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KnuHuyeckas oMarHocTuka
HacnNeACTBEHHbIX
3aboneBaHuu

Hosuxos I1.B., botxos H.II.

1.1. OBLLUE 3AMEYAHUS. )
KNACCUPUKALUA HACNEACTBEHHBIX BONESHEN

JMarHOCTHKA HAC/IeACTBEHHBIX 0O0Jie3Hell NpefcTaBisieT 3Ha-
YyuTebHble TPYAHOCTH, B TO JKe BpeMs TOYHBIN ZMarHO3 Hacies-
CTBEHHOU O0JIE3HN — OCHOBA a/IeKBATHOTO JIeYEeHHUS ¥ TPABUIILHOTO
MeJIKO-TeHEeTHYECKOTO IPOTHO3a OyAyIero moTOMCTBA B KOHKpPET-
HOU ceMmbe. KpynHeiimye JOCTM)XeHUsI COBPEMEHHOW IeHeTUKHU He
TOJILKO He YIPOCTHIYM AWArHOCTUKY HO30JI0TMYeCKOH MpUHANIexk-
HOCTH HacleACTBEHHOro 3a00JieBaHUs, HO TTOTPeGOBaIM BHEPEHNUS
JIOPOTOCTOSIMX METOZIOB MCC/IeJIOBAaHMA U CIeNHaNbHOM IOATo-
TOBKM MeUIMHCKUX KaspoB. Haubosee yacToii npu4nHOi gua-
THOCTHYECKHMX OIIMGOK CIy:XMT (eHOTUNUYecKoe CXOACTBO
HaCJIeCTBEHHbIX, MPUOOPETEHHBIX M MYJIbTH(PAKTOPHATIB-
HbIX 00Je3Heil (nMuTanus MeHzeu3Ma). Hapsiy ¢ KIuHuYecKuM
HoMUMOPHU3MOM Hac/leACTBEHHbIE G0JIE3HU OTIIIAIOTCS BBIPAXKEH-
HbIM HOJMMOP)U3MOM Ha TeHeTUYecKOM ypOBHe (TaK Ha3blBaeMast
TeHeTU4ecKasl reTeporeHHOCTb). Hampumep, mpy TakoM XOPOILIO
M3BECTHOM IlefiraTpaM 3abosieBaHu, Kak penukeronypus (OKY),
usBecTHO Gosiee 900 TUMOB MyTalMii B OJHOM M TOM K€ T€HHOM
JIOKyce (ajyiesbHas reHeTHYecKas reTeporeHHOCThb). Kpome Toro,
U3BeCTHO ellle HeCKOJbKO TeHOB, MYTallud KOTODPBIX MPUBOAAT K
KuHU4eckuM npossieHusaM OKY (JlokycHas reHeTrdeckas rerepo-
reHHOCTh). Jletn ¢ ®KY u gpyriMu HaclieICTBeHHBIMU AedeKTaMu
o6MeHa aMUHOKHUCIIOT HanboJiee 9acTo MOCTYIAOT B KJIMHHUKY C AUa-
THO30M I10C/Ie[ICTBUI POJIOBBIX TPAaBM.

VIMUTHPYIOT HACJIe[CTBEHHYIO IATOJOIUI0 BHYTPUYTPOOHBIE
MHGEKIMY — TOKCOIJIA3MO3, [IUTOMeranus, KpacHyXa, repIiec.
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ITox Mackod OCTaTOYHOrO WM TO3JHEr0 PaxuTa IMPOTEKaroT
HacJeZCTBeHHbIe paxuTonofobHele 3aboneBanus (docdat-auaber,
curzpoM PaHKOHU U 1p.).

AJIKOroNM3M Y HapKOMaHUA paclIMpAIOT 6a3y A MMHUTALUU
MeH/len13Ma (aJKOTOJIbHBIN CUHAPOM Y HECKONBKUX YTeHOB CeMbH,
CXOJICTBO BPO>X/IeHHBIX aHOMAJIMi PAa3BUTHSA U AP.), TTIOCKOJIbKY BO3-
ZieficTBYe aJIKOTOJI1 U HADKOTUKOB Ha IUIOZ BbI3bIBAeT KJIMHUYeCKHe
W3MEHEHU, CXOZIHbIE C HACJIeCTBEHHOM aTOJIOTUeH.

Ycnemsasi fUarHoCTHKa HAC/IeCTBEHHBIX Oone3Hell Gasupyer-
€ Ha 3HAHUU U BNAJIeHNU KJIMHUKO-TeHeaJOTM4eCKUM MeTOZIOM,
WCIIOJIb30BAaHUU CHUHPOMOJIOTUYECKOTO MOAXOAA K AUarHOCTHKe
HacleACTBEeHHBIX 6ose3Heil, Ha pe3yJbTaTax MapaKINHUIECKUX
UCCTeJOBaHUI, OCHOBHBIX NPHM3HAKaX M OCOOEHHOCTAX KJIMHU-
yeCcKUX INPOSABJIEHUH HacJeACTBEHHOW MNATOJIOTUU, IMPUMeHeHUU
O0LINX MPUHLKIIOB KJINHMIECKON AMArHOCTHKY, Ha 0COOEHHOCTSX
ocMOTpa U (QU3MKAIBHOTO 0OCTeNoBaHMA MAlMEeHTOB U WX POJA-
CTBEHHUKOB. BakHelilmasg pojib B [JMarHOCTHKe HACJeACTBEHHBIX
Gose3Hell (CHHAPOMOB) TPUHALJIEKUT JTabOPATOPHBIM HMCCIIEI0BA-
HUAM: [UTOr€HETHYeCKUM, MOJIEKYISPHO-TeHeTHYecKUuM, GHoxu-
MUYeCKUM U p.

TepMUH «CHHAPOM» B KJIMHUYECKOI T'eHETHKE yIOTpebIsieTcs
He TOJIbKO A7 0003HAYEHUsS COBOKYIHOCTH CHMIITOMOB, 06benu-
HEHHBIX eZIMHBIM NTATOT€He30M, HO ¥ [isi 60JIe3Hei, COCTABIISIOLINX
CaMOCTOSITeIbHBIE HO30JIOTUYeCKHe efUHHUIbL. DTO 06YCIOBIEHO
TeM, 4TO TaKMe HO30JorHyeckue (GpopMbl ObLIM IEPBOHAYANBHO
OTHMCAHBI KaK CUMIITOMOKOMILTEKChI 6e3 MOHUMAHKS UX 3THOJIOTUH.
TepMuHBI «60JI€3Hb» U «CUHAPOM» JJIsSI HAC/IEACTBEHHOM MATOIOT UK
paBHO3HauHbL Hanpumep, 6one3ts JlayHa u cunzipom JlayHa paBHO-
3HAuHBI, XOTA B HacTOsIee BpeMs dallle CTaJly IPUMEHATh TepMUH
«TprcomMus 21».

1.1.1. Knaccudmkauus HacnecTBeHHbIX 60ne3Hen

CucreMaTvKa HacJIeICTBEHHOW MATONIOTMY YeJIoBeKa JI0 CUX TOp
TpeZiCTaBsgeT OHY U3 CaMbIX CJIOXHBIX 33a71a4 MeIUIMHCKO reHe-
THKHU U OKOHYATeNIbHO He pa3paboTaHa. DTO CBA3aHO C TPYAHOCTHIO
BbIOOpA KpHUTepUeB [Uisi pasfieNieHust Hacje[CTBEHHBIX 0OoJie3Heit
Ha OTZeJIbHbIe TPYMIIbl. YCIIeXW, JOCTUTHYThIE 32 MOC/eHUE TOIbI
B M3y4eHUM ITHOJIOTMU HAC/Ie[ICTBEHHBIX OONe3Heil, co34alT 6a3y
IUISl TEHeTUYecKOoi Knaccupukammu. OfHAKO U B 3TOM CJIydae BO3-
HMKAIOT TPYAHOCTH, CBSI3aHHbIE B [IEPBYIO OYepesib C BHIPAXKEHHOH
FeHeTUYEeCKON TeTepOreHHOCThI0 HACJIe/CTBEHHBIX 3ab0JIeBaHMiA,
a TaK)Ke OTCYTCTBUEM B GOJIBLIMHCTBE C/Iy4aeB MPSIMOii KOPPEJISLIT
MeXX/ly TeHOTUIIOM U (peHOTHIIOM.
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[To3aToMy B HacToslIllee BpeMsi B KauecTBe paboueil kiaccudu-
KAl HaCJIeJCTBeHHbIX 00J1e3Heil YeloBeKa 4acTo MCIOMb3YIOT
WX ZieJleHVe Ha YeTbIpe IPYMIbL:

1) MoHOreHHbIe HaCJIeACTBeHHbIe 00JIe3HHU, 00YCIOBIEHHbIE
MyTalKsAMU B OHOM T'eHe U Nlepe/iatoliiyecs [0 HacleCTBY 10 3aKO0-
HaM Mengens;

2) XpOMOCOMHbBI€ CHHAPOMBI, 00yCIOBJIeHHbIE CTPYKTYPHBI-
MU WM KOJNHWYeCTBEHHBIMU IepecTpoHKaMU XPOMOCOM, BKJIOYas
reHOMHble aHOMaJINH;

3) myabrudakTopHanbHble GOIe3HH, BO3HUKHOBEHNE KOTO-
PBIX CBSI3aHO C COYETAHHBIM JIeHICTBHEM I'eHeTHYeCKUX U CPeIOBbIX
¢dakTOpOB, B TOM UNCIIe BCe YacTble HeMH(MEKIIMOHHbIe 60JIe3HU U
M30JIMPOBAHHbIE BPOX/leHHbIe mOopoku passutus (BIIP), 6one3nu
COMAaTUYeCKUX KJIETOK, PAZ OMyXOJield, a Taxxe 60JIe3HU BCIIEAICTBIE
MPOIIECCOB CTAPEHMUS;

4) HacJIeACTBeHHbIe 00JIe3HH C HeTPAAMIMOHHBIM (OT/IMYa-
IOLIUMCS OT MeH/leJIeBCKOT0) TUIOM HacJleloBaHUSA — 3Ta rpymnna
BbIJleJleHa CPaBHUTENIbHO HelaBHO.

1.2. 0COGEHHOCTM KJMHUYECKMX NPOSBEHNI
HACNEACTBEHHOW NATOJIOMMHN

JTro6oit By matonoruu (MHGEKINK, 0KOTH, TPABMbI) UMeET CBOH
3aKOHOMEPHOCTH KJIMHUYECKOTO IPOsBJIEHUs, B OCHOBE KOTODOrO
JIEXUT B3aMMOJIeHICTBYE TIOBPEX/Aloniero GakTopa ¢ OpraHu3MOM.
3HaHWe 3TUX 3aKOHOMEpPHOCTell IoMOraeT Bpauy B JMarHOCTHUKe
3aboseBaHnil U jedeHnH GonbHBIX. HaciencTBeHHasi TATOJIOTHS,
HeCMOTpsI Ha OrPOMHOe HO30JIOTHYecKoe MHOroobpasue, MMeeT
cnenuduyecKre 4epThl, KOTOpble HEO6X0UMO 3HATh Bpayy B Kaye-
CTBe OPUEHTHUPOB B IUATHOCTUYECKUX MOMCKAX.

B 0CHOBe KIMHWYECKUX NPOABIEHUN HAC/IE[CTBEHHOW IAaTOJIO-
TUY JIeXKaT reHeTU4ecKre 3aKOHOMEPHOCTH [iefiCTBUA U B3aUMOJeil-
CTBHf T€HOB.

Huxe u3noxeHbl 001I1e NPU3HAKK HACIEICTBEHHBIX OOJe3Hel,
MO3BOJIAIONIME Bpayy 3alo/i03pUTh POJb HAC/IEACTBEHHBIX (aKTo-
POB B 3THOJIOTHH ¥ TTaTOTeHe3e 3a00JIeBaHMUSI.

1. Cemeiinblii xapakTep 3a6oxeBanus. Eciu Bpay npu oGce-
ZoBaHUM GOBHOTO MOJyYaeT CBeJEHHsI O CXOHBIX CIy4asx 3aboie-
BaHMA B CeMbe, TO 3TO yKa3blBaeT HA UX BO3MOXKHYIO HaCJe[|CTBEeH-
Hyto npupony. IIpu ceMeiHBIX ciy4yasx 3a0bosieBaHUSI HEOOXOJUM
BTOpO#l 3Tanm 06Cjef0BaHKS CeMbU C 00CIeOBaHUEM WU TOJY-
YeHHeM MeJUIVHCKUX CBeleHWil O BceX OOJbHBIX B ceMbe. B TO
ke BpeMs 3a00JieBaHME TOJBKO y ORHOrO 4JeHa POJOCIOBHOI He
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WCKJIIOYAeT HAaCJIeICTBEHHOTO XapaKkTepa 60JIe3HH, HOCKOJIbKY 3a60-
JIeBaHHe MOXeET GBITh Pe3yNbTaTOM HOBOU JOMHUHAHTHON MyTalluy,
BO3HUKINEH B ramMeTe y OFHOTO M3 POAUTEJNEH, WU TeTepo3UroT-
HOCTH 00OMX POAMTENEN IO pelecCHBHON 6Gosie3HH (cerperarus
MyTaHTHOTO GeHOTHIIA).

2. XpoHHYecKoe IporpefieHTHOE pelUBHpYIOIee Tede-
HHe, KOTOpOoe fABJIAeTCSA OTIMYUTeIbHBIM IPU3HAKOM HaCJIe/ICTBEH-
HBIX 3200JIeBaHMIA.

Bonesny, HayuHawouuecs B J060M BO3pacTe, UMEIOT XpO-
HUYeCKOe Te4YeHue C INPOrPeAVEeHTHON KJIMHUYEeCKOM KapTUHOM.
Hampumep, xpoHWYeckasi MHeBMOHHs € OpoHXo3kTazamu ¢op-
MUpyeTcsi y JieTell ¢ JerodHoit ¢opmoii MykoBucuuzosa (MB).
JluTenbHBlE PACCTPOMCTBA NUINEBAPEHUS BO3HUKAIOT IIPU LeJu-
akuy, KumevHoit ¢opme MB, mucaxapuaa3HON HeZOCTaTOYHOCTH.
Hertu ¢ Muoaucrpodueii JlIonIeHHa TOCTENIEHHO TePSIIOT ABUraTeNlb-
HYIO0 aKTUBHOCTb 13-3a aTpodUX MbImII. XpOHIYECKHUi IIPoIiecc IpH
HacJIeZCTBEHHBIX 00JIe3HSX Pa3BMBAETCS B Pe3yJIbTaTe OCTOSTHHOTO
JIefiCTBUS MYTAHTHOTO TeHa. PenuauBupylollee TedeHHWe Hacjen-
CTBeHHBIX 60Je3Heil 00YCIOBIEHO U TeHETHIECKUMH, 1 CPeOBBIMU
dakTopamu.

3. CnenuduyecKne CHMITOMBI HAaCJIEACTBEHHBIX GoJIe3Heil.
Peznko Bcrpevaromuecs crenuduieckre CUMITOMBI WK UX COYeTa-
HUA JAI0T OCHOBAHME yMaThb O HAaCJIeZICTBEHHO! ITpypoze 3a6oeBa-
HuA. HampyuMep, BBIBUX WM IO/IBBIBUX XPYCTaJIMKa I71a3a XapakKTe-
peH i cuHApoMOB Mapdana, Beiinsa—Mapue3aHu 11 TOMOIUCTIHY-
puu. TonyOble ckiepbl GBIBAIOT IIPY HECOBEPIIEHHOM OCTEOTeHe3e U
HEKOTOPBIX APYTHX 6OJIe3HAX COeANHUTENIBHON TKaHU.

IIpy ajKanTOHypUM MOYa Ha mejieHKax TeMHeeT. OT 60Jb-
Helx OKVY ucxoaut MbIKHBIA 3anax. IIpy KpPOBOTOYMBOCTHU
MOXXHO IyMmMaTh O Goje3Hu BuinebpaHza Wi O TeMOQUIHH.
TpyGble 4epThl JUL[A UMEIOT GOJBHBIE C MYKOMOIHCaXapUA03aMIL.
HenponopuuoHasbHble KOHEYHOCTM U TYJOBHUILNE, HU3KUN DOCT,
cBOE0OpAa3HbIii JINIIEBOH Yeper roBOPAT 00 aXOHAPOILIA3HH.

4. MHOKeCTBeHHbIe NaToJIoruyecKkye M3MeHeHHUs1 OPraHoB
U cucteM. IlepBUYHOe BOBJIeYeHHe B MATOJIOTMYECKUH IIpoOLiecc
MHOTHX OPraHOB WJIM JiaKe CHCTeM II03BOJISIeT yMaTh O Hacjef-
CTBEHHOU NpU4KHe 3a60sieBaHMA. BOJNBIIMHCTBO MYTAHTHBIX Te-
HOB, BBI3BIBAIOIIMX HAC/IEACTBeHHble OOJE3HY, JAl0T IJeHoTpon-
HBIA 3QdeKT (TUeoTponusi — MHOXKeCTBEHHbIe 3QQeKThl eii-
CTBMS OJJHOTO TeHa), B pe3yJbTaTe MOPaXKaloTCs pasHble OpraHbl U
TKaHU.

C KJIMHUKO-TEHETUYeCKOH TOYKU 3peHusi HeOOXOAUMO pasiu-
4aTh ePBUYHYIO ¥ BTOPUYHYIO [IeHOTPOINUIO.

IepBuyHas nieioTponus o0yCIOBIeHa He3aBUCHMBIM [eii-
CTBHMEM I'€HOB B PAa3HbIX OpraHax M TKaHAX. Haan/IMep, MYTaHTHbIE
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azjeny HeCKOJMIbKUX TeHOB, KOHTPOJIUPYIOIIUX CUHTe3 KOJIJIareHa 1
bubpuIIHA, NPUBOAAT K HAPYLUIEHUIO CBOWCTB BOJIOKHUCTOM CO-
eJMHUTeIbHOM TKaHU. [T10CKOJIbKY coelMHUTeIbHAsA TKaHb — OCHOBA
BCeX OPraHOB U TKaHel, CTAHOBATCSA MOHATHBIMUA MHOXXeCTBEHHBIE
BJIMSIHUS 3THX MYyTallMi Ha KIMHUYECKYI0 KapTuHy (deHoTHI) IIpH
TaKUX HAC/eACTBEHHBIX GOJIe3HSIX COeIUHUTENbHOM TKAaHW, Kak,
HanpuMep, CUHAPOMBI Diepca—/lanno, MapdaHa: HapyLeHus cTpo-
eHHUS COCY/IUCTOM CTeHKH (0COGEHHO aOpThI), ITO/BBIBUX XPYCTasU-
Ka, IpOoJalc MUTPAJbHOTO KJalaHa, THUIeppacTSXUMOCTb KOXU,
TUTEPIO/IBMKHOCTL CYCTaBOB U T.J. BropuyHasa nneioTponus
00yC/IOB/IEHa OCJIOKHEHHSAMU NEPBUYHBIX IIaTOJIOTMYECKUX IIPO-
neccos. Hanpumep, Ipy TanacceMuu yTOJIIEHWE KOCTeH 4yepemna U
refaToNNeHalbHbIA CUHAPOM — Pe3yJbTaT BTOPUYHBIX ITPOLIECCOB,
BO3HUKAIOLIUX B CBA3U C yCUJIEHHBIM KDOBETBOPEHKEM U TeMOCHie-
PO30M NapeHXUMATO3HbIX OPraHOB.

TakuMm 06pa3oM, TP JUArHOCTUKE HACTIe/ICTBEHHBIX 3a00/IeBaHUI
Heo6X0IUMO MOMHHUTh O IIEHOTPOIHOM AEeHCTBUM T€HOB U BOBJIe-
YeHHOCTU B IaTOJOTHMYeCKUil Mpollecc MHOTMX OPraHOB M CUCTEeM.
DTOT BaKHBIA OBOOIIEHHBIA JUATHOCTUYECKUI MPU3HAK HACe-
CTBEHHO [TATOJIOTUH JIOJKEH CIIY)KUTh OPHEeHTHPOM JIJI Bpaya.

5. BpokzmeHHbII xapakTep 3a6oneBanus. Y HopMasbHbIe, 1
IIaTOJIOTMYeCKYe ajljleJId BKIII0YAIOTCs B paboTy B pa3Hble IIepHUOJIbI
OHTOreHe3a — OT 3MOPHOHAIBHOTO ZI0 CTapYecKoro. BpoxneHHOCTh
NaTOJIOTMYeCKUX NMPU3HAKOB He BCeraa CBUAETeNbCTBYeT O Hacles-
CTBeHHOU npupoze 3aboneanusi. OnHAKO He MeHee 25% Bcex popm
TeHHBIX HACJIe[CTBEHHbIX GOJe3Hell M MOYTH BCe XPOMOCOMHBIE
6oe3HN HaYMHAIT GOPMUPOBATHCA BHYTpUyTpobHO. Eciu pebe-
HOK DPOX/aeTcsi C KOMILJIEKCOM MaTOJOTMYecKUX HPU3HAKOB, TO
60Je3Hb CYNTAIOT BPOXKZEHHOW. IIpuMepbl BPOXKIEHHBIX HAC/en-
CTBeHHBIX 60JIe3Hell — XPOMOCOMHbIe CHHPOMBI, aXOH/POILIa3Hs,
BPOXZEHHbII1 UXTHO03, X-CleleHHas ruzpoliedaius, ayToCOMHO-
pelieccBHass Mukpouedanus u ap. IIpumepsl BPOXIEHHBIX, HO
HEHAaCJIe/ICTBEHHBIX 0OJie3Hed — KPACHYIIHbIMA, TaluNOMHU/IHBIMH,
CUOUINTUYECKUH, AJKOTOJbHbIA, I'MJAHTOMHOBBIA M HEKOTOpbIe
Jpyrue CUHADOMBI, STHOJIOTUS KOTOPBIX yCTAHABIMBAETCA MPU
IleJleHalpaBIeHHOM cOope aHaMHe3a, OTHOCALIErocs K IIePBBIM
HezienAM OepeMeHHOCTH. Bpojx/ieHHbIMY HepenKo OBbIBAIOT HACHeN-
crBeHHble 6oe3nn oOMeHa BeiiectB (HBO). Ioka3anus as 6uo-
XMMUYeCKOH U MOJIeKyNApPHO-TeHeTU4eCKO! AMarHOCTUKU TaKUX
Gome3Heil y MiafieHIleB — PBOTA, OTKa3 OT MHILHU, CYJOPOTrH, THIIep-
BeHTWJIALUA, JleTaprus, KOMa, eJTyxa, TIepTepMusl, U3MeHeHHbIi
TOHYC MBIIIII.

6. Pe3lCTeHTHOCTh K HauGoJee pacCnpoCTpaHeHHbIM MeTO-
aam tepamuu. OznHa M3 0COOEHHOCTEeN HAC/Ie[CTBEHHBIX 6oJie3-
Heil — He3(PeKTUBHOCTh JieueHHs:, XOTS U He abCONIOTHAs. DTO
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BIOJIHE TOHATHO, IIOTOMY YTO <HCIIPAaBUTh» IIePBUYHBIE 3BEHbB,
Jlae ec/ly U3BeCTeH MepBUYHBIM IPOAYKT MyTAaHTHOTO reHa, Aaje-
KO He Bcerga ynaercsi (MYKOIIOJMCAXapUZO3bl, MHUOAUCTPODUS
Jiomenna, HeiipopubpomaTo3). EcTecTBeHHO, YTO TOJIEPAHTHOCTD
K JIeYeHWIO CBOMCTBeHHa He BceM Oosie3usiM. Ecii pacuudpoBaHbl
KJTI04YeBble 3BeHbs MAaTOreHe3a, TO Pa3pabaThIBAIOTCS U YCIENIHbIe
MeTozibl iedeHst. HeKoTopsie 3a60ieBaHys U3 IPYIIIIBI yCTOUYMBBIX
K Tepanuy MepexofiAT B IPYINY IOJJAIOMMXCA JeyeHuIo (TemnaTo-
JIEHTUKYNIPHAs ZlereHepanus, lienuaxkus, MB).

1.3. KNMHUKO-TEHEANOTMYECKNIA METOLL

Teneanorus B IIMPOKOM CMBIC/IE CJIOBA — 3TO POAOCIOBHAf.
TeHeanorn4yeckuil MeTol — MeTOZ POAOCJIOBHBIX, TO €CTh IIPOCTIe-
XuBaHKe 60e3Hn (WM NPU3HAKa) B CeMbe WJIM POAY C YKa3aHueM
THIIA POJCTBEHHBIX CBA3EM MEX/y 4JeHaMU POLOCIOBHOU. B menu-
LVHCKOM TeHeTHKe 3TOT MeTOZ Ha3blBaeTCs KIMHHMKO-TeHeaJsio-
THYeCKHM, TOCKOJIBKY pedb HAeT O HAGJII0IeHUH MaTOIOTYeCKUX
[PU3HAKOB C IOMOIIBI0 KIMHIIECKOTO 06CIeI0Ba S

TeHeaorm4ecKuil MeToZ OTHOCUTCSA K HanboJiee YHUBEPCAIbHBIM
MeTolaM B MeJVLIMHCKON reHeTuKe. Ero mMUPOKO NPUMEHAIOT B
LeJIAX MeJUKO-TeHeTUYeCKOro KOHCYJIbTUPOBAHUA [/ yCTaHOBJIe-
HUA HACJIeICTBeHHOTO XapaKTepa IPU3HaKa, Iy OIlpeZieleHUH TUIa
Hac/leJOBaHUA U TIeHeTPAaHTHOCTH T'eHa, aHaIn3e CLeNJIeH!sI TeHOB U
KapTMPOBaHUU XPOMOCOM, U3y4eHNUH MHTeHCUBHOCTU MyTallUOHHO-
ro mpotecca, pacin$ppoBKe MEXaHU3MOB B3aUMOZIEHCTBYSA T'€HOB.

CyTb reHeasoruueckoro MeTozla CBOAUTCA K BBISBJIEHUIO POJO-
CJIOBHBIX CBf3ell U IPOCJIEXMBAHUIO NIPU3HAKa WM OOJIE3HHU Cpe-
Iy ONM3KUX W [albHUX NPAMBIX M HENpPSMBIX POLCTBEHHUKOB.
TeXHUYeCKH OH CKJIA[bIBAETCA U3 ABYX STAllOB: COCTaBJIEHUs POLO-
CJIOBHO¥ Y reHealorMyecKoro aHajanusa.

CocrasyieHrie poJOCIOBHOM CONPOBOXKAAIOT KPATKOM 3alUCHIO O
Ka)XXZIoM ee 4JieHe (JlereHzia poJOCJI0OBHOM).

IIpy npuMeHeHUU TeHeaJorn4ecKoro MeToja B POJOCIOBHOU
B&XHO OTMeYaTh OOC/Ie[OBAHHBIX HA HA/MMYMe TPU3HAKA (MOXHO
UCIIOJIb30BaTh CBeNeHNA U3 OOBEKTUBHOIO MCTOYHUKA, HApUMep
U3 ucTopuu HOJIE3HN) U HeoOCNeOBaHHbIX, CBEJEHUSI O KOTOPBIX
[OYepPIHYThl U3 OTBETOB MPOOAHIA MM POACTBEHHHKOB, a TAKXKe
u3 aHker. Ipy6asi ommnOKa — KMCKYCCTBEHHOE YKOPOUYEHHEe 3BEHbEB
POZIOCIIOBHOIA M3-3a TpyAHOCTei obcnenoBanus i 11 u IIT crere-
Heil POACTBa, 0COGEHHO ecIi He YKa3blBaeTcs, Y KOro U3 4JIEHOB
POZOCIIOBHOM [EHCTBUTENBHO He OBbLIO POJCTBEHHHUKOB, 8 ¥ KOTO
CBeZIeHUs He COOPaHbI.

Od4eHbp BaXHO IPOBECTH JIMYHBIA OCMOTP M JIONOJIHUTEIbHOE
o6crenoBaHue POICTBEHHUKOB GOJIBHOTO, €CIM 3TO0 HeoO6X0IUMO.
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Ilpu cbope ceMeHHOro aHaMHe3a JXeJaTelbHO HCIONb30BaTh U
ZpyTye UCTOYHMKY MeJUIIMHCKOH ¥ reHealornyeckoil nHopMaum
(BBIMUCKM U3 UCTOPUM 0OJIe3HHU, JOMOBbIE KHUIH, 3alIMCH OTHEJIOB
3AI'C, ompoc nHPOPMATOPOB U T.1.).

OpHa M3 pacmpoCTpaHeHHbIX OMMOOK B NPUMEHEHHUH reHea-
JIOTUYECKOTO MeTOZla — OrpaHMYeHHe aHaJu3a TOJLKO OIPOCOM
POZICTBEHHUKOB (WM O POACTBeHHMKAX). IToMOIb KIMHUKO-TeHe-
aJIOTMYecKoro MeToJia B AMArHOCTHKe HACJIe[ICTBeHHOW NaTOJIOrMU
oueBuziHa. TaK, eci B POOC/IOBHOM OGHApYXeHa Haclie/CTBeHHAst
GoJie3Hb U aHAJIM3 [I0KA3bIBA€T BO3MOXHOCTH ee Iepesiadn npobaH-
1y, TO JaXke TIPU CTePTO KIMHIYECKON CMIITOMATHKe y mpobaHza
(4TO ¥ CcTaNO MPUYKMHOI TTOAPOOGHOTO reHeaIornyeckoro 06cieoBa-
HUS) MOXXHO YCTaHOBUTb AVATHO3 JAHHO HAaC/eICTBEHHOH GOJIe3HM.

1.3.1. TeHeanoruyeckuit aHanus

ITepBasa 3azava npy aHaau3e POAOCIOBHOM — YCTaHOBJICHHE
HaCJIeCTBEHHOI'0 XapaKTepa npu3Haka. Ecim B pofocioBHOM
BCTpeYaeTcs OfIMH U TOT ke PU3HAK (WK 60JIe3Hb) HECKOJIBKO a3,
TO MOKHO ZIyMaTb O €r0 HacJIeCTBEHHOM IPUPO/iE, HO NIPeX/e BCero
Hazlo MCKJIIOYUTb BO3MOXHOCTb (EHOKOIHUH.

Bropas 3azaya — yCTAHOBJIEHHME THIIA HACJIeAOBAHUA, eCiU
Oyzer oOHapy)KeH HacIeACTBeHHbIN XxapakTep mpu3HakKa (60se3HH).
[l 3TOr0 UCHOJb3YIOT NPUHLUIILI TeHeTUYeCKOro aHalu3a U pas-
JINYHBIE CTATHUCTHYIECKKE METO/bI 00PaBOTKU [IaHHBIX, COOPAHHBIX
He U3 OZIHOH, a M3 MHOTHX POJIOCJIOBHBIX, YTO fABJISETCA yXKe Uccie-
JIoBaTeIbCKOM 3azadeit.

OcBoeHMe MeTOZIOB KOJIMYeCTBEHHOH OLleHKM CerperanMoHHOM
qyacToThl (paciiensieHus) 6one3Heil WM OUCKPETHBIX MeH/eNupy-
IOI[MX NIPU3HAKOB B IOTOMCTBe TpeOyeT CrieluaabHON TOATOTOBKHL.
3zmech OHU U3narathcs He OYAYT.

s pellleHUsA TeHeTU4YeCKUX 3a7ad II0 aHaau3y POJOCJIOBHBIX
Bpay ZOJDKEH MMETh CIeLMalbHyI0 MOATOTOBKY. Ecii HeoGxoanM
yIIyOJIeHHbIA KIMHUKO-TeHealoTIecKuil aHaamu3, To Bpad obuieit
IIPaKTUKY HAIPaBJIsAeT CeMbIO B MeIMKO-TeHEeTUYECKYI0 KOHCYJIbTa-
IMI0 K Bpa4y-TeHeTHKy. BMecte ¢ TeM Bpauy oblieii MpaKTUKHU Hazi0
3HaTh OCHOBHbIe KDUTePUY Pa3HbIX TUIIOB HACJe[JOBaHUS, KOTODbIE
NPUBOJATCA HUKE.

Jins GonesHeii ¢ ayTOCOMHO-XOMHUHAHTHBIM THIIOM HacJje-
JOBaHMA XapaKTepHBI cleAyomye TUMHYHbIe IPU3HAKH.

1. bosne3ns BCTpeyaeTcs B KaXZ0M IIOKOJIEHUY POAOCIOBHOM, YTO
Ha3bIBAIOT Nepeiayeil 601e3HN 110 BePTHKAIIH.

2. CooTHoliteHre 60TbHBIX U 3M0POBBIX mpubmmkaercs K 1:1.

3. Y HOpMasbHBIX feTei GOMBHBIX POAUTENeH POXKAAIOTCS HOP-
MaJlbHbIe [IeTH.
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4. Yuco 60MbHBIX MaTbYMKOB U IEBOYEK PaBHOE.

5. BosbHble MYXYUHBI U JKEHIIUHBI C PaBHOW BePOSITHOCTHIO
repeaaroT 60JIe3Hb CBOUM JI0YEPSAM U CbIHOBbSIM.

6. Yem Gosbliie 60JIE3HB OTPAXKAETCS HA PENPOAYKLMH, TeM GOJIb-
IIIe JIOJISl CIOPA/iTYecKuX cIy4aeB (HOBblE MyTallUH).

7. TOMO3UTrOThI MOTYT POXKAATHCS OT ZIBYX OOJNILHBIX POAUTENEN.

Bose3Hb y HUX [IPOTeKaeT OOBIYHO TsKeliee, YeM Y TeTepO3UroT
(Tak Ha3bIBaeMOe MOJyJOMUHAHTHOE HacleZoBaHue). JIOMUHAHTHO
HacJleflyeMble COCTOSTHUSI YacTO MMeEIOT MOJMMOpPQHbIE KIMHUYe-
CKYe NPOSIBJIEHNS He TOJIBKO B Pa3HBIX CEMbSIX, HO U y 4JIEHOB OZHOM
ceMbr. Hampumep, mpu HelipodubpomaTos3e y ofHUX GOJNBHBIX B
CeMbe MOTYT GBITh MHO)KECTBEHHbIE HEHPOPUOPOMEL, a y APYTHX —
JIUIIb eIUHIYHBIE KOXKHbIe posiBieHrss. OCOGeHHOCTDb psilia JOMHU-
HAaHTHBIX Oosie3Hell — BBICOKAs BapuabeNbHOCTh CPOKOB Hayasa
GoJe3HM JjaXke B Ipefiesiax OIHOM CeMbH.

Haubosnee 4acto BCTpeYalOTCs CleAyIONINe TeHHble GOJIe3HH C
ayTOCOMHO-/JOMUHAHTHBIM TUIIOM Hac/leZOBaHUs: Heiipodpubpo-
maro3 I Tuma (Gone3nb PekinmurayseHa), cuuapombl MapdaHua,
Snepca—[lanno, axOHAPOIUIA3Wsi, HECOBEPIIEHHBIA OCTEOreHes,
MUOTOHUYECKast JUCTpodus, Xopest [eHTUHITOHA U PSIZ| APYTHX.

BoJie3HH € ayTOCOMHO-PeleCCUBHBIM THIIOM HacJIeA0BaHH A
HPOSIBIISIIOTCS TOJBKO ¥ TOMO3UTOT. [eTepo3uroTsl GpeHOTUINIECKH
(KJIMHMYeCKU) He OTJMYAIOTCS OT 3/[0POBBIX JIIOZEH C IByMS HOP-
MaJIbHBIMU aJUIeJISIMA.

IIpy pefKMX ayTOCOMHO-PEIIeCCUBHBIX 3a00JIeBAHUAX OOBIYHO
OTMeYaloT Clie/lyioliee.

1. Poputesny 06bIYHO KJIMHUYECKU 3/J0POBBI.

2. Yem GoJiblile ZIeTeii B ceMbe, TeM GOJIbIe BEPOSITHOCTh UMETh
6osee 0IHOTO GOJILHOTO pebeHKa.

3. YeM pexxe BCTPeYAeTCS] MYTAHTHBIN TeH B HOMYJISLUU, TEM
Yaiie poJuTeNnu 601bHOr0 pebeHKa SABJISIOTCS KPOBHBIMU PO/ICTBEH-
HHUKaMHU.

4. Ecyit 6051bHBI 002 CYTIpyTa, TO BCE AeTH 6YAYT 60IbHBIMIL

5. B Gpake 60OJBHOrO CO 3[0POBBIM POXIAIOTCS HOPMAJIbHBIE
neTu (ecny 370POBBIN He TeTepo3UroTeH MO TOMY K€ MyTaHTHOMY
TeHy).

6. B 6pake 60JILHOTO C HOCUTEJIEM MyTaHTHOTO aJUiefist POXKaeT-
cst 50% GONBHBIX [eTeii, YTO UMUTHPYeT IOMUHAHTHbIH TUI HACTIe-
noBaHuA (TICeBIOZIOMUHUPOBAHNE).

7. O6a 1oJj1a MOPAXKAITCS OIUHAKOBO.

Bpaku, B KOTOPbIX 002 POJUTEJIsI T€TePO3UTOTHBI, BCTPEYaIoTCsI
HanboJIee YacTo.

Bpaku 1ByX rOMO3UTOTHBIX JIFOJlel O4eHb pefkd. EcrecTBeHHO,
YTO BCe IETH B 3TUX CEMbSIX OyAyT rOMO3UTOTaMH, a TOTOMY 60Jib-
HbIMU. B TeX ceMbsiX, B KOTOPBIX ¥ OOJbHBIX poauTesieit (HarpuMmep,
anbOMHOCOB) POXAAJIUCH 3[0POBbIE JIETH, TAKOE HECOOTBETCTBHE
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00BACHAETCA MYTaLMsAMU B Pa3HBbIX reHax. Takue JieTH ABJAIOTCA
JBOMHBIMY TeTepO3UroTaMu.

Bpaku retepo3urot (370pOBbIX) ¢ roMo3urotamut (6ONbHBIMIM)
B OCHOBHOM KPOBHODOZCTBeHHble. COOTHOILIEHNE YKCIa GONBHBIX
Y 37I0POBBIX paBHO 1:1.

HauGonee TUMuYHBIMU 0OJE3HSIMU C ayTOCOMHO-peleCCHB-
HBIM THUIIOM HaclefoBaHus sBiasAoTca MB, ®KVY, ramakrozemus
(TAJD), rematosieHTUKyAsApHas nereHepanus (6o0je3Hb BuibcoHa—
KonoBanosa), afipeHOreHUTaNbHbINA cuHApoM (AT'C), Mykononuca-
Xapuz03bl U MHOTHE JIpyTHe.

OCo6eHHOCTH Hac/efloBaHusA 6oJie3Hel ¢ X-cuenjieHHbIM AOMM-
HaHTHBIM THIOM HaCJIefOBaHMA OOYCIIOBJEHbI TeM, YTO Y JKEH-
IIVH /iBe X-XPOMOCOMBI, @ Y My>KYMH OfHA. YHACJIeJ0BaB OT OJHOTO
U3 poAuTeNell MaTOJOTMYeCKUH aellb, )KeHIMHa ABAeTCS reTepo-
3UTOTOM, 8 MyX4YMHa — reMU3UTOTOM. JJMarHOCTUYeCKUMY OPUEHTH-
paMH ABJAIOTCA CIeyOlye NPU3HAKU.

1. TTopa)aroTcs ¥ MyXX4UHBI, ¥ XEHIIUHBI, HO 60JIbHBIX JKeHIUH
B 2 pa3a 6oJIbllle, YeM MYKUKH.

2. BosbHBIE KEHIWHBI IepejaloT NMAaTOJOTMYeCKUH ajuieNb B
cpenHeM 50% cbiHOBel u 50% nodepeii.

3. bonbHOM My)X4YMHA IepefiaeT NaTOJIOTUYEeCKUN ajieb BCEM
JouepsM U He TepefiaeT CbIHOBbAM, MOCKOJNbKY OHH MOJY4alT OT
oTHa Y-XpoMOCOMy.

4. B cpenHeM JKeHIIMHbI (OHU TeTepO3UTOTHBI) GOJIEIOT MeHee
TSKEJI0, YeM MY)XUHMHBI (OHY reMU3UroTHbI). Bose3Hs 6onee Bapua-
GeJbHa 110 KIMHUYEeCKUM IPOSIBIIEHHSAM Y TeTePO3UTOTHBIX JKEHIIVH.

ITo X-crenneHHOMY IOMMHAaHTHOMY TUITy HAaCJeyeTcsl BUTAMUH
D-pe3ucreHTHbIIA paxuT (HaciencTBeHHasA runodocdaremus). Ecnmu
6ome3Hb TsKenas U JeTajbHa y FeMU3UTOT (CHHAPOM HeZepKaHUs
NUIMeHTa, POTO-Julle-NajbLeBOl CUHAPOM, cuHApoM [onbTha-
TopivHa), TO BCe MalbYMKH NOTU6aI0T. BOJIbHBIMU OBIBAIOT TOTBKO
JIeBOYKH.

ITpu Gone3HsX ¢ X-ClelUIeHHBIM PerlecCUBHBIM THIIOM HaC/ezo-
BaHHUs JKeHIIVHbI NPAaKTU4eCKU BCera reTepo3UroTHLI, TO €CTh OHU
deHOTUIIYECKY HOPMAJIbHBI (3710POBbI) U SABJSAIOTCS HOCUTENSMH.
BoNbHBIMU B GOJIBIIMHCTBE Cy4aeB OBIBAIOT TOJBKO MYKYMHBL
XapakTepucTUKK 60JIe3Hel 3TOro THIA Pa3IMYalOTCA B 3aBUCUMO-
CTH OT PeIpOAYKTUBHOTrO craryca. Ecim penponykTrBHASA QYHKLMA
y GOJbHBIX HApylIeHa — HampuMep, IPU MBILEYHON AUCTPOPUU
MioumenHa-bekkepa, — TO POAOCIOBHbIe UMEIOT ClIeAyIOlIYe XapakK-
TEPUCTUKHU.

1. BosbHBIE TOJBKO MaJb4YMKU.

2. Oxono 2/3 cny4aeB mepefaeTcsi OT MaTepeii-HOCUTENbHHUII,
1/3 Bo3HUKAeT B pe3y/bTaTe HOBBIX MyTalUii B X-XPOMOCOME MaTepu.

3. B yHacJienoBaHHBIX Cy4yasX y GONbHBIX Majb4MKOB MOTYT
ObITh GOJIbHBIE O6PAThS U [SIIU 110 MATEPH.

4. HoBble MyTaluy ABJIAIOTCA CIOPAANIECKUMU CTYYasMU.
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5. Cectpbl 60JIBHBIX GpaTheB PY YHACIEOBAHHBIX CIy4asax MMEIOT
50% BepOSITHOCTD GBITh HOCUTENISIMU IIATOJIOTHYECKOTO aJlTedisl.

6. CecTphI-HOCHTEeNBHALBI TepenaoT reH 50% cbiHOBe# (0HU
607bHbI) 1 50% Kovepeil (OHU HOCUTENLHHUIIbI).

7. 30pOBBIe MYXKUHHBI He MepesatoT 60oIe3HM.

Ecny pempopykuusa NMpH KOHKPETHOH 6osie3HM He HapylleHa
(remodunus, HenocratouHocTs I-6-®IT), To HacnenoBaHue GyaeT
CIIeYIOLIKM.

1. onst yHacnenOBaHHBIX cIydaeB — Gosee 2/3.

2. bonbHbBIE MY)XYMHBI [1€PEJAIOT NTaTOJOTMYECKUH ajieslb BCeM
CBOMM JI04epsIM U HUKOMY U3 ChIHOBeHl.

3. Bce QeHOTUMIIECKM HOPMAJIbHBIE 104epy GOJBbHBIX MYXIUH
ABJIAIOTCSA HOCUTEJIbHULIAMU.

4. B 6Gpake >XeHIVHBI-HOCUTEJIbHULBI C GOJBHBIM MYXXYHHON
cpenu nodepeit 50% — GonbHble, 50% — HOCHTENBHHUIIBI, CPeH
cbiHOBel 50% — GosbHbIe, 50% — 370pOBBIE.

5. VIHorza retepo3uroTHbIE XeHIUHbBL MOT'YT OBITh GOJIbHBIMH B
CBA3M C He CJIy4aiiHOl reTepoXpoMaTHHUA3ALMEH XPOMOCOMBI C HOP-
MaJIbHBIM aJjljleJieM BO BCeX WJIM IIOYTH BO BCeX KJIeTKax.

K X-cuensieHHbIM peliecCUBHBIM 00JIE3HAM OTHOCATCA reMogu-
JIvist, MblevHast quctpodus JomenHa—-Bekkepa, CMHAPOM XaHTepa
(Mykomomnucaxapuzo3s II tuna), curapom Jlema-Haitxana v MHOTHe
Ipyrue 3a60yieBaHuUs.

Y-cuensieHHbI THIN HacleAoBaHMs. Jloiro nojaraad, 4To
Y-XpoMocoMa COZIepXXUT TOJNBKO TeTepOXPOMATHHOBBIE Y4aCTKU
(6e3 rexoB). Hogeituine nccienoBaHus MO3BONMIA OOHAPYXHUTh U
JIOKAJIM30BaTh B Y-XpPOMOCOME psAJl FeHOB: AeTePMUHUPYIOIIUI pa3-
BUTHE CEMEHHHIKOB, OTBEYAIOIINii 3a criepMaroreHe3 (¢$pakTop a3oo-
CIIepMUH), KOHTPOJIMPYIOMUM MHTEHCUBHOCTb POCTA Tella, KOHed-
HOCTel U 3y60B, ONpezie AN OBONOCEHHE YIIHON PaKOBHHBL

ITpusHak nepesaeTca OT OTLA BCeM MalbyvKaM. EcTecTBeHHO,
YTO IIAaTOJIOTMYeCKUe MyTally, 3aTparusaionive (GOpMHUpOBAHHE
AWYeK WM CIepMaToreHe3, HACIeA0OBATbCA He MOLYT, IOTOMY 4YTO
TaKKe UHAVBU/BI CTEPUTBHBL.

K HacnezcTBeHHBIM G0JI€3HAM, EPealoUMCs He TPaJULUOHHO,
TO eCTh He II0 3aKOHaM MeHzess, OTHOCATCS, B Y4CTHOCTH, MHUTO-
XOHApUanbHbIe 6ose3nn (MB). MutoxoHIpUanbLHOE HACTIeI0Ba-
HMe MMeeT CJIe/iylollye IPU3HAKK:

1) 6o7e3Hb NepenaeTcs TONBKO OT MaTepy;

2) GOJIbHBI U IEBOUKH, U MaJIbYMKHL;

3) GonbHbIE OTILIBI He TepeaaioT 60e3Hb HU J0YepsiM, HU ChIHO-
BbSIM.

HakomnseHHbI OIBIT MO3BOJXAJ PEKOMEHZOBATh AJSA MCIOJb-
30BaHUA TPAKTUYECKUMM BpadyaMM CIeAyIIUX [OKa3aHWH A
HallpaBJIeHNsl Ha KOHCYJbTAllUI0 K Bpauy-TeHETUKY U NPOBeJeHus
71a6OpPaTOPHBIX MCCIEAOBAHMIA C LIeJIbI0 PAHHE!N AMarHOCTHKY reHe-
THYeCKU 00ycIOBIeHHbIX 3a60eBanuii (Tab. 1.1).
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Tabnuua 1.1.MokazaHus Ans HanPaBneHst Ha KOHCYNbTaLMIO K CeLnanmeTy-
TEHETUKY

1. ITiobble XpoHW4eckne 601e3HN AETCKOr0 BO3pacTa HEsICHOTO NPOUCXOXKAEHNS.
2. OTCTaBaHMe B NCUXOMOTOPHOM Pa3BUTUM PeBeHKa (MOCne UCKNYeHNs
BHELUHWX NPUYUH — NOCNEeSCTBUA POAOBOI TPABMbI, HEMPOMHAEKLIM W Ap.).
3. OTcTaBaHne Unn yCKOpeHne n3n4eckoro passuTus, B TOM Yucne
HapyLLEHWs pocTa U NUTaHNA.

4. MHoxecTBeHHble BIP.

5. CoyeTaHHble NOpaXXeHMs PasNnyHbIX OPraHoB U CUCTEM (Hanpumep, rnas u
HEPBHOI CUCTEMbI, CYXa, KOXM U T.4.).

6. BpoxaeHHble fiechopmauum ckenera (rpyaHON KNeTKu, NO3BOHOYHMKA,
KOHEYHOCTeR 1 ap.).

7. OXMpeHWe B COYETAHMM C NOPAXKEHWNEM rNa3, LLEHTPaNbHON HEPBHOM
cuctembl (UHC) n gp.

8. YNopHO TekyLniA, He NOAAAIOLLMIACA 0ObIYHOMY NIEYEHUIO PaxuT Y AeTeN.
9. XpoHn4eckas 6pOHX0NEro4Has NaTonorus HesiCHOro reHesa.

10. 3a6oneBaHuns NoYeK (CemeiHble cyyau). 3a6onesaHus,
CONPOBOXAAIOLLMECH N3MEHEHMEM LiBETA U 3anaxa Moy,

11. ToBTOPHbIE aHaNorM4Hble 3a60/1eBaHNS B CEMbE 1 XPOHWUYECKME 6OSIE3HN
6N13HELI0B.

Moka3aHuamu Ans 06palLeHns cynpyXeckux nap U 0TAENbHbIX UL N0 NoBoAY
Me[MKO-TeHETUYECKOro NPorHo3a 3A0poBbA OYAYLIMX AETEH CyXKaT:

1) Hannyme B ceMbe pebeHKa C J1I0601 HACNeACTBEHHOWN 60NE3HbIO UNn
nedexkTom;

2) HacnefCTBEHHbIE 60NE3HM Y 6NIM3KIUX UAN OTAANEHHBIX POACTBEHHUKOB;
3) npoheccroHanbHble BPEAHOCTU Y 6YAYLLNX CYNPYroB, MHAYLMPYIOLLME
BO3HUKHOBEHWE MyTaLMIA;

4) ankoronu3M MM HapKOMaHus y OAHOIO M3 CynpyroB (KeHbl);

5) KPOBHOPOLCTBEHHbIE 6paKM Y Y1IEHOB CEMbU;

6) MepTBOPOXAEHUA 1 BbIKWIBILLN B CEMbE.

MoKka3aHKA U KOHTUHIEHTbI WL ANA NPOBEAEHUA XPOMOCOMHOI0 aHanu3a

M KapuoTUNMpOBaHMs:

* MHOXXECTBEHHbIE NOPOKMN Pa3BuUTUS;

* 0NIMroOpeHus B COYETaHUM C YepTamMm BHYTPUYTPOBHOro aucreHesa unu BIP;

* 0NIMroOPeHMs B COYETAHNM C BbIPXKEHHbIM (OM3NYECKM HELOPa3BUTUEM,
B 0COBEHHOCTU C MMNOreHUTaNN3MOM,;

* )KEHLLUMHbI, CTPAfaKLL e NOBTOPHLIMM COHTAHHbIMI abopTamu;

* )KEHLLMHbI, UMetoLLmMe B aHaMHe3e MepTBOPOXAEHHbIX AeTel unu aeTei
C NOpOKaMu pa3BuTis; 06CNe0BaHINI0 NOANEXAT TAKXKE U UX MYXbS;

* CYNpyru, ymepLuve 4eTi KOTOPbIX UMENN MHOXECTBEHHbIE MOPOKN
pas3BMTUS UK NOATBEPXAEHHbIE XPOMOCOMHbIE CUHAPOMbI;

* C6CbI 60NbHBIX (MTP06aHA0B) 1 ApYyrie POACTBEHHUKN AETOPOHOMO
BO3pacTa B Cry4ae BbIABNEHUS CTPYKTYPHON NEPecTpoikm y npobaHaa
U HOCUTENbCTBA XPOMOCOMHOI aHOMaiK y ero poauTenei;

* y Nn0aa npu 6epeMeHHOCTM C BbICOKUM PUCKOM POXAEHUS pebeHKa
C XpOMOCOMHOIA narosiorueit.

Moka3anus gna npoBeAEHUA MONEKYNAPHO-LUTOrEHETUYECKOr0 aHanK3a:

* Te Xe, YTO 1 B NPeAbIAYLLEM Cly4ae, HO NPU OTCYTCTBUN XPOMOCOMHbIX

AHOManuit Npu cTaHAApPTHOM KapuOTMNMPOBAHNN
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1.4.TIPOBNEMbI ANDOEPEHLIMANBHOO IUATHO3A
B KNNHUYECKOW TEHETUKE

Ipu nuddepeHunanbHON ANATHOCTHKE HACIEACTBEHHOTO 3a60-
JIeBaHMST Ha OCHOBAHUM KJIMHUYECKUX TPU3HAKOB, MO-BUAUMOMY,
MOJHO KCI0JIb30BaTh 06OGIIAIOIMI MOAX0/, OIM3KHUIM K aIrOpurT-
MU4ecKo# npouenype. OH NpeAcTaBiieH PALOM CTyIeHe.

1. CocraBnseTcs nepe4eHb KIMHNYECKUX NIPU3HAKOB Y KOHKPeT-
HOro 60JIBbHOTO.

2. Ha ocHOBe OnMCaHHBIX NPU3HAKOB COCTABJIAETCA INEPeYeHb
BO3MOXHBIX CXOZIHBIX 3200 IeBaHUA.

3. CocraBinsieTcs OmMcaHNe NPU3HAKOB [JIs1 KAXKOTO U3 B3SATHIX
3ab0eBaHUIL.

4. CpaBHMBAIOTCSl KJIMHUYECKUe TPU3HAKK Y GONBHOTO U MPH-
3HaKU y 3a60oseBaHus A. EC/IM OKaXeTcs, YTO CyIIeCTBeHHBIX OBIIIX
IPU3HAKOB MaJo, TO y 60JILHOTO He 6071e3Hb A. [IepexoAAT K IyHKTY
5. Ecnu cyIecTBeHHbIe IPH3HAKK O01IIHe, TO Y 60IbHOT0 60J1e3Hb A.
AJITOPUTM OCTaHOBJIEH.

5. CpaBHHMBAIOTCS IPU3HAKY (0J1€3HU Y GOJIBHOTO € IPU3HAKAMU
Gosesun B. Ecii OKakeTcsi, YTO CYIIECTBEHHBIX OOIIMX MpU3HA-
KOB MaJio, T0 y 6ojibHOro He 6Gone3nb B. Ilepexoasr K MyHKTy 6.
Ecnu cyuiectBeHHble Mpu3HaKy o0Iue, T0 y 601bHOTO 60e3Hb b.
AJTOpPHATM OCTaHOBJIEH.

6. Y Tax najee o Tex IOP, OKA He OYZeT yCTaHOBJIEHA TOXIe-
CTBEHHOCTb NPU3HAKOB 6OJIE3HH Y JAHHOTO GOJIBHOTO C OJHUM U3
nuddepeHINpyeMbIX 3a601€BaHUH.

Ho HasBaTh Takoil cmocob anddepeHINanbHON JUATHOCTUKY
QJITOPUTMOM HeJb3fl, TaK KaK OH, ABJAACH MAaCCOBBIM, He Xapak-
TepU3yeTcs OIpesielleHHOCThIO. JlefiCTBUTENbHO, KaK COCTaBUTD 110
JaHHOMY IepeyHIO IPU3HAKOB BeCh CIEKTP CXOAHBIX 3a60/eBaHNMIA;
KaK pasfieIiTh CyIIeCTBeHHbIe TPU3HAKK ¥ HECyIeCTBeHHbIE U
OTKyZa WX B3fTb; KaK OIpEIEeJIUTb, YTO NPU3HAKK HOCAT OOt
CyllecTBeHHbII xapakTep? Eciu 6bl yanock BIOJHE OMpe/eneHHO
Y TIOHATHO OTBETUTh Ha IOCTAaBJIEHHbIE BOIPOCHI, TO TOIZa OMNHU-
CaHHBIN MOAXOJ, BEPOATHO, MOXHO ObUIO OBl HAa3BaTh AJrOPUT-
MOM. AJITOPUTMBI B JuddepeHInanbHOM JUarHOCTHKE HOSBIAITCSA
TOIZa, KOIZAa COCTABJIeHA TOYHAsl OMUCh NMPHU3HAKOB Gose3Hell u
KOJINYeCTBEHHO OlLleHeH BepOSITHBI BeC KaXAOTO M3 HUX, TO eCTh
KOrZla Ha OCHOBe CTaTHUCTHYEeCKOTO aHammM3a OyAyT YCTaHOBJIEHBI
KOJINYeCcTBeHHble KPUTEPUH JJIs TPU3HAKOB CXOJHbBIX 3a00/1eBaHUIL.

JuarHoctuka u auddepeHiranbHas ANaTHOCTHMKA MOTYT GBITh
YCIEIHBIMH, eCJTE OHU 6a3UPYIOTCS Ha IOCTOBEPHBIX U OOBEKTUB-
HBIX JaHHBIX. JIJIsi CO3MAHMS IMATHOCTUYECKUX TPOrpamMMm Heob-
XO/IIMa, C OZIHOM CTOPOHBI, AeTajbHast 06paGOTKA MeAMIIMHCKHX
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IaHHBIX, IPe/ICTaBJIeHNEe UX B GOPMaNM30BaHHOM BUJE, C APYTOi —
CBeZIeHNs 0 YaCTOTHOCTH U YZeJIbHOM Bece KaXXZioro U3 PU3HAKOB
3abosneBanus. [103TOMy BakHOe 3HaueHue mpuobpeTaer cobiofe-
HYe MPHUHIMIA IPYNIUPOBKH MH(OpMaN¥K 0 GOILHOM H ero
Gosie3Hu. Best nHGoOpManys, mojydaeMast BpauoM MM HCCIIefi0Ba-
TesieM 0 GOJIBHOM, MOKET GbITh KIacCHHUIMPOBAHA MO HECKOJIbKUM
TPUHIMTIAM.

1. adopmanus 1o JOCTOBEPHOCTH:

* JI0CTOBepHas;

® [JOCTAaTOYHO JOCTOBEpHAs;

* MaJIOBEPOSATHAS UK HELOCTOBEPHASL.

2. ndpopmarnus 1o JUarHOCTUYeCKOMY 3HAYEHHUIO:

* NIaTOTHOMOHWYHAf;

® YCIIOBHO-Crienuduyeckas;

* Hecrenuduyueckas;

* ciy4aiiHas, He MMeIOIIAsl OTHOLIEHWS K HACTOSAIIEMY COCTOS-

HUIO 6OJIBHOTO.

Heo06xoauMo#t ¥ MaTOrHOMOHWYHOM WH(pOpMALUen SBIsSeTcs,
Hanpumep, DKI-npusHak — yanuHenne Q-T — Ipu CUHApOMeE
ynnHeHHoro unTtepBaia Q-T. Crelnuyeckasi TaTOTHOMOHMYHAS
MHGOpPMALIMS CIYXKUT MPEANOChIIKON AOCTOBEPHOTO [MarHosa c
HCIIOb30BaHUEM YCIOBHO-KAaTETOPUIECKOr0 MK MIPOCTOTO KaTero-
PUYECKOTO CUIIOTH3MA.

YcnoBHO-crienuuyeckas — XKeJTyxa, pBOTa, OTEKH, SPUTPOLIH-
TypUs ¥ T.IL

YcnoBHo-cienuduyeckas nHGOpPMALMA, a TAaKXe HENOJHbIe
creriuduyIecKiue CUHAPOMBI CIyXKaT MpeArnocbUiKamMu s nudde-
PEeHIMAIbHON AUaTHOCTHKY ¥ BEPOSATHOTO JMArHo3a.

Hecrenuduyeckas uHPopMaiisa He MMeeT OOJBIIOTO JUArHO-
CTUYECKOro 3HaveHWs. DTa MHPOpMauus SBJISAETCS CIIeCTBUEM
TIaTOJIOTMYeCKOTo TIPOLiecca, JeXaliero B 0CHOBe 60J1e3HH, HO OTpa-
XaeT oHa obmue, Hecrernududeckue peakuun opraHuszma. Croza
OTHOCATCS CJeAiyIOlye MPU3HAKU: CIabocThb, GbICTpas yToMIse-
MOCTb, HOHIDKEHIE aNNeTuTa, HOXyAaHue, TONIOBHAs 00JIb, IIIOXOU
COH U JIp.

CnydaiiHasi vHGOpMaLUs — IPU3HAKY, He UMEIOIIIe OTHOIIEHUS
HM K OCHOBHOI 60JIe3HM, HM K COMYTCTBYIOIIMM 3a00JIeBaHUSIM:
pBOTa IIpU BBEIEHUM JIeKapCTBa, HEIePeHOCHMOCTb JIEKapCTBa,
TaXWKapAus MPY BOJHEHUY, 0OMOPOK IPY BUZE KPOBH U .

JlesieHue 9TO YCIOBHO, TAaK KAK OZIUH ¥ TOT )Xe CUMIITOM WK J1abo-
paTOpHBI TTOKa3aTeNb IPU OJHON 60JIe3HN MOXKET OBbITh YCIOBHO-
crenuduyecKM, Ipu APyroi — HecrelupuuecKuM, P TPeTbeM —
BTOPOCTEIIEHHbIM MJIH CTyYaiiHbIM; HO OH MOXET BXOJUTh B COCTAB
crennduYecKoro HacaeICTBEHHOTO CHHAPOMA.
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B B3 €O CIOXHOCTBIO AnMQepeHINaabHON OUAarHOCTUKA
HAaCJIe/ICTBeHHBIX GOJie3Hel /i paHHed BepudUKAIMU MATOJIOTUH
pa3pabaThiBalOTCSI KOMIIbIOTEPHBIE IPOrPaMMBbI.

OrpOoMHBIN CIEKTDP HAC/E[CTBEHHBIX GOJIe3HeH 1 MpPaKTUIecKast
HOTPeBHOCTD B IMarHOCTUKE MHOTOYMC/IEHHBIX pOPM HACTIeICTBEH-
HbIX 60J1e3Heit u BIIP BbI3bIBAIOT HEOOXOAUMOCTD B CPABHUTENIBHOM
aHayM3e JaHHBIX JIUTEPATyPbl. B CBSA3M C 3TUM yiKe HA NPOTHKEHUH
nocienuux 20 JieT CTasM CO3/aBaThbCsi KOMIBIOTEpHBIE HH(OP-
MalMOHHbIe 6a3bl AAHHBIX W JUAaTHOCTHYECKHE MPOrpaMMbl. KX
Ha3HaueHre — YCKOPUTh 1 06beKTUBI3UPOBATh BEIGOP AMArHo3a U3
MHOKeCTBA TeHeTUYeCKU Pa3HOPOAHBIX, HO KJIMHUYECKU CXOJHBIX
CHHIPOMOB U 60JIe3HeiA.

Karanorst HeoGXOAMMbI ISl MPAKTUYeCKOi paboThl KIMHMYe-
CKUX reHeTHKOB. OHM 06ecrneynBaOT MHGOPMALIMIO W SBJISIOTCS
rufaMu K “HGOpMaLyK IO /IMarHo3y, JeYyeHWI0 WM TeHeTHde-
CKOMY KOHCY/IbTUPOBaHHIO. [IOMCKM 1O OT/JeNbHbIM IIpU3HAKaM
(cuMnTOMam) UM KOMOMHALUAM [IPU3HAKOB MOTYT FeHepupoBaTh
nepeyeHb GOPM, B KOTOPBIX MPUCYTCTBYIOT TU MPU3HAKKM WM MX
koMbuHanuu. OOIIMY MPUHIUI JUaTHOCTUKKM C KMCIOJb30BAaHUEM
KOMIIBIOTEPHBIX MPOTPaMM 3aKJI0YaeTcss B TOM, YTO CHMITOMBEI,
BbISIBJIEHHbIE BpPAa4yOM, BBOJATCSI B KOMIIBIOTED M Ha MX OCHOBE
OCYIIECTBIISIETCSI KOMIIBIOTEPHBIN MOKUCK HanboJee BEpOSATHBIX Aua-
rHO30B. T10CJIe 3TOro Bpay MOXeT 0OGpaTUThCS 3a CIPaBKOM B 6asy
JlaHHBIX 110 BLIOPAHHBIM ANArHO3aM U TIOJIyYUTh ONUCAHIE CUH/PO-
Ma (umu 6osie3Hn) u faxe Gpororpaduu 60mbHBIX. TakuMm 06pa3oM,
Bpay MPUHUMAET pelleHre O AWarHo3e W BeIOUpaeT crmocob ero
BepuUKalUK, eCIU B 3TOM eCTh HeOHXOAUMOCTb.

KoMrbloTepHasi [MarHOCTHKA MO3BOJISIET MCIIOJIh30BaTh HAKOII-
JIEHHBII ONBIT U HAay4YHbIe 3HAHUSA O MPOSIBIEHUSX MATOJIOTUYEeCKO-
ro Npouecca Ha pasHbIX dTallax €ro pasBUTUA. B KOMIIbIOTEpHOU
MaMATH MOTYT XPAaHUTHCS CBEJ€HUSI O KIMHUYECKUX MPOSIBJIEHHU-
AX ¥ pe3yjibTaTax 00C/IeZIOBaHUS MPU CaMOU PEAKOW MaTOJIOTHUH.
B Hacrosiniee BpeMst KJIMHULMCTBI-TeHETUKHY YiKe He MOTYT paboTaTh
0e3 CpaBOYHO-AUATHOCTHIECKUX CHUCTEM.

IpuBoauM Hambosiee M3BECTHBIE KOMIbIOTEPHbIE HHPOPMAILH-
OHHBIe 6a3bl JAHHBIX W JUaTHOCTHYECKHe IPOrPAMMBI.

MeHzeneBckoe HaciaenoBanue 4denoBeka (Mendelian
Inheritance in Man. V.A. McKusick, cokpamenno — MIM).
VnrepHet-Bepcus On Line Mendelian Inheritance in Man — OMIM
(ampec B UnTepHere: http://www.ncbi.nlm.nih.gov/omim) — undop-
MalMOHHO-TIOMCKOBasi MYJIbTUMe/IUiiHasA cucreMa. Katazor cozep-
»uT 60stee 22 000 craTeil, 1 6a3a ero AaHHBIX €XeJHeBHO [ONOJIHA-
ercs1. B karasiore mpe/icTaB/ieHbl JAHHbIE O MOJIEKYJISIPHBIX lepeKTax
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IpU MeHZeNUPYIIUX 3aboneBaHUAX (TlepevyeHb HApyIIEHWH U
nepedeHb IPOAYKTOB NATOJIOTUUECKUX FeHOB); TeHeTUdecKre KapThl
JesioBeKa (ayTocoMHble, X- U Y-XPOMOCOMHBIe, MUTOXOH/[pUab-
Hble); ONHUCaHKe KaTaJoroB ayTOCOMHO-IAOMUHAHTHBIX MPU3HAKOB
1 6oJie3Hel, ayTOCOMHO-PeLieCCUBHbBIX, X- 1 Y-CLelUleHHbIX 60e3-
Hell ¥ MPU3HAKOB; KaTaJOT MUTOXOH/PUANBHBIX TEHOB; CIHCOK
JIUTEPATyphl; NpPeIMETHBIA yKa3aTeab. Kaxiaplil MeHAeIUpyOLui
NPU3HAK MMeeT IeCTU3HA4YHbI HOMep (Hampumep, PKY — MIM
261600). 3a Ha3BaHMeM NpU3HAKa U CUHOHMMAaMU CllefiyeT JlaKo-
HUYHOE onucaHue Goye3HH U ee reHeTUKU. CTaThsl 3aKaHYKUBAETCS
CIOHCKOM HauboJiee BaXKHBIX HCTOYHMKOB JIUTEPATyphl MO TeEMe.
Karasor cHa6eH MOJHBIM IPeAMETHBIM YKa3aTeJIeM.

Oxcdopackas meguumnHckas 6a3a nannbix (Oxford Medical
Database — OMD), koTopasi uUMeeT 7ABa Tmojpasjeiia — JIOH-
noHckylo 6asy ganHbIX (London Dysmorphology Database —
LDDB), BKiOYaOWylo cBefeHus Gosnee deM 0 2300 HexpoMmo-
COMHBIX CHH/IPOMAx, YU JIOHOHCKYIO HeHpOreHeTHdecKylo 6asy
nanHblx (London Neurogenetics Database — LNDB), conep:xa-
myio cBezierus Gosee yeM 0 2200 HACIIeNCTBEHHBIX 3a00JIEBAHUAX
LleHTpaIbHOM U nepudeprdeckoit HepBHOIA cucteMbl. Azipec OMD B
UurepHerte: http://dhmhd.mdx.ac.uk/LDDB/Iddb.html.

B pesysbTaTe YeTKOTO OMMCAHUS CHMIITOMOB, HabIIOAAIOMINXCA
y KOHKDETHOro GOJIbHOTO, YKa3aHHble AUAarHOCTHYECKHE CHCTEMBI
1 6asbl JaHHBIX TO3BOJIAIOT M3 BCETO MHOroo6pasus 3a60ieBaHuit
BBIZIETIUT HauboOJiee CXOAHble CHHAPOMBI IO (EHOTHITMIECKUM
npu3HaKaM. Bpau mosydaeT BO3MOXHOCTb IpOBecTH auddepeH-
IIMaJbHYI0 AUarHOCTUKY Cpelid OTPaHU4YeHHOTo IepedyHs HO30J0-
THii, BHIOPAaTh ONTUMAaJbHBIM ITaH JajbHelero oocie0BaHus U
nedeHusl GOJILHOIO WJIM HCIONb30BaTh MHGOPMALMIO /IS OLIEHKH
reHeTH4ecKoro prcka (porHo3 3abonmeBaHusy). JMarHOCTUYECKUi
YPOBeHb BbIABJICHUS HACJIe[CTBEHHON IaTOJIOTUU BO3PACTeT, eCln
obecrieunts 0O0MeH HMHQpOpMalueil depe3 3JeKTPOHHBIE CPeJCTBA
CBS3M BCeX MOJIb30BaTesell ITUX CUCTEM.

MexyHaposHOe IPU3HAHKE [I0JIy4nJIa aBCTPaIUiCKast KOMIIBIO-
TepHas CUCTeMa UeHTHGUKALMNY HaCJlefICTBEHHHBIX CUHIPOMOB —
POSSUM (Pictures of Standard Syndromes and Undiagnozed
Malformations). Kaxzblii 13 naeHTUPUIMPOBAHHBIX CHH/IPOMOB
ZOKYMEHTHPOBAH PSAZIOM CTaHAapTHHIX ¢oTorpaduil 1 onucaHueM
cuMnToMoB. OKOHYATe bHBIN UarHo3 6a3upyeTcsi Ha CpaBHUTEb-
HOU olleHKe u306paxkenus GonbHoro u Qororpaduu. CyiurecTByer
MapcelbCKasi CHCTeMa AMarHOCTHKH HacJIeICTBEeHHBIX GoJe3-
Heit GENDIAG (®paHuus), ocHOBaHHAas Ha 6ase CHMITOMOB U
pesyibratax QyHKIMOHANbHBIX P0o6. OHA BK/IIOYAET CBEZEHHs O
3000 npusHakoB. JluarHo3 oTBepraeTcs, Koraa y namueHra HabJio-
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JIAl0TCA TPU3HAKY, He IepedyrcyieHHble B CIMCKe CUMIITOMOB pac-
CMaTpHBaeMOil HO30JI0TMYeCKOi (OPMBI, U B MPOTHUBOMOIONKHOM
ciydae.

[l7isi 0JIb30BaHMs 3apyOeXXHbIMU CHCTeMaMK He0OXOAUMO 3Ha-
HHMe MHOCTPaHHOTO fA3blKa, NOITOMY B Halleil cTpaHe Ipennpu-
HUMaJIICh TONBITKM CO3/JaHUSl PYCCKOA3BIYHBIX NporpamMm. Tak,
B Menuko-renetideckoM HaydHoM 1ienTpe PAMH 6bina co3maHa
nporpamma «CMHI'EH» — SYNGEN (cHHApPOMBI TeHeTh4ecKue) —
WITIOCTPUPOBaHHAs, MHOPMAaIMOHHAs AUaTHOCTHYEeCKask CHCTeMa
npumepHo 1o 2000 cunapomoB BIIP venoBeka. Brutn pa3paboTaHbl
u apyrue nporpammbl: «<XPOHJAMUC»> — CHRONDYS (xpomo-
cOMHBIe ucMopduu) — MHGPOPMAIIMOHHO-TIONCKOBAs CHCTEMA IO
HapyLIeHUsIM Pa3BUTUSA XPOMOCOMHOH aThosnoru. OHa BKJIOYaeT
B cebst IaHHbIe O KIIMHIYECKON KapThHe Kaxaoro 6oyibHOro (Gosee
2000 GOJBHBIX) C MOHO- ¥ TPHCOMUSIMH; CIIPABOYHO-IUATHOCTHYE-
cKasi KommbioTepHast cucrema «TUATEH» jis tuarHocTuku 6osiee
1500 HacnenCTBeHHBIX CUHAPOMOB U 3a60/ieBaHUi B IETCKOM BO3-
pacre, paboTaomas B JuanoropoM pexxume; cucrema <I'YTEHOT»;
CHUCTeMa aBTOMATHU3MPOBAHHON JUATHOCTUKYU OCTEOXOH/POAUCILIA-
3uil y geteii (IMTO) npu UCNI0/Ib30BaHUY CIIELUATIBHOTO «UHCTPY-
MEHTaJIbHOTO CPeAICTBa» LIeHTPa UCKYCCTBEHHOro uHressnexkra UIIC
PAH SIMER+MIR i KOMIIBIOTEPHOU AWArHOCTUKU M BHIOOpa
TAKTUKY JiedeHHs1 OOJIbHBIX € STUME 3a00JIeBaHUAMH.

VMeroIyecs: KOMITbIOTEPHbBIE CUCTEMbI INATHOCTUKY U 6a3bl JaH-
HBIX OKa3bIBAalOTCA BeCbMa IOJIe3HbIMU IPU TNPOBeleHUU MeIUKO-
TeHeTYeCKOro KOHCYJIbTUPOBAHUSA U OIpeZie/leHNs] PUCKA BO3HUK-
HOBeHUs1 HaCJIeZICTBEHHOTO 3a601eBaHus, a TAKXKE MOTYT UCII0JIb30-
BaThCs B IPAKTUYECKO paboTe ISt JUArHOCTUYECKUX LeJieii.

1.5. CHH[IPOMONOMVYECKMI NOLX0
K AUATHOCTWKE

1.5.1. Cneyuchuyeckne cMMNTOMOKOMNAEKCHI B NpoLecce
BepuchuKaLmMm HacneacTBEHHON NaTonoruu

TouHasi W paHHss [OUATHOCTMKA HAaCJe[CTBEHHBIX 6oesHeit
MMeeT Ba)KHelilllee 3HaUeHNe KaK A7 CBOEBPEMEHHOIO BKJIOUeHHs
aZleKBaTHOM Tepanuy, Tak U A7 3GPeKTUBHOrO MeIVKO-TeHeTHYe-
CKOTO ITPOTHO3a U IpeNyIpeX/IeHUs IIOBTOPHBIX Ciy4yaeB 3a6o0seBa-
HUA B ceMbsAX. JlnarHocTuka obierdaercs, eciy 0OHAPyXUBAIOTCSA
[IaATOTHOMOHMYHBIe IPU3HAKY 3a60seBaHus. OfHAKO, HECMOTPS Ha
MHOTOJIETHHE Y MHOTOYHCJIEHHbIe MCCIIe/IOBAaHNSA, TaKUe NTPU3HAKH
ObLTM HafifleHbl JUIIb Uil eIMHUYHBIX 3aboseBaHUil (HampUMep,
yAnuHeHHbI uHTepBan Q-T mpu cuHApoMme yanuHeHHoro Q-T,



