpXHEH
ryosl u Heba, Aedopmanu CTOM, aHOMAJIMU TJIa3HBIX S0JIOK, SMUKAHT U Ma-
JICHBKUH C OMYIICHHBIMU yTroiKaMu. M3 BHyTpEeHHUX OpraHOB 4Yallle mopa)kaeTcs
cepate (MOPOKU Pa3BUTHSA), IPUMEPHO B MOJIOBUHE CIIy4aeB — IMOYKH (THIO-
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TUIA3Us1 U KUCTHI). BOJBIIMHCTBO A€Tel ¢ CHHAPOMOM 4p- YMUPAET HA MIEPBOM IOy
KU3HU. MaKCUMaJIbHO U3BECTHBIM BO3PACT MALIMEHTA C 3TUM CUHIAPOMOM — 25 JIeT.

CuHAPOM «KOIIAaYbero Kpukay (Sp-) 00ycIoBIIeH Aeennueil KOPOTKOro rieya
5-it xpomocowmsbl. [TonynsunonHas yactora cunapoma — npumepso 1:45000.

Jlisi maHHOTO CHHIpOMa Hambojee XapaKTepHBI: crenu(UUecKuii Tuiad,
HAITOMUHAIONUH KOIIa4be MAYKaHbE, TYHOOOPa3HOE JIUI0, MBIIICYHAS THIIOTO-
HUS, YMCTBEHHOE M (PM3WYECKOE HEJOpa3BUTHE, MUKpoledanus, HU3KO pacro-
JIO’)KEHHBIEC, MHOTJIa 1Ie(POPMUPOBAHHBIC YIIIHBIE PAKOBUHBI, SIMIMKAHT, aHTUMOH-
TOJIOWIHBIN pa3pe3 TIa3HbIX IIenel, kocoriasue. MHorna Habmo1aloTes aHoMa-
aun 1ia3 (atpodus 3pUTENHHOrO0 HEpBa, OYardk JACHUTMEHTAllUM CETYaTKH).
Haunbonee mocToOssHHBIA MPU3HAK CUHAPOMA «KOIIAYUN KPUK» OOYCJIOBIICH H3-
MEHEHHUSMH TOPTaHU: CY>KEHHE, MSTKOCTh XPSIIe, OTEUHOCThIO WM HEOOBIY-
HOM CKJIQA4aTOCTBhIO CIM3UCTOW, YMEHBIIEHHWEM HaJropTaHHuKa. M3MeHnenus
JIPYTUX OPTaHOB U CUCTEM Hecnelnr(pUUHBbI.

[Tpo0KUTENTBHOCTh KU3HU 3HAYUTEIbHO CHUIKEHA, TOJIBKO OKojJo 14%
O0JIBHBIX TIEpeXUBaIOT Bo3pacT 10 jerT.

Cunopom Opbenu (13q-) oOycroBieH Aenenueit JUIMHHOTO meda 13-if xpo-
MOCOMBI.

[TonynsimoHHas 4acToTa CUHAPOMA HE yCTaHOBJEHA. [leTh ¢ cCuHApOMOM
OpOenu poxaarorcs ¢ HU3KUM BecoM (2200 r). KnnmHuYecku CHHIPOM COIpo-
BOXJIAETCS aHOMAJIMSIMU PA3BUTHUSI BCEX CHUCTEM OPraHOB. XapaKTEpPHbI MUKPO-
nedannu, OTCyTCTBUE HOCOBOW BBIPE3KU (JI0OO HEMOCPEACTBEHHO MEPEXOJIUT B
HOC), SMIUKAHT, aHTUMOHTOJIOUIHBIN pa3pe3 riia3, MUpoKas CIMHKA HOCA, BBICO-
Koe He0O0, HU3KO PacCIOJIOKEHHbIC Ne(OpMUpPOBAHHBIC YIIHBIE pakOBUHBI. OT-
MEYaroTCs MopakeHue ria3 (MUKpodTambMusi, HHOTAAa aHOPTAIbMUS, KOCOTJIa-
3He, KaTapakTa, peTHHOOJIacToOMa), OTMIOPHO-BUTATEIHHOIO anmnapara (KOpoTKast
1iesi, TUI0- WIK arla3us NepBOro Majiblia KUCTU U MSTOYHOM KOCTH, CUHIAKTH-
JIMU KUCTEW W CTON), aTPE3UH MPSIMOM KUIIKH U 3aJHENPOXOJHOTO OTBEPCTHSI.
YacTel MOPOKM pa3BUTHS CEpAla, MOYEK, TOJOBHOrO Mo3ra. s Bcex nerei ¢
TUM CHHJIPOMOM XapaKTepHa TIIyOOoKasi oIurodpeHus, BO3MOKHBI TOTEPU CO3-
HAHUS, CyIOPOTH. BOJIBIIMHCTBO OOJMBHBIX MOTHOAIOT HA TIEPBOM TOJTY JKH3HHU.

CUHAPOMBI C YNCJIOBBIMU AHOMAJIMSAMHAU
IHOJIOBBIX XPOMOCOM

Cunopom Lllepewescrozo-Teprnepa.

OCHOBOI pa3BUTHS 3TOr0 3a00J€BaHUsS CIYKUT HAPYLIEHUE PACXOXKICHUS
IIOJIOBBIX XPOMOCOM. THITMYHBIE KIIMHWYECKUE IPOSIBIICHUS CBSI3BIBAIOT C KapHO-
oM 45 XO. IIpu 3ToM cHHIpPOME BO3MOKHBI Pa3IM4HbIE BAPUAHTHI MO3AULIU3-
Ma (45X0M6XY; 45X047XXX). Yacrora poxxaeHust 6oapHBIX — 1:3000.

Macca tena nereii npu pokACHUU CHUXKEHA, OTMeUYaeTcs JIMM(paTUIeCKun
OTEK CTOII, 'OJICHEU, KUCTEH PYK, HU3KUKM POCT BOJIOC Ha liiee. XapaKTepHOU sIB-
JSIeTCSl KPBUIOBUIHAS CKJIaJKa Ha OOKOBOW MOBEPXHOCTU 1Ieu. B Teuenue mnep-
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BOT'O I'0/Ia KU3HU PEOCHOK IUIOXO HaOWpaeT JUIMHY Tejla. AHOMAJIUU Pa3BUTHS
CKeJIeTa C BO3PAaCTOM CTAaHOBSITCS 00Jiee 3aMETHBIMH: KOPOTKAs IIesi, IUPOKast U
KOpOTKas rpyJHas KJIETKa, TPyAWHA 4acTo AedOopMUpPOBaHA, U30BITOYHOE pa3-
rubaHue JOKTEBBIX M KOJICHHBIX CYCTaBOB, YKOpOUeHHE 4-T0 U 5-T0 MajbIeB HA
pykax. Ha koxxe umeeTcs MHOKECTBO MUTMEHTHBIX MATEH, BUTUIUTO. BhIsSBiIs-
€TCsl CBOeOOpa3Hasi CTPYKTypa JIMlla: MUKPOTHATHSI, [ITO3, AMUKAHT, HU3KOPACIO-
JIOKEHHBIC W 1e(POPMUPOBAHHBIC YIITHBIC PAKOBUHBI, BBICOKOE TBEpIoe HeOo. Y
TaKUX OOJIbHBIX MOKHO BBISIBUTH KOCOTIJIa3We, KaTapakTy, HapYyIICHUE 1IBETOBBIX
BocpusaTuil. OTMe4aeTcsi CKIIOHHOCTh K 3a00J1€BaHUSM HOCOTJIOTKH, OTUTY.

B nepuos mosioBoro co3peBaHusi He TOSIBISIFOTCS BTOPUYHbBIC TTOJIOBBIE MPH-
3Haku. becriogHbl. Beinenenue sctporeHoB cHuxkeHo B 10 u Oosee pas, a mpo-
JQYKIMS TOHAAOTPONUHOB TNoBbIlIeHa (B 10—15 pa3). B OykkanbHOM snuTennu HE
HAXOJAT IMOJIOBOro XpoMaTuHa. [lcuxuyeckoe pa3BuTHe CTpaiaeT B MEHBIIIEH CTe-
neHu. CpenHsisi NpoI0JKUTEILHOCTh KU3HU TaKUX OOJIbHBIX OJIM3Ka K HOPME.

CHUHJPOM KJIAUH®EJBTEPA

Cunnpom onucan Knaitnpensrepom B 1942 1., a B 1959 r. Opla ycTaHoB-
JeHa ero xpomocomHas npupoja (47, XXVY). B OykkanbHOM cockoOe oOHapy-
xuBaroTcs Tenbla bappa (X-nmosoBoit xpomaTtuH). YactoTa BCTpe4aeMoCTH CO-
crapisieT 2:1000 HOBOPOXKIAECHHBIX MAIBYUMKOB. OTHAKO KIMHUYECKA aHOMAJIUS
IpOSIBISiETCS Mocie myOepTanTHOro nepuoaa. O0s3aTenbHbId MpU3HAK 3a00ie-
BaHUsA — runormiasus rouan. ns myxuun ¢ cunapomom Kialindenbrepa xa-
paKkTepeH BBICOKUI POCT, MPONOPLHUHU Tena eBHyXouaHble. CKeleT pa3BUTHS 110
KEHCKOMY THUIy (IUMPOKHUI Ta3, y3KHUE IUIEUH), OTMEYAeTCs] TMHEKOMAacTus M
O’KHpEHUe, cIadblii pOCT BOJIOC Ha JHIE (WM OH OTCYTCTBYET); Ha JIOOKE OTMe-
YaeTCsl POCT BOJIOC IO KEHCKOMY THITY.

YMCTBEHHOE pa3BUTHE OTCTAET U 10 HACTYIUIEHUS NIEPUOJA MOJIOBOrO pas-
BUTHS TOT MIPU3HAK SBJSIETCS BeXyluM. OHAKO BCTPEYAIOTCs JIMLA U C HOPpMaJIb-
HbIM HHTEIUIEKTOM. [ToMrMo xpomocomHoro Habopa 47, XXV MoryT ObITh JUIIa C
curapomoM Kiaiingenstepa u ¢ Habopom xpomocom 48, XXXV, 49, XXXXYV. 3a-
MEUYEHO: 4eM OOJIbIIIEe YHCIO X-XpPOMOCOM, TeM OOJIbIlIE YMCTBEHHAsh OTCTaJIOCTb,
BIUIOTh /10 UIMOTUU. VI3MeHeHne kapuoTuna MoxxeT ObiTh U B Buze 47, XYY, 48,
XXVYV. VYV 3Tux Iui moMUMO KIMHUYECKUX 4epT cuHapoma KnaitHpenbrepa B
NOBEJICHUH MOT'YT HaOIIOAATHCS arpeCCUBHOCTh, HEMOTHBHPOBAHHBIE MTOCTYTIKH.

CUHIAPOM TPUCOMUU-X

BrnepBbie cuHapoM TpucomMuu o X-xpomocome Obu1 onucad B 1959 r., xo-
rja B sipax dMUTENUS CIIU3UCTON 000JIOUKH KU OOJBbIION ObUIO0 OOHAPYKEHO
JIBa TeJbIla MOJIOBOT0 XpOMaTHHA.

Knunnyeckas kapTuHa 3TOro 3a0ojieBaHus pasHooOpa3Ha. Takue >KeHuu-
Hbl UMEIOT HEJIOPA3BUTHIC SIMUHMUKH, TUIIOIUIA3UI0 MaTkH, Oecruiogue. OmHako
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okosio 30% Takux OOJILHBIX COXPAHAIOT T€HEPATUBHYIO (YHKIIMIO U MOTYT
MMETh JIETEU. Y KEHIIUH C TPUCOMHUEU-X JTOBOJIbHO YaCTO MMEETCS HE3HAYU-
TEJIbHOE CHUKEHHE MHTEJIeKTa. OTMeueHa MOBBIICHHAs BEPOSTHOCTh Pa3BU-
THS TICMX030B: HamboJjee 4acTo oOHapyKMBaeTcs Mmu3oppeHus: ¢ HebIaromnpu-
SITHBIM TUIIOM T€UYCHUSI.

[Tpumepno y 1/3 xenmun ¢ xkapuotunom 47, XXX omucaHbl yMEPEHHO
BBIPOKCHHBIE COMAaTUUYECKHE aHOMAJIMH, BBICOKHH POCT, KH(POCKOIHO3, YKOPO-
YEHHE U UCKPUBIICHUE MU3UHIIEB HA PYKaX, YEPEIHO-JIULIEBBIC TUCTIPOTIOPIIUHU.

IIpu Terpa- u meHTaCOMHU-X XapaKTEPHBI TSHKEJIbIE HAPYIICHUS WHTEII-
JIEKTA, BBIPAKEHHBIE COMAaTUYECKUE AHOMAJINU, HEJIOPA3BUTUE TEHUTAIIHM.

2. YYUEBHO-UCCJIIEAOBATEJIBCKAS PABOTA

Pemenre cutyanMoHHBIX 33/1a4 (MpritoskeHue B) 1o cieayromum Borpocam:
e HaciencrBennnle 00JI€3HN aMUHOKHUCIIOTHOTO OOMEHA.

e Hapymienue yriesogHoro oOMeHa.

e HapymieHue cBepThIBaHHS KPOBH.

3. BOIIPOCHI AJIAA ITPOBEPKN CAMOIIOAT'OTOBKHA

1. I'pynnel Oosie3HE# ¢ HACIEICTBEHHBIMU (haKTOpaMHU.

2. OcHOBHbIE MEXaHU3MbI Pa3BUTUS F€HHBIX 00Jie3HEH OOMEeHa BEIIECTB y
YeJI0BEKa.

3. IlpuMepsl 1 MEXaHU3M Pa3BUTHUS HACIEICTBEHHBIX O0e3Hel aMUHOKKC-
JOTHOTO 0OMEHa y YeioBeKa.

4. IIpumepsl HaCIEACTBEHHBIX 0OJIE€3HEH YIIIEBOJHOTO, JIUITUIHOTO, CTEPOU/I-
HOT'0 OOMEHOB BEIIECTB; 00MEHA METAIJIOB, ITyPUHOB U MUPUMHU/IMHOB Y YEIOBEKa.

5. Mexanusmbl pa3putus uHcyiauH 3apucumoro (MU3C/ I tuna) u uncynux
He3zaBucumoro caxapuoro auabera (MHC/I 11 Tuna), ramakro3emun.

6. OCHOBHBIE CHMITTOMBI aJIJpEHON€HATAIBHOTO CHHIPOMA Y MAJIBYMKOB U IEBOYEK.

7. OcHOBHBIE cMMITTOMBI O0s1e3Hn KoHnoBanoBa-BuiibcoHa 1 reMoXpoMaTo30B.

8. Mexanusmsl pa3Butus remoduinii A u B, 6one3nu BunneOpanza.

9. Ilpumepsl HACIEACTBEHHBIX T€MOTII00MHONATHH Y YeIOBeKa.

10. OcHOBHbIE MPUHIMIBI JUATHOCTUKU, MPOGUIAKTUKU U JICUCHUS Ha-
CJIEICTBEHHBIX T€HHbIX 00Jie3HEH 0OMEHA BEIECTB.

11. IIpumepbl ayTOCOMHBIX T€TEPOIUIOUIHBIX 3a00I€BaHUI YellOBeKa.

12. IIpumepsl HacIeACTBEHHBIX 3a00J€BaHUI YeOBEKa, CBA3AHHBIX C U3-
MEHEHUEM CTPYKTYpbI, YUCJIa ayTOCOM M TpaHCJIOKauusAMHu. VX XapakrepHble
CUMIITOMBI U ITPU3HAKH.

13. TIpumepsl HACNIECTBEHHBIX 3a00JI€BAHUI YENIOBEKA, CBA3aHHBIX C N3MEHEHH-
€M YHCIIa U CTPYKTYPBbI MOJIOBBIX XPOMOCOM. VX XapakTepHbIe CUMITTOMBI U IIPU3HAKY.

14. HacnencTBeHHbIE HUTOIUIA3MAaTHYECKUE OOJIE3HH YETIOBEKA.
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HHPUJIOKEHHUE A

Knaccudukanusi reHHbIX 00J1e3Hel

Hapymienne aMUHOKHCIIOTHOTO OOMEHa

. OEHUIKETOHYPUSL.
. ATTbOUHU3M.
. AJIKanTOHYpHs.

Hapyuienus oOmMeHa yrieBoioB

. 'anakro3emus.
. Mykononucaxapuuossl.

Hapymienue oomMeHa aunuoB

. ChuUHronunua036l.
. l'unepaunonpoTenHeMusl.

Hapyuienrne oomMeHa mypuHOB M MUPUMHIUHOB

. Cunnpom Jlema-Huxana.

Hapymenne merabonm3ma METaIIIOB

. bone3nr Bunscona-Konosanosa.

Hapymenue cBepThIBarOnIed CUCTEMBI KPOBHU

. F'emoduus A.
. 'emoduius B.

I'emornmoOnHonaTHM

. CeprioBUAHO-KIJIETOYHAS AaHEMUS.
. Tamaccemus.

Hpyrue MoHOreHHbIe 3a001eBaHus (HACIeICTBEHHbIE OOJIE3HU
C HEBBISICHCHHBIM NIEPBUYHBIM OMOXUMHUYECKUM Je(HEKTOM)

. MykoBHUCUIHI03.

. AXOHIpoI1a3us.

. Muoaucrpodus romeHa.

. Cunapom ¢paruanbHOi (JIOMKO#H) X-XPOMOCOMBI.



HHPUJIOKEHUE b.

Taoauua b 1

I[OMI/IHaHTH])Ie N PECIECCUBHBIC MMPU3HAKH Y€JI0BE€KA

[Ipusnaku JloMuHaHTHBIE PenieccuBHbIC
I'naza bonpmme ManeHbkne
I[Ber rna3 Kapue I'onyOnie
Paspes rias [Ipssmon Kocoii
Tun rnas MOHTOJIONTHEIN EBponeoniuplii
OcTtpoTa 3peHus bimsopykocts HopmasibHoe
Bepxnee Beko Hagucaromiee HopmanbeHoe
SIMouka Ha niekax Ecthb Her
Ymu [IIupokue Y3kue
JnuHHBINA Kopotkuit
[TonGoponok [Ipsamoit OTCTYNAIOLINN Ha3a/
[[Inpoxunii Y3KUH U OCTPBII
Brictynaronue 3y0s! 1 yenmocti | Mimerorcst OTcyTCTBYIOT
[lens mexay pe3uamu Ectn Her

C MEJKUMU 3aBUTKAMHU

Brrommecs, BOTHUCTRIS

Bouocsr
YKECTKHE, IPSAMBIC BBIOIIMECS | IPSIMbIE, MITKHE

[Tocenenue B Bo3pacte 2571eT [Tocne 40 ner
O0ubIceHnE Y MyX4UH V JKeHIIUH
benas npsiie Hag 160M HNwmeercsa OTtcyTcTBYET
Pocr Bosioc 1o cpennen nuHun Eots Her
n0a
MoxHatbie OpoBH Ectpb Her
Hwxnss ry6a Toscrast u oTBHCaIONIAs Hopmanbhas
CrniocoOHOCTb 3arubath si3bIK Ha3a | EcTh Her
CrocoGHOCTh CBEPTHIBATH SI3BIK

. Ects Her
TpyOOuKOi
3yObl IpH POXKICHUH Nwmerotcst OTCYTCTBYIOT
Koxa Toncras Tonkas
[IBeT KOXKHU Cmyriblii beinblit
BecHymiku Ectb Her
Kuctn C 6 unu 7 manbliaMu C 5 nansmamu
[IpeoGnanaromias pyka IIpaBas JleBas
Y30pBI Ha KOKE MAJIBLEB DIUNTUYecKue [{upkynspHble
Anturenst ABO A, B 0)
I"onoc (y KeHImH) Cormpano AT
AOCOIOTHBIN My3bIKaJIbHBIN ciiyX | MImeeTcst OtcyTcTBYeT
HacnencrBennas riryxora OTCyTCTBYET Nmeetcs

29



IMPUJIOKEHUE B

3agaun

HacaencrBeHHBIE 00J1€3HM AMHUHOKHCJIOTHOIO O0OMeHa

3aoaua 1

B ponunbsHOE oTAENIEHIE HA KOHCYJIBTAIMIO K pEOCHKY BBI3BaH Bpad MeIu-
KO-T€HETHUYECKOW KOHCYJIbTAIMU. Y KEHIIMHBI 27 JIeT poauscs pedeHok (mpo-
0aHI) OT BTOPOl OEPEMEHHOCTH, JOHOIICHHBIA. Ha BTOpBIC CyTKH MOCIE POXK-
JieHus1 y peOeHKa MOSBWINCH CYJOPOKHBbIC MPUNAIKH, IAIIAECS 5—7 MHUHYT.
[Tpu ocMoOTpe meauaTpoM yCTaHOBJICHBI MOBBIIIEHHAS BO30yIMMOCTh peOeHKa,
BBICOKHMH TOHYC MBIIII, OJIETHOCTh MOKPOBOB, CHUKEHHAsT MUTMEHTAIUS pa-
Jy>KHOW 0007104KHM TJ1a3. Bpau menuko-reHeTH4ecKoW KOHCYJIbTAllud BBI3BAH B
CBSI3U C TEM, UTO MEPBBII pEOCHOK KOHCYJITUPYEMOM JKEHIIIMHBI YMEp Ha 4-i1 1eHb
nociie poxkaeHus. Y pebeHka Oblia MHUKpoledanus, CylI0pOXKHbIE MPUIAIKH.
Matp pebenka — pabouas miBeitHoi (padpuku. 3amyx BeilLIa B 22 roaa. Ilep-
BOTO peOeHKa JKeHIMHa poauiia B 24 rona. B geTcTBe nmepeHecina BUPYCHbIH Te-
natuT. Myx 36 net, modep, padoraer Ha mBeWHON (hadpuke, HAXOAUTCA B POJI-
CTBE C Marepbio npobdanaa (asapKa 1o auauu orma). Co cnoB Matepu npobdbanaa
ee cectpa, aBa Oparta, MaTh, oTel], 0ba aAeaa U o6e 6a0Ku 340pOBHL. Y CECTpPHI
UMEETCSl TPOE JETEH, JBOE U3 HUX (CBHIHOBbBSI) 3I0POBBI, JOYb POAMIACH C MHK-
pouedanueit u ymepiaa cpasy mnocie poxxiaeHus. B pongome nmpoBeneHsl uccie-
JIOBaHMS KPOBU M MOUM peOeHKa u Marepu. Y pebenka — I rpymma xKpoBu, pe-
3yC-TIOJIOKUTENbHAS, B TIa3Me KPOBU U B MOYE BBICOKOE COJIepKaHue (eHuIana-
HuHa. Y marepu — Il rpymnmna KpoBH, pe3yc-MoJI0KUTEIbHAS ; TOBBIIIIEHHOE COZIep-
KaHue (peHWITaTaHuHa OMpeNeNseTcs JHIIb MMOCIe Harpy3KH JUEThl, OoraToi ¢e-
HWIAJTaHUHOM. Bpad MenuKo-reHeTMYecKol KOHCYJIbTallMd PEKOMEHJ0BAJl IMpo-
BECTH 00cieioBaHue OTIy peOeHka. JlanHble oocnenoBanus: rpynna kposu — 11,
pe3yc-TOJOKUTEbHAS;, TIOBBIIIICHHOE COojiepKaHue (heHWIaTaHnHa B TUIa3Me KPo-
BU M MOY€ BBISBIICHO TOCTIC HArPY3KU IUETOM, OoraToi (hpeHuIanaHmHOM.

Heo0xoauMo BBITIOIHATH CIEAYIOIIEE:

1. [TocTpouTh POIOCIOBHYIO MPOOAHIA.

2. PazpaboTaTh 1 000CHOBaTh AabHEHIIEe 00CIe10BaHIE PeOCHKA.

3. Yka3zaTp xapakTep MaTepuaia, KOTOPBIUA CIIEAYET B3STh JUIS UCCIIEAOBAHUS.

4. Ha ocHOBaHMM IPOBEJEHHOIO OOCJIEIOBaHUS MOCTABUTH JAUArHO3, Cle-
JaTh 3aKJIIOYEHHE O XapakTepe 3a00yeBaHusl, yCTAHOBUTH TUI U BApUAHT HacJe-
JIOBaHUSl, TCHOTHUIIBI pOAUTENEH peOeHKa.

3aoaua 2

KoHCybTaTUBHON MONMKIMHUKONW B MEIUKO-TEHETUYECKUI LICHTP HAIIpaBJICH
MyX4rHa 32 JIeT, pyCCKUil, MHXKEHep o crneuuanbHocTh. [Ipobany *xamyercs Ha
CWIbHBIE OOJIM B HOTaX, CycTaBaX HMYKHUX M BEPXHUX KOHEYHOCTEH, TO3BOHOYHHUKE.
KoHCynbraTuBHAs MOJMKIMHUKA WUCKIIOYMAJIA PEBMATU3M, OCTEOXOHJIPO3 M Hampa-
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BUJIa B MEJMKO-TUArHOCTHUECKYIO KOHCYJIBTAIIMIO B CBSI3U C TEM, YTO HEKOTOPHIE
€ro POJICTBEHHUKH TaKXe CTpajiayid OOJISIMHU B TIO3BOHOYHUKE M B CyCTaBaxX KOHEU-
HOcTel. Y mpobanma Opar, cectpa u oTell 310poBbl. CO CTOPOHBI OTIIA UMEIOTCS
CIIETyIOLIHE POJICTBEHHUKHU: OOJIbHON A, IBE TETKH — 3710poBble. OJJHa U3 TETOK
UMEET TPeX 30POBBIX JETEH, BTOpasi — 340pOoBOro cbiHa. /len u 6abka co CTOpOHbI
OTIIa 3/IOPOBHI; cecTpa 6adku OonpHA. MaTh Tipobanma, s, nen u 6adka ¢ mare-
PUHCKOM CTOPOHBI 3[I0POBBI; Y JISIIM JIBa 30POBBIX pedeHka. [Ipobany ykasbiBaer,
910 MPOQBPETHOCTEH HE UMEET, HEOAHOKPATHO JICUMJICS TI0 TIOBOAY HedpuTa, mo-
muaptputa. KypuT, mbeT yMepeHHO. BBITOBbIC YCIIOBHS yIOBIETBOPUTEIILHBIC. XO0-
jocT. OObEKTUBHO: Y OOJILHOTO OTMEYAETCSl OTEUHOCTh B O0JIACTH KOJIEHHOTO CYC-
TaBa, OTPAHUYCHHOCTh JBIKCHHH B CYCTaBaX W IMO3BOHOYHHMKE. Bpauom memuko-
TeHETUYECKON KOHCYIBTAIMK TIPOOaH;] HalpaBlieH Ha OMOXUMHYECKOE, UMMYHOIIO-
TUYeCKoe 00CIIeIoBaHue, aHATN3bl KPOBU M MOYH. JlaHHBIE 00CIIEIOBaHMS: TPYyIINa
kpoBu — III, pesyc-oTpunarenpHas. AHaau3 KpoBU 0€3 OTKIOHEHHS OT HOPMBIL.
Moua TeMHeeT Ha BO3/yXe, B HEli OIpeIeIIsieTCs TOMOTEHTU3WHOBAsI KUCIIOTA.

Heo6Xx01MMOo BBITTOJTHUTD CIICTYIONICE:

1. ITocTpouts pOAOCIOBHYIO ITpOOaHA.

2. PazpaboraTh 1 000CHOBATH IJIaH 0OCIIEJOBaHUS MTPOOAH/A.

3. YKka3zaTp XxapakTep Marepuaia, KOTOpPbIA CIEAYET B3STh I UCCIAEAOBAHUS.

4. Ha ocHOBaHWU MPOBEIEHHOTO 00CIIEIOBAHMS ClIeTaTh 3aKII0YCHHE O Xa-
pakTepe 3a00JeBaHNs, YCTAHOBUTH THIT U BApUAHT HACIEIOBAHUS, TCHOTHIT BO3-
MO>KHO OOJIBIIETO YMCIIa POJCTBEHHUKOB.

3aoaua 3

B Menuko-reHeTHuecKyl0 KOHCYJbTAIMIO0 JUIsi 00ciieoBaHus 00JacTHOM
KOHCYJIbTALIHOHHOM TOJMKIMHUKON HaIpaBi€Ha 340pOBas KECHIIMHA 23 JIET,
oemopycka, pabouas. XKenmuna (IpoOaHA) MMEET IBYX 3/I0POBBIX OpaTheB U
nByX OpaTheB, OOJIBHBIX alKanTOHypued. MaTh mpoOaHja 310poBasi U UMEET
JBYX 370pOBbIX OpaTheB. Otel npobanma OOJeH alKanTOHYpUEH U SABISIETCS
JIBOIOPOJIHBIM JIsiIC CBOEH JKEHBI. Y HEro e€cThb 3JI0pOBBIN Opat U 370poBasi ce-
ctpa. baOymka mo nmuauu otua O6biIa GOIBHON M cOCTOsIa B Opake CO CBOMM
JBOIOPOIHBIM OpatoM. baOyika u neaymnika no JMHUA MaTepy 3JI0POBBI, OTEI] U
MaTh Jie[la TaKk’Ke 3JI0pPOBbI, IIPU ATOM MaTh Jela — pPOJHas cecTpa Aeaa Mmpo-
0aHza co cTopoHsl oTa. My nmpobania 310poB. MaTh My’ka cTpajiaja ajkar-
toHypuei. [Ipobanm paboTaeT Ha JOJTOMUTOBOM KoMOWHATe (hacOBITUICH, B
JIETCTBE TE€pPEHECTa BETPSIHKY, KOPEBYIO KpPAaCHYXY, >KMBET B KOMMYHAJIbHOM
KBapTUpE, HE MbET, HE KypuT. 3aMmyK Bbiluia B 19 ser. bepeMenHocTs BTOpas,
cpok — 6 Hepenb. [lepBast 6epeMeHHOCTh 3aKOHUMIIACh abOpTOM Ha 12 Henerne.
Myx npobanna, 30 e, paboTaer ciecapeM Ha J0JIOMUTOBOM komOuHate. Ky-
put, HeogHokpatHo Jyeunics B JITII mo nmoBony ankoronusma. [Ipu o6cnenosa-
HUU npobaHna ycraHoBieHo: rpymnmna kposu — III, pesyc-orpunarensHas. B
I1a3Me KpOBH ONPEIENSIIOTCS clie[bl (PeHUIaIaHHA, TECT HA TOMOT€HTU3HUHO-
BYIO KUCIIOTY B MOY€e cJ1a00 TOJIOKUTEIBHBIN. Y My’ka MpoOaHa rpymia KPOBU —
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IV, pesyc-nonoxutenbHas. AHaIU3 KpOBU 0€3 OTKIOHEHHW OT HOpMBI. B Moue
TECT HAa TOMOT€HTU3UHOBYIO KUCIIOTY €1a00 MOJI0KUTEIbHbIN.

Heo6x01MMO BBIMOTHUTH CIIETYIONIEE:

1. ITocTpouTk pOIOCIOBHYIO MPOOAHIA.

2. PazpaboraTh 1 000CHOBATH IJIaH 0OCIIEIOBaHUS MTPOOAH/A.

3. Yka3arp Xapakrep MaTepuana, KOTOPbIA B3AT I aHAJIN3A.

4. Ha ocHOBaHWY MPOBEIACHHOTO 00CTIEA0BAHUS CACNATh 3aKIIIOUCHHUE O Xa-
pakTepe 3a00JieBaHUs, YCTAHOBUTh THI W BApUAHT HACIEIOBAaHMS, T€HOTHUIIBI
BO3MO>KHO OOJIBIIIEr0 YKUCiia POJICTBEHHUKOB; 1aTh MIPOTHO3 B OTHOIIIEHUH BEPO-
ATHOCTHU POXJEHUS JIETEH B JAaHHOM CEMbE C aJKalTOHYypHUEH, 1e1ecoo0pa3Ho-
CTH COXpaHEeHUs] OEPEMEHHOCTH.

5. BO3MOXXHOCTH KaKOW IATOJIOTHHU Y JE€TEH TaHHOW CEMbH JIOJDKEH IMpE-
BUJIETH Bpau?

6. KakoBa morsna ObITh TpUYMHA PEOBIBAaHUS IEPBO OEPEMEHHOCTH?

HacJsiencrBennbie 00J1€3HU YIJI€BOAHOTO 00MeHAa
3aoaua 1

B peannmaririonnoe oT/ienieHrst AeTCKOM OOJBHUIBI HA KOHCHITMYM TIPHUTJIAIICH
Bpay MEAUKO-TCHETHUECKON KOHCYJIBTAIMK. boibHOM — peOeHOoK 2 MecsIeB, Mallb-
yuk (poGanm). B ucropun 0osie3HM yKa3aHo, 4TO PEeOSCHOK POAMIICS OT TMepBoi Oe-
PEMEHHOCTH JIOHOIICHHBIM, C BBIPAXEHHOM kenTyxoud. Cpa3y mnociie KOpMIICHUS
TpyJibl0 y peOeHKa OTKPbUIACh PBOTA. 32 CHET PBOTHI M MOHOCA HACTYMUJIO 00E3BO-
YKUBaHUE opranu3ma. PebeHky npoBoautcsi remoauanus. [Ipu ocMoTpe yCTaHOBIIEHO:
pEeOCHOK KpaiHe HCTOIIEH, BsUI, KOXKHBIC TIOKPOBBI CIIETKa YKENTYIIHBI, YBEIUYCHBI
NICYCHb U celie3eHKa. JlaHHble MMMYHOJIOTHYECKOTO M OMOXMMHUYECKOTO 00CIeIoBa-
HUSL: Tpynmna KpoBu — [V, pe3yc-nonoxurenbHas. B KpoBH yBEITMYEHO COAEPKAHUE
rajlakTo3bl U rajgakTo30-1-hocdara. B Moue oTMeuaeTcsi MOBBIILIEHHOE COMIEPKaHKe
rajlakTo3bl, TalakTo30-1-pocdara, onpenensercss METUOHUH. Math pebeHka — CTy-
JICHTKA MEAUHCTUTYTa, 19 neT, B IeTCTBe YacTo OoJiena MHEBMOHUEH, B CBSA3U C YeM
HEOTHOKPATHO MPUXOIUIIOCH Aenath ¢urrooporpaduro rpyaHoi kietku. Otery — pa-
Ooumii 3aBoga «Mounommt», 24 roma. IIpodBpenHocTell He MMEET, HE KypUT, MbET
yMepeHHO. CeMbsl JKMBET B KOMMYHAJIbHOM KBapTUpe, y poaureneil. B naHHbIX UM-
MYHOJIOTHUECKMX, OMOXUMUYECKUX HCCIIEIOBAHMIA, aHAIM3aX KPOBU M MOYM OTKJIO-
HeHul oT HOpMbI HeT. Co clioB MaTepu peOeHKa, €€ JIBE CEeCTPhI, OTell, MaTh, JIEN C
0a0Koi1 310pOBBI, OJTHA U3 CECTEP UMEET ABYX 30POBBIX CHIHOBEW U JI0Ub, Y KOTOPBIX
HAOJTIOIATIOCh CHIDKEHNUE Beca B TEUEHHUE TEPBBIX JIBYX HEAENb MOCIE POXKIACHUS, a
10CJIe NIEPEBO/Ia MJIaJIEHIIA HA HCKYCCTBEHHOE MUTaHKE, Pa3BUTHE €ro 110 HOPMaJlb-
HO. Co CTOpOHBI My>Ka, OTell, IBa Opara, OJ[Ha CecTpa, e/ 1 0adKa 3/I0POBBI.

Heo6x01MMO BBIMOIHUTH CIIETYIOIIEE:

1. ITocTpouTh POJIOCIOBHYIO peOCHKA.

2. Pazpabortath u 000CHOBaTH HEOOXOIUMBIC NJIi HETO JIOMOJIHUTEIbHBIC
o0cJiie10BaHus.
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3. Yka3arth XapaKTCp Marcpualia, KOTOpLIﬁ CIICayCT B3ATh AJIA HCCIICAOBAHUA.
4. Ha ocHOBaHUHU IIPOBCACHHOI'O O6CJ'IGI[OBaHI/I${ IIOCTaBHUTh AMArHo3, CACIAaTb
3aKJIIOYCHHC O XapaKTCpe 3&60J’I€BaHI/IH, YCTAHOBUTD THUII X1 BapUaAHT HACIICAOBAHUA.

HacneacreenHblie 00/1€3HM CBEPTHIBAHUS KPOBH

3aoaua 1

st ycTaHOBJIEHHS] JUarHo3a B MEIUKO-T€HETUYECKYI0 KOHCYJIbTAIUIO JIET-
CKOM MOJIMKIIMHUKON HarpasiieH peOeHOK B Bo3pacTe 1 roga. [Ipuuuna obparmenus
— YacThle 00OCTPEHHUs y peOCHKa TeMOPPAarHuecKoro auaTesa, UIUTEIbHbIE HOCO-
BbIe kpoBoTeueHus. [Ipu ocMoTpe pebenka (rmpoban/ia) yCTaHOBJICHO: MaJTbUUK ac-
TEHUYECKOTO TEJIOCTIO0KEHUS, TOHMKEHHOTO MUTAHUS, KOXKHbIEC TIOKPOBHI OJICAHBIE,
Ha 00€HX IIEKaxX KpacHbIC MATHA TeMOPPArHueCcKOro NpOMCX0XKICHUS, Ha HIXKHUX
KOHEYHOCTSIX MATHA OT KPOBOM3ZIMSIHUI paziuyHbIX OTTEHKOB. CO CJIOB Marepu
peOEHOK pOoaAUIICS OT BTOPOM OEPEMEHHOCTH, JIOHOIIIEHHBIM, BecoM 3 Kr. O6ocTpe-
HUSI TEMOPPAru4ecKoro auare3a He CBSI3bIBACT C ONMpeACSICHHBIM BUAOM muiiy. 1o
COBETY Bpaua Mpu OOOCTPEHUSIX KyHaeT peOeHKa B HACTOE Yepellbl, MOKHYIIHE
y4acTKu 00palaThIBaeT CTPENTOLUMAOBON Ma3bio. DPQEKT JeueHHs] He3HAUUTEb-
HBIN. Matb npobania — paboyasi KpaCHUIILHOTO 11eXa IIeJIKOTKAIKON (abpuku, 25 Jer.
W3 nepeneceHHbIx 3a001€BaHUi OTMEUYaET yacTbie MpocTyasl. Orten npodanaa —
modep CTaHiuu CKopoi oMoy, 28 ner. C neTcTBa ro0ble TpaBMbI COMPOBOXK-
JAIACh TPOAOKUTEILHBIMU KPOBOTEUEHUSIMU, TP HOCOBBIX KPOBOTEUEHUSX HE-
OJIHOKpPaTHO BpayamH MPOBOJAMIIMCH TAMIIOHAJIbl HOCOBBIX XOJIOB. AJIKOTOJIEM HE
3710yNOTpeOIIieT. YPOBEHb *U3HU CEMbU YJAOBIETBOPUTENBHBIN. Y CTaHOBJICHO,
4T0 cecTpa mpoOaHia 310poBa. Bee poACTBEHHHKH CO CTOPOHBI OTLA MPOoOaHaa
(I1Be TeTKH, ng/bKa, 1eq 1 0abka) 310poBbl. O/lHA U3 TETOK UMEET TPEX 310POBbIX
JIETeH, BTOpast — 370POBBIX ChIHA U JI0Yb, Asi/IbKa 370pOBOro chiHa. Co CTOPOHBI
MaTepu npobOaHja yKa3aHHOM MATOJIOTMEW CTPajaroT AsijibKa, TPU JABOIOPOIAHBIX
Opata u nen. Tetka, ee 1Be 1ouepu U 6abka co CTOPOHBI OTIIa 310poBhI. [IpoBee-
HbI UCCIIEZIOBAHUS KPOBU M MOYHM y peOeHKa U ero poauteneil. ¥ pedenka IV rpym-
na KpoBH, Pe3ycC-TOJIOKUTENbHAS; COJIep>KaHue B KpoBU remoryioonna — 70 1/,
nporpoMOuHa — 0,9 MMOIIB/J1, IpoTpoMOrHOBOE BpeMst — 20 ¢. Anaim3 Mouu 6e3
OTKJIOHEHUHI OT HOpMbI. Y wMatepu peOenka Il rpymnma xpoBu, pesyc-
MOJIOXKUTENbHAs; 00IHe M OMOXMMHUYECKUE aHAIM3bl KPOBH U MOYM 0€3 OTKIIOHE-
HuK oT HOpMbL. Y otua III rpynma kpoBH, pe3yc-OTpULIaTENIbHAS;, COACPKAHUE B
kpoBu remorioouna — 100 r/n, mporpomOuna — 10 MMOITB/J1, IPOTPOMOUHOBOE
BpeMst — 15 c. AHanmu3bl Mouun 0€3 OTKJIIOHEHHUSI OT HOPMBI.

Heo6x01MMO BBIMOTHUTH CIIEYIOIIEE:

1. ITocTpouTh POIOCIOBHYIO MPOOAHIA.

2. Yka3arb xapaktep Marepuana, KOTOPbI CIeIyeT B3sTh JIJIsl UCCIEAOBAHUS.

3. Ha ocHOBaHMM MPOBEAEHHOrO0 00CIEJOBaHUS MOCTABUTh IUArHO3, Cle-
JaTh 3aKJIIOYEHHUE O XapakTepe 3a00JeBaHusl, TEHOTUIT POJUTENEH pedeHKa.
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HPUJIOKEHHUE I

TepMuHOJI0rHYECKUH CJI0BAPD

Azenezusn — nedeKT pa3BUTHS WM OTCYTCTBHUE YAaCTH TeJa.

AKpouegpanus — BbHICOKUN «OAIIEHHBII Yepetl.

Annoneyus — MoOIHOE WIM YACTUYHOE BBIMAaJCHUE BOJIOC.

AHKUM03 — HETOJIBU)KHOCTh CYyCTaBOB.

AHZUOMaAmo3 — TMATOJIOTUIECKOE COCTOSIHHE CYCTaBOB ¢ (HOPMUPOBAHHEM
MHO>KECTBEHHBIX aHTHOM.

AHIHUeanua — MOIHOE WIK TTOYUTH TIOJTHOE OTCYTCTBUE TOJIOBHOTO MO3Ta.

AHogpmansmun — OTCYTCTBUE TJIA3HBIX SIOJIOK.

Ampe3us — OTCYTCTBUE WITM CMBIKaHHE €CTECTBEHHOIO KaHasla I OTBEPCTHSL.

Anna3zua — BpOXKJACHHOE OTCYTCTBHE OpraHa.

Apaxunodakmunusa — JJIVHHBIE U TOHKUE MAJbIBI KUCTEW U cTon (Mayko-
oOpa3HbIe).

bpaxudaxkmunus — KOpOTKONAIOCTb.

Bumunuzo — odaroBasi JeNUTMEHTAINS KOXKH.

T'upcymu3m — aHOMaJIbHOE OBOJIOCEHHUE.

T'unonna3zua — BPOXJEHHOE HEIOPAa3BUTUE OpraHa, MPOSBISIONIEECS B
neUInUTe MacChl WM Pa3MEepOB OpraHa.

T'unompuxo3 — yMeHbIIIEHUE KOJIUYECTBA BOJIOC.

T'unepmuxo3 — W30bITOUHBIN POCT BOJIOC.

T'unep2udpo3z — n30bITOUHOE TOTOOT/IETICHUE.

T'unepmenopuzm — aHOMAJIbHOE PACCTOSIHUE MEXIY JBYMsI OpraHamu
WJIM 4acTsIMU Tela (TJa3Hoi).

Jlonuxouegpanus — ynnunennas popma vepera.

Knunooaxmunus — UCKpUBJICHUE OTHOTO WM 00JIee ATbIIEB KUCTH WX CTOITBL.

Koconanocms — pnedopmaniusi CTOIbI, PU KOTOPOW OHA BBIBUXHYTA U3
HOPMAJILHOTO TTOJIOKECHHUSI.

Kpunmopxuzm — 3aiepxKa ssudka Ha €ro €CTECTBEHHOM ITyTH MPHU CITyC-
KaHUH B MOIIOHKY.

Kughockonuoz — uckpuBieHre MO3BOHOUYHHUKA Ha3a] U BOOK.

Kpanuocmeno3z — ywvenbllieHHE 00beMa UYEpPENHON KOpOOKH, 00YCIOB-
JICHHOE MPEXKACBPEMEHHBIM 3aPACTAHUEM IIIBOB.

Makpoznoccusa — 4pe3MEPHOE YBEIMUECHHUE SI3bIKA C BHIPAXKEHHOM CKJIAJI-
YaTOCThIO CIIM3UCTON 0OOJIOUKHU.

Maxpocomua — yBelueHue pa3MepoB Tela.

Mukpogpmansmus — yMeHbIICHUE BCEX Pa3MEPOB IIA3HOTO SI0JI0KA.

Mukpoznamua — He10pa3BUTHE HIKHEW YEIIOCTH.

Mukpoueghanua — anoMallbHO YMEHbIIIEHHAS TOJ0BA.

Momnzonouonwiii paspe3s 2n1a3 — OIYILICHB BHYyTPEHHUE YTIIbI [IA3HBIX HIETICH.

Onuzooakmuiua — OTCYTCTBUE HECKOJIbKHX MAJIbLIEB KUCTEH WJIU CTOII.
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IHonuoakmunua — yBenuueHUe KOJTUYECTBA NAJIbIIEB HA KUCTSAX U CTOIAX.
Ilpocnamus — BBICTYNIAHWE BEPXHEHM YENIOCTH BIEPE] IO CPAaBHEHUIO C
HUKHEW, BCIIEICTBUE €€ YPE3MEPHOTO PA3BUTHSI.
IImepuzuym wieithvliit — TOJICTas CKJIaJIKa KOKM Ha OOKOBOH MOBEPXHO-
CTH L€, PACIIPOCTPAHSIIOIIASACS OT COCLIEBUHOTIO OTPOCTKA K AKPOMHUATILHOMY .
Cunoaxkmunua — cpalieHue JByX Win 00jee NaableB KUCTU WU CTOIIBI.
Cunoghpu3 — yBenuyueHue WK cparieHrue OpoBei.
Cmpaoduzm — KocorJiasue.
Teneanzurkmazuu — paclIMpeHHe KaWUISIPHBIX COCYAO0B U MEIbYalIINX
aptepuil, GOpMHUPYIOLUIUX PA3HOOOPa3HbIE AHTUOMBI.
Tempannecus — napajiud BEpXHUX U HIDKHUX KOHEYHOCTEH.
Dokomenun — NPAMOE MPUKPEIUICHUE KUCTEH U CTOI K TYJIOBHIILY.
Anukanm — NOTYTyHHAS BEPTUKAIbHAS CKJIAJKa Y BHYTPEHHErO yIJia rJiasa.
Anucnadus — BEPXHAS pacUIEIIMHA YPETPHI.
DHopmanbm — aHOMATILHOE 3allaJICHUE TJIa3HBIX SOJIOK.
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