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B Hacrosiiee BpeMsi, Kak U3BeCTHO, okoJio 5—7 % ne-
TeW POXIAIOTCA C PA3IMYHOM BPOXKIEHHON MAaTOJIOTUEN,
B TOM YHCJIE U C BPOXKIEHHBIMU TTopoKamu pa3Butus (BITP),
KOTOpBIE SBJISTIOTCS MpUYrMHOM nipuMepHo 30 % ciyvaeB
rneprHaTaJbHON U HeOHaTalbHOUM cMepTHOCTH [1, 2]. TTo
olleHKaM BceMupHOil opraHuzauuu 3IpaBOOXpaHEHUS
(BO3), B 2004 . mpubam3uTeabHo 7 % Bcex ciydaeB Heo-
HaTaJIbHOI CMEPTHOCTH B MUPE ObUIU BbI3BAHBI BPOKICH-
HeIMU HapymeHussMu [3—6]. CorylacHO oIpeaesieHUIO
BO3 (WHO, 2000) [3], K BpoXIeHHBIM HapyLICHUSIM
(congenital disorders) oTHOCST J1O0BIE MOTEHIIMAIBHO Ma-
TOJIOTMYECKYE HApYIIeHUS, BO3HUKAIOIINUE A0 POXKICHUS
pebeHka. OHM BKJTIOUAIOT B ce0sl Bce HapyIlIeHUsI, BEI3BaH-
HbI€ KaK TeHETUYECKUMU (haKTopaMu, TaK U haKkTopaMu
OKpY>Xalollleil cpebl, He3aBUCUMO OT TOTO, IIPOSIBISIOTCS
OHU TTPU POXKIECHUM U MaHU(ECTUPYIOT B TEUSHUE K13~

Hu [3]. To ecTb, Kak 0TMeUYeHO B JoKyMeHTax BO3, Hapy-
LIEHUS, TTPOSIBJISTIOIIMECS TIOC]Ie POXKIEeHMS (HO MHIYIIU -
pyeMble BHYTPUYTPOOHO), TakKXe MOXHO OTHOCUTh
K BpoxaeHHbIM. CoryacHo onpeneyeHuto H.I1. boukosa
10/ BPOXKICHHBIMU 00JIE3HSIMU ITOHUMAIOT TAKUE COCTO-
SIHUSI, KOTOPBIE CYIIECTBYIOT YK€ MPU POXICHUM peOeHKa
[7, 8]. BpoxneHHbIe 00JE3HU MOTYT OBITH OOYCJIOBIECHBI
HACJIEICTBEHHBIMU U HEHACJICACTBEHHBIMM (DaKTOPaMM.
B T0 e BpeMst He Bce HacJieICTBEHHbIC O0JIE3HU SIBJISIIOT-
¢ BpoxxaeHHbIMU (0Kos1o 50 %). HekoTopeble 3a001eBaHMsI
MPOSIBJISIIOTCS B IETCKOM Bo3pacte (MuonaTus JIionieHHa,
MYKOBHCIIMI03), APYrMe — B 3pejoM (MHUOTOHUYECKast
nuctpodus, xopest [EHTUHITOHA) U JaXKe B TTOKUIIOM BO3-
pacTte (0osie3Hb Anblireiimepa) [7, 8].

HacnencrBeHHbIe 00JIE3HU COCTABIISIIOT 4YaCTh TEHETH -
YECKOTo Ipy3a yejoBeka. [eHeTMUeCKuii Tpy3 onpeaess-
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€TCsI KaK CHUXKEHME CpeIHel TPUCIIOCO0IEHHOCTH TIOITy-
JISILIMY TIO CPABHEHUIO C MOMYJISIIIMEN, BCe WHIUBUIYYMbI
KOTOpOIi 00J1aAal0T TEHOTUIIOM, 00eCIeYMBaIOIIM MaK-
CUMAJIBHYIO MPUCIIOCO0JIEHHOCTD K YCJIOBUSM OOUTaHUS
[9, 10]. ITocTosTHHO MpOTEKAIOIIMIA MYTallMOHHBII TIPO-
1IeCC BHOCUT HOBBIE MyTallUM B TeHO(OH/I YeI0BeUYeCTBa,
a €CTEeCTBEHHBIM O0TOOP JIMOO COXpaHSIEeT U YMHOXAET UX
4uCyI0, 1100 MPUBOAUT K MX UcUe3HOBeHUIo. Hacnenct-
BEHHAasl OTITOIIEHHOCTh (TeHETUYECKUI TPy3) COBPEMEH -
HOTO 4YeJIoBeuecTBa COCTOUT U3 2 KOMIOHeHT. OnHa u3
HUX — HAaKOIUICHHbIE B MPOLECCE SBOJIIOLUU U UCTOPUN
YeJIoBeYeCTBA MaTOJOTMYECKHE MYTallMK, Ipyrasi — BHOBb
BO3HMKAIOIIUE B IMOJOBBIX KJIETKaX HACAEACTBEHHbIE 13-
MEHEeHWUs, epenaronmecs mokojaeHussM. O0beM BHOBb BO3-
HUKAOIIMX MyTallMii MOXET YBEJTUIMBATHCS MO BIMSIHUEM
MyTareHHbIX (PaKTOpOB cpedbl (MOHU3UpYIOLIasl paaua-
LMs1, XMMUYECKHe BelllecTBa 1 npyrue dhaxkropsl) [7, §].

K HacnencTBeHHBIM (reHeTHYecKUM) O6oie3HsiM (HB)
OTHOCSIT 3200JIeBaHUsI, 3TUOJOTMYECKUM (PaKTOPOM KOTO-
DBIX SIBJISTFOTCSI MyTallMU. B 3aBUCHMMOCTHU OT ypOBHS 110~
paxkeHMsI HacJeACTBEHHBIX CTPYKTYD pa3inyaloT TeHHBbIE,
XPOMOCOMHbBIE I TEHOMHBIE MyTalliM, a TAKXXe — IIUTe-
HETMYECKUEe MyTaluM (OTIMYAIOIIMECS OT MPEAbLAYIIMX
TUIIOB MYTallMii MHBIMU MeXaHuU3MaMu (HOPMMUPOBAHMS
U neiictBust). B 3aBUCMMOCTH OT TUITIA MOPaXKEHHbBIX KJIe-
TOK pa3nyaloT rTaMeTUYeCKHe 1 COMaTUIeCKUe MyTalluu.
HBb noapaznensitor Ha 2 rpyIIibl: TeHHbIE I XPOMOCOMHBIE
[7, 8]. IeHHBIe GOJIe3HM Pa3BMBAIOTCS BCIEACTBUE HATYUS
TEHHBIX MyTaLUii. XpOMOCOMHBIE 00JIE3HU (XPOMOCOMHBIE
aHoMmaJnu, XA) pa3BUBaIOTCS IMPU HAPYLIEHUN YMCIa WA
CTPYKTYPBI XpPOMOCOM (IIPU TEHOMHBIX U XPOMOCOMHBIX
myTaiusix). Bo3HMKHYB B IMOJIOBBIX KJIETKAX de novo, reH-
Hble MyTallMU TepedaloTcsl U3 MOKOJIEHUs B IOKOJIEHUE
B COOTBETCTBUU C 3aKOHaMu MeHens1, B TO BpeMsl KaK
OONBIIMHCTBO XA, 00YCIOBACHHBIX aHEYIIJIOUAUSIMU (OT-
KJIOHEHUSIMU OT BHUAOCHELM(MUIYECKOro IUILIOUIHOTO
Habopa XxpoMocoM), He HacseayeTcsa. CTpyKTYpHbIE Tiepe-
CTPOIKM XpOMOCOM (MHBEPCUM, TPaHCIOKALIUU, AyOJIu-
KallMU U JIp.) IepeaaroTcs ¢ JOMOJTHUTETbHBIMU UX PEKOM-
OMHALIMSIMM, BOBHUKAIOIIMMU B Meiio3e Hocutenst XA [7, 8].
3HaYUTeIHHO peXe MPH 3a9aTH BO3HUKAIOT TeHOMHBIE MY~
TallK, KOTIa KJIETKU Pa3BUBAIOILIETOCsS SMOPHOHA UMEIOT He
JUILIOMIHBIN, a TpU- WU TETPAIIOUIHBIM HAOOp XpOMO-
coM (rmommmruionann). Takve opraHM3Mbl HEXKM3HECTTOCOOHBI
M morudarot 1o B MepUoa BHYTPUYTPOOHOIO pPa3BUTHS,
JIMOO B MEPBbIe THU U MECSILIbI XKM3HU MOCIE POXKICHUS.

K BpoxaeHHBIM HapyuieHusM oTHocsaAT u BIIP,
W MHOTJA 3TU TEPMMHBI OTOXKIECTBJISIOT U B3aMO3aMe-
HSI0T [ 3, 6]. OmHaKo MO-TIpexKHEMY BbICKa3bIBaeTCsI MHE-
HUE€ 0 HEOTHO3HAYHOCTU TEPMMHOJIOTUHM, UCTIOJIb3yeMOM
npu auarHoctuke BITP (KoTopbie 00ycnoBIEHBI pa3and-
HBIMU NMaTOT€HETUYECKMMHU MEeXaHM3MaMU M UX KIMHU-
yeckuM nonauMopuzmoM) [11—13]. HekoTopsie aBTOpHI
CYUTAIOT 1ieJieco00pa3HbBIM pa3nuyaTh cooctBeHHO BITP
U Majble aHOMaJIMU pa3BUTHUs (MOpdOreHeTUUYeCKre Ba-

puanThl). CoryiacHO COBpeMEHHbBIM MpeacTaBiaeHusiM K BITP
OTHOCHT CTOMKHE MOP(OJIOrMYECKIEe U3BMEHEHMS OpraHa
WM OpraHM3Ma, BBIXOAMAIIWE 3a Ipeleiibl BapUaluii X
CTPOCHUS Y BOBHUKAIOIIUE BHYTPUYTPOOHO B pe3yJIbTaTe
HapyLIeHMUs pa3BUTHUSI SMOPUOHA, IJIOAA WK TIOCJIE POX-
JeHMs1 peOeHKa KaK CJICACTBUE HApYIICHUS JaJIbHEHUIIIEro
¢dopMHUpOBaHUs OPraHOB. B oT/imyme ot MajbiX aHOMauit
pPa3BUTUSI — HE3HAYUTEIbHBIX OTKJIOHEHUI OT HOPMaJlb-
HOTO CTPOEHUS OpraHM3Ma WUjn oTaeabHoro opraHa, BITP
XapaKTepU3YIOTCSI HapylleHreM (QYHKIIUI TOPaXXeHHOTO
opraHa Wi opraHusma B 1ejaom [11—15].

BITP pazianyalor 1o ux TSKeCTH, T. €. 110 UX MEIULIMH-
CKMM M COLIMAJIbHBIM IOCJIEACTBUSAM JUIS MAalMEeHTa, I10
STHUOJIOTUU, TI0 MEXaHU3MY Pa3BUTUS, M0 KIMHUYSCKUM
MPOSIBJICHUSIM, T10 JIOKAJIU3all1H.

ITo TsoKecTn pa3andaloT MaKOpHbIE, WK TPYObIe, IT0-
poxu pa3Butusl (major anomalies), T. e. BITP, kotopslie
HMMEIOT 3HAYMTEIbHbIC MEIULIMHCKUE W/ MIU COLIMAIbHbBIE
MOCJIEACTBYS UIsl OOJIBHOTO, M Majible aHOMaJIMKU (minor
anomalies) — BITP, koTopbie He MPUYUHSIIOT CEPHE3HOTO
BpEa 310POBbIO M HE NMEIOT 3HAYMTEIbHBIX COLMAIbHBIX
rnocjaeacTBuii [16].

ITo aTHOIOrMY pa3IMYaloT IOPOKU HAC/IEICTBEHHBIC
(pa3BUBarOIIMECS BCICACTBUE T€HHBIX, XPOMOCOMHBIX WU
TEeHOMHBIX MYTallUii B ITOJIOBBIX KJI€TKAX WU 3UTOTE), DK~
30reHHble (MHIYLIMPOBaHHbIC DU3MYECKUMU, XUMUYEC-
KUMU WM OUOJIOTUYECKUMHU (PaKTOpaMu) U MYJbTU-
¢axkTopuraabHble (BO3HUKILNE MPU COYETAHHOM JI€CTBUUI
TEHETUYECKMX U 3K30TeHHBIX (pakTopoB). BITP Hacnen-
CTBEHHOI MMPUPO/IBI COCTABIISIOT 0K0J10 14 %, MyasTHdaK-
TopHayibHbIe TOpOKH pas3Butus — 20—30 %, 7 % npuxo-
JIUTCS Ha IIOPOKU, OOYCIIOBJICHHBIE CPEIOBBIMY (haKTOPaMU,
u 11outH B 50 % cityyaeB MpUYMHA IIOPOKA OCTACTCS HEM3-
BECTHOM.

B 3aBHCHMOCTH OT BpeMEHH BO3JeHCTBUS IIOBPEXIa-
1o111ero (hakTopa — Ha raMeThl, 6J1aCTOLIMCTY, SMOPUOH WU
IUIOJ, pa3nyaloT: raMeTonaTuu, 6JacTonaTuu, SMOpHUO-
natuu, peronatuu. Tskects BITP Bo MHOTOM 3aBUCHUT OT
CPOKOB BO3IEMCTBUSI HAa pa3BUBAIOLINMECS CTPYKTYpPhL: YeM
paHbIlle BOBHUKAET IIOPakeHUE, TEM TsLKEIee ITIOPOK.

ITo pacnpoctpanenHoctu BITP pazgensior Ha u3onu-
poBaHHbBIC (OAUHOYHBIC), CUCTEMHBIC 1 MHOXKECTBEHHBIE
(MBIIP). YcroitunBoe couetanue BITP, oOycioBieHHOE
ONIHOM IIPUYMHOM, peACTaB/sIeT coool cuHapoM [17—19].

Kak pacmmdponka stuonaroreHe3a BITP, Tak u nH-
¢dopMaLMs 0 BpeMeHU Bo3aeiicTBYS (pakTopa MO3BOJISIOT
pa3pabarbIBaTh U MIPUMEHSTH MPOoGUIaKTUYECKIE MEPO-
npusaTys ajs npenynpexneHus passutusi BITP. B cucteme
npodpunakTuku BITP yxke B TeueHMe HECKOJIBKUX AECITH-
JIETUIA B OOJILIIMHCTBE CTpaH EBporbl 1 Myupa OCHOBHYIO
poJib urpaet MoHuTOpuHT BIIP, mo3Bonsitoniuii KOHTpPO-
JIMPOBAaTh YacToTy U ¢popMupoBath peructpbl BITP.

BaxxnbiM TpeboBaHMEM TTPU OpraHMU3alny U PYHKIIV-
oHupoBaHuu peructpoB BITP saBisieTcss Hanuure eAMHBIX
oIpeaeeHni, KiaccuduKaluuu U KOTUPOBAHUS YIUThI-
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BaeMBbIX ITOPOKOB [17, 18], 4TO CITOCOOCTBYET BO3MOXKHOC-
TU CPaBHEHMSI MOJIYYECHHBIX PE3yJIbTaTOB MCCICI0BAHUIM
Pa3IMYHbIX OIS ¥ YHUDUIIMPOBAHUS STUX BasKHBIX
MEIMKO-COIIMOJIOTMYECKUX JaHHBIX. B HacTosee BpeMs
OOJIBIIMHCTBO IIPOrpaMM B MMpE HUCITOJIb3YIOT Mexmy-
HapoAHYIO Kiaccudukauuio ooyesHeit 10-ro nepecMorpa
(MKB-10) pnst koguposanust nuarHo3oB BITP. Takoii 1ieH-
TPaJIM30BaHHbII ITPOLIECC SABJISICTCS MPEATIOYTUTEIBHBIM,
TaK Kak IIPYU 3TOM CBOISITCS K MUHUMYMY OILMOKHU Ira-
THOCTHKMU 3a CYET pa3IM4YHOM MHTepHpeTalluy IPU3HAKOB
pa3HbIMU BpayaMu, U 3TO AeJaeT BO3MOXKHbBIM ITPOBOIUTD
CpaBHEHME PE3YJIBTATOB C JAHHBIMM APYTUX cTpaH [17, 18].

B MKB-10 BITP Bxitouenn B XVII kitacc «BpoxkaeH-
HbIe aHOMaJIUM (TTIOPOKY pa3BUTHSI), TeOpMaALIUU U XPO-
mocoMHble HapyiieHus (Q00—Q99)» (3a uckimoyeHueM
BPOXIEHHBIX HapyIlIeHUII 0OMeHa BellleCcTB U 3a00jieBa-
HUI1 KPOBU MPEHATAIbHOTO MPOMCXOXKICHUS, OTHECEHHBIX
K IpyTUM KJIaccam).

Atot (XVII) knacc BKitouaer cienyromiue 6ioxku [20]:

Q00—Q07 BpoxneHHble aHOMaNUK (TTOPOKU pa3BU-
TUST) HEPBHOM CUCTEMBI;

Q10—Q18 BpoxneHHbIe aHOMAaIUU IJ1a3a, yxa, Julia
U 1IIeH;

Q20—Q28 BpoxmeHHbIe aHOMAJIMU CUCTEMBI KPOBO-
obpalleHus;

Q30—Q34 BpoxxneHHbIe aHOMAaTUY OPTaHOB JbIXaHUS;

Q35—Q37 PacmienuHa ryobl M Heba (3astubsi ryba
Y BOJIYbS MACTh);

Q38—Q45 [Ipyrue BpoxXIeHHbIE aHOMAaJUU OPraHOB
MUIIeBapEHUSI;

Q50—Q56 BpoxkneHHbIe aHOMAJIMU MOJIOBBIX OPraHOB;

Q60-Q64 BpoxaeHHbIE aHOMAJTMU MOYEBBIICTUTETb-
HOW CUCTEMBI;

Q65—Q79 BpoxkneHHble aHOMaIuU U jaechopMaluu
KOCTHO-MBIIICUYHOM CUCTEMBI;

Q80—Q89 [pyrue BpoxXIeHHbIC aHOMAJIUU;

Q90—Q99 XA, He KilacCUPULIMPOBAHHBIE B APYTUX
pyOpuKax.

Peructpsl, Bxoasiue B MexXIyHapOIHYIO CUCTEMY
eBponeiickux peructpoB (EUROCAT) [21], cobuparoT
CBEIECHMUS O 55 U30JIMPOBAHHBIX MMOPOKAX, a TAKXKE PEruc-
TPUPYIOT CIy4ar XPOMOCOMHBIX M T€PaTOr€HHBIX CUHIIPO-
moB (EUROCAT: Report 8, 2009).

ITpoBonumeiii H.C. lemukoBoii u b.A. KobpuHckum
snuaemMuonornyeckuii MonutopuHr BITP B P® [18] cBu-
JIETEJILCTBYET O BBICOKOM HAay4YHOM Y IPAKTUYECKOM 3HA-
YUMOCTHU UCHOJb30BaHUS cUcTeM MoHMUTOpuHra BIIP,
0 MHOTOIPaHHOCTH Y LIEHHOCTH T10JIy4aeMbIX PE3YJIBTaTOB,
MO3BOJISIONIMX T10JIy4aTh MH(MOPMALIUIO O peabHOM Yac-
ToTe u cTpykType BIIP, 0 maroreHe3e u o fMHAMUKE UX
pa3BUTHSI, O PETMOHAIBHBIX OCOOEHHOCTSAX MX PacIpo-
CTpaHEHUsI, 0 HEOOXOIUMOCTH Pa3pabOTKU 1 BHEIPEHUS
B IIPaKTUYECKYIO0 MEIULIMHY MPOMUIAKTUYSCKUX MEPO-
MpUATUIA, HaNIpaBJIEHHBIX HA CHUXeHUe JyacToTel BITP
y neteii [18]. PazpaboTaH 1 ocyllecTBIISIETCS COLMATBLHO-

TUTMEHUYECKNIT MOHUTOPUHT 110 aHaIu3y yacTtoTel BITP
y HaceJIeHUsI, TPOXKMBAIOIIETO BOJIU3U 00BEKTOB ¢ 0CO00
OTAaCHBIMM YCJIOBUSIMU TPy/a, Kypupyemblii DenepaibHbIM
MeauKo-ounojgorndeckum areHTcTBoM (PMBA) Poccun.
Peructp BITP, coznannbiii B@MBA Poccnn, cOOTBETCTBYET
tpedoBaHussM EUROCAT [21], Clearinghouse (ICBDMS)
U pekoMeHaauusIM Poccuiickoil akageMuu MeIUuIIMHCKUX
HayK 1 MuHHUCTEpCTBA 3ApaBooxpaHeHust PO,

ITokazano, uro B ctpykType BITP Hanbonee pacnpo-
cTpaHeHHbIMU sBJst0TCs BITP KocTHO-MBIIIIEYHOI CHUCTe-
MBI (23 %), cuctemMbl KpoBooOpaleHus (23 %), Mmodeno-
JI0BOI cucteMbl (15 %) 1 cuCTeMbl OPraHOB MUILIEBAPEHMS
(11 %) [17]. A3BecTHO, 4TO B CTPYKTYpe 3a00J1€BAEMOCTU
YyeJloBeKa I1aTOJIOTUsI OPraHOB MOYENOJIOBOM CHCTEMBbI
(OMC) 3aHUMAaeT 3-e MeCTO MOocJe CePACUHO-COCYAUCTBIX
U1 OHKOJIOTUYECKUX 3aboneBaHmii [22].

BMmecte ¢ TeM, K coxXaJeHMIO, HE BCe MIOPOKM MOIYT
YUUTBHIBATbCS PETUCTPaMU, B IIEPBYIO 04Yepelb 3TO OTHO-
CUTCS K TOPOKaM Pa3BUTHsI BHYTPEHHMX OPraHOB U B YacT-
Hoctu K BITP opranos nosnoBoii cuctemsl (OIIC), oco-
OEHHO TeX, KOTOPbIe UMEIOT BHYTPEHHIOIO JTOKAJIU3ALIUIO
U MOTYT OBITh OTMEUYEHBI JIMOO IIPY MaTOJI0r0aHaTOMUYEC-
KOM 00cJiefoBaHUHU (CEKLIMOHHBIN MaTepual), 1100 yepes
MHOTHMe roibl rnmocie poxaeHus Hocuteas BITP mpu or-
CYTCTBUM WJIM HapyIIeHUU (DYHKIIMN CO CTOPOHBI COOT-
BercTBylolnX OIIC (oTcyTcTBME MEHCTpyallrii, 3a4aTus
u np.) [23—25]. To ecTb, B mepuoa HOBOPOXIECHHOCTHU
C BBICOKOI1 BEPOSITHOCTBIO MOI'YT OBITh BBISIBJICHBI TOJIBKO
JIOCTyMHbIe BHelHeMy HabmoaeHuto BITP v rpy6rie BITP
BHYTPEHHUX OPIaHOB, YTO HE JAeT BO3MOXKHOCTD OIpee-
JIUTH YacToTy U cTpykTypy BITP B momynsiusx B 1iejioMm
[17].

B cBg3u ¢ aTMM 3HauuTeNbHAsA 4acTh ciiydaeB BITP
OIIC ynyckaetcst u BITP peructpupyercst 1uilb IpU Bbl-
siBeHuur HapyueHus: ¢pyHkiyu OI1C, kak nmpaBuio, Ha-
yyHas ¢ Mepuoia IoJjoBoro cospeBaHus. Kpome Toro,
MPaKTUYECKU JUIIb B OCIEIHUE NBa AECATUIETHS CTaIn
yIEAATh OOJibllle BHUMAHUSI paHHEMY BbisiBieHuio BITP
OIIC, B TOM 4HUCIe UX TEHETUYECKOM AMarHOCTUKE, TAK XKe
KaK M HEeOOXONMMOCTM YCTaHOBJEHMS IIOJIOBOM IpH-
HamnexHocth. HanpuMep, B HacTostiiee BpeMms: B PO
(GYHKUMOHUPYET AeTCKasl aHAPOJIOTUSI, HO HE OIpeesieHa
odulmaibHasg MO3ULMS B OTHOIIEHUM INPU3HAHHOM 3a
pPyOe>KoM aHIPOJIOTMHY KaK MEAUIIMHCKOM CTIeIIMaIbHOCTH,
00bEKTOM BHUMAaHUSI KOTOPOM SIBJISIIOTCS ALIMEHThI MY~
CKOTro moJia ¢ mpobjeMaMu penpoaykunu. To ecTb, miepen,
MalyeHTaMu U MeIUKaMy BO3HHUKAaeT BOIIPOC, K KaKUM
crienaJnucTaM o0OpalaThbCsl MyXXKUYMHAM I0JIOBO3PEJIOro
Bo3pacTa ¢ natonorueit OITC? Bmecrte ¢ TeM aHAPOJIOTH-
yeckue 3a001eBaHMs (He MOUYEBBIICIUTEILHOM, a MyKC-
KO MOJOBOM CUCTEMBI, B TOM YMCJIE HACJIEACTBEHHBIE
BITP) npencraBisiioT 0JHY U3 aKTyaTbHbIX MEAULIMHCKUX
U COLIMAJBbHBIX IpobiieM [26]. Pa3BuTue M BHeapeHUE
B MPAaKTUYECKYI0O MEIUIIMHY aHAPOJIOTMYECKOM CIIyKOBbI,
B TOM YUCJIE€ U IETCKOM (MOJO0OHO AETCKON TMHEKOJIOTHU-
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YeCKOii), BHECET CYILIECTBEHHYIO JIEIITY B OXpaHy 310POBbsI
MYKYMH. YCIIEX COXpaHEHUS «MYKCKOI'0» 3J0POBbSI 3aBU-
CUT OT BpeMeHU (BO3pacTa) BLISIBICHUS aHAPOJIOTMUECKOM
narosioruu. Co3naeTcst CUTyalusl, IpYU KOTOPOI Malbyu-
KM-TIOAPOCTKU Toce 14 et CHUMAIOTCS ¢ ydeTa y neav-
aTpa M ocTaloTcs 0e3 HaboJeH!s Bpaya J0 Bo3pacTa UxX
npu3biBa B apMuio [26]. IIpodunakrika HacaeaCTBEHHBIX
3aboneBanuit (1 BITP, u MBIIP), ux nnarHoctuka u ca-
HMPOBaHME B IETCKOM BO3pacTe CIIOCOOCTBYIOT MCKIIIOYE-
HMUIO IPOGJIEM B PEIIPOLYKTUBHOM 310POBbE Y IAIIUEHTOB,
KOTOPBIE MOT'YT IOSIBUThCS Y HUX C HACTYILICHUEM PEIpo-
IyKTuBHOro Bo3pacrta. CoriacHo ucciaenoBaHusM BO3,
npodunaktuka BITP MoxeT CHU3UTH UX YPOBEHb Cpeau
HOBOPOXIEHHBIX MpuMepHO Ha 10 %.

J1J1s1 TOCTaHOBKM IMarHO3a, B TOM YUCJIC ¥ TTaTOJIOTMHI
OI1C, HeoOxoaMO KBaTU(ULIMPOBAHHOE OMMMCAHNE aHO-
MaJiiii pa3BUTHSI, IIPU 3TOM BaxkHa MHGOPMATUBHOCTh
HCIIOJIb3yeMOl Kitaccudpukaluuuy 3adoaeBaHuii. Pazpabor-
Ka Kjaccudukalmii OCHOBBIBA€TCS Ha CHEIMATbHOCTH
cocTaBuTeJIei (110 TMHEKOJOTMY WU YPOJIOTMHU, IT0 aHATO-
MO-MOP(DOJIOTMYECKIM, TEHETUYECKIM W SHIOKPHUHOJIO-
TMYECKHUM XapaKTepucTHKaM (Tpu3HakaM) 3aboJyieBaHMI
u Ap.). JlaHHbIe COBpeMEHHbBIX METOJOB BM3yalu3allui,
MOJIEKYJIIPHO-T€HETUYECKMX METOIOB 00C/IeI0BaHMsI 3Ha-
YUTEJbHO 00JIer4aroT MpoBeAeHUE AMarHOCTUKU. B nomos-
HEHUE K CJIOBECHOMY OIMCAaHUI0 (PeHOTUIIA IIPU OIIpe/ie-
JICHHBIX 3a00JIeBaHMUSIX BAXKHBIM MOMEHTOM SIBJISIETCSI COOP
apxvBa U300paxkeHUi naureHToB. Pa3pabaTbiBaloTcs Me-
TOMBI KOMITBIOTEPHOTI'0 aHajIM3a u3o0paxeHuit [27].

ITpu HekoTtophix HB HapyiieHo ¢dopmupoBaHue u/
win pyHxkimoHuposaHue OIIC. M3 ux yucia K OqHUM U3
HanOoJiee YacThIX OTHOCST aHOMaluy HapyxHbiXx OIIC
W HapylleHus pa3BuTus roHan. [TociengHee MOXeT OBITH
CBSI3aHO C MX OTCYTCTBUEM (areHe3ueii), HeMmpaBUIbHbIM
pa3BUTHUEM (IMCTeHe3uel ), HeJopa3BUTHUEM (TUIOIIa3K-
€if), pa3BUTUEM KKCT B TOHAIaX WM UX COYETAHUEM C Ha-
pyieHueM pa3Butus apyrux OITC nipu pa3inyHbIX dhop-
Max HapyleHus hoopMupoBaHus noa [15, 19, 2325, 28].

CornacHo MKbB-10 [20], BpoxagHHBIE aHOMaINK (110-
POKM pa3BUTHST) MOJOBBIX opraHoB (Q50—Q56) BKinoyaroT
B ce0s cenyoliye OJIOKU:

Q50 BpoxneHHble aHOMaduMU (ITOPOKU Pa3BUTHSI)
SIMYHUKOB, (haJIJIONMUEBBIX TPYO U IIMPOKHUX CBSI30K;

Q51 BpoxaeHHble aHOMaIUM (ITOPOKU Pa3BUTHSI) TE-
Jla U IIEeWKU MaTKU;

Q52 JIpyrue BpoxXaeHHbBIe aHOManuu (TIOPOKU pa3BU-
THsI) )KEHCKUX TI0JIOBBIX OPTaHOB;

Q53 Heonyuienue auuka;

Q54 Tunocnanus;

Uckmouena: smucnanust (Q64.0);

Q55 JIpyrue BpoxXaeHHbBIe aHOMaNIuu (TIOPOKU pa3BU-
THSI) MY>KCKUX TI0JIOBBIX OPTaHOB;

HckmoueHsl: BpoxkneHHoe ruapoleie (P83.5), rumo-
cnaaus (Q54);

Q56 HeornpeneneHHOCT MoJ1a 1 IIceBIOrepMachpoIvTU3M;

HcknioueHbl TiceBaorepMapoauTU3M: XKEHCKUit
¢ aipeHOKOPTUKaNbHBIM HapyiueHueM (E25.-); myxckoit
C aHAporeHHoM pe3ucTeHTHOCThIo (E34.5); ¢ yTouHeHHoM
XA (Q96—Q99).

IIpu 3TOM CHMHAPOM aHAPOTEHHOI PE3UCTEHTHOCTU
(E34.5), B TOM 4ynclie CHHIPOM TeCTUKYISIpPHON (peMUHU-
3auuu (moyiHas popma) U Ipyrue COCTOSIHYSI, CBSI3aHHbIE
C HapyllIEeHWEeM YyBCTBUTEILHOCTU K aHAPOT€HaM, OTHOCSIT
K 00JIE3HSIM 3HIOKPUHHOM CUCTEMBI, paCCTPOMCTBAM MK -
TaHUs U HapylieHusIM ooMeHa BeliecTB (E00—E90).

Hepenxo BITP OIIC BcTpeuaroTcs He U30IMPOBAHHO,
a B COYETaHUM C Pa3JIUYHBIMU HAPYLIEHUSIMU B IPYTUX
CcHCTeMax OpraHoB, IIPEACTaBIIsSI COO0M CUHAPOMBI MHO-
xectBeHHBbIX BITP. 3HaHue 1MogoOHBIX COCTOSIHUI Oe3y-
CJIOBHO BaXXHO /IS TTPaBWJIbHON AMArHOCTUKU, IJISI OI-
peneneHrs] MOBTOPHOTO pHUCKa 3a00JieBaHMUSI B CEMbeE.
OueBuaHoO, uto paHHss guarHoctuka Hb OIIC B 6omb-
IIMHCTBE KJIMHUYECKUX CiIydaeB obOecrneyuT U OoJjiee
paHHee BBIIOJIHEHUE JIEYeOHBIX MEPOIIPUTHUI (B TOM YKC-
Jie — BBIOOD MMOJIa MPU MHTEPCEKCYabHBIX COCTOSIHUSIX,
XUPYPTUUYECKYIO KOPPEKIIUIO TIPU PUCKE Pa3BUTHUSI TOHA-
00J1aCTOMBI, TOPMOHAJIbHYIO Tepanuio u ap.). [ToaTomy
HeoOXOAMMO IPOBEACHME CIEINATIM3MPOBAHHOTO CKPU-
HUHIOBOIO OCMOTpa IeTeHl NI BBISBJIEHUS aHIPOJIOTH-
YEeCcKOl MaToJIOTMU B IEeKPETUPOBaHHBIE CPoKU. Kpome
TOro, HEOOXOIMMO HeE TOJIBKO YUYUTHIBATh YIIIEPO 310POBbIO
nauueHTa, MepeHeclIero Kakoe-Jimuoo 3abojieBaHuE, HO
U IIPOTHO3MPOBATH BJIMSHUE 3TOTO 3a001€BaHUS Ha perl-
DPOIYKTUBHOE 3I0POBbE, B YACTHOCTY BJIUSIHHE Ha MOJIO-
BbI€ KJIETKM U (DepTUIbHOCTh JAHHOT'O MAallUeHTa, T. €. Ha
COCTOSIHME 3[0POBbsI €TI0 IIOTOMCTBA, C 1IEJIbI0 Pa3padOTKU
MEPOMPUSITUI TT0 OXpaHe PEIPOTYKTUBHOIO 310POBBS 1O~
TOMCTBA, JIJIS COBEPILIEHCTBOBAHMS IEPUKOHIIEITIIMOHHOM
U MIPEKOHUEMIMOHHOM MpodunakTuku [19, 29—32].

B HacTosI111e€ BpeMs1 B MUpPE CYIIIECTBYET He TaK MHOTO
HWCTOYHUKOB, COAEPXKAIIMX OINMCAaHUE HACJIEeICTBEHHBIX
cUHIPOMOB, B ToM uucie u ¢ BITP. C 1966 o 1998 1. BbI-
1110 B CBeT 12 M3maHuii KaTajaora HacJaeACTBEHHBIX 3a00-
nesanuit V.A. McKusick. B HacTosi1ee Bpemst nuH(GopmMa-
1I1sI 000 BCeX M3BECTHBIX MEHACIUPYIOIINX 320016 BAaHUSIX
U 0 0oJiee yeM 14 ThIC. TeHOB, MyTallud KOTOPBIX SIBJISIIOT-
cg nipuuunHoii pa3sutus HB, noctynna B MHTepHeTe Ha
caiite http://www.ncbi.nlm.nih.gov/omim (OMIM).

B P® B mocnenHee BpeMsT OIyOJMKOBaH Psil PYKO-
BOJICTB MO MEIUKO-T€HETMUYECKOMY KOHCYJBTUPOBAHUIO
U HaCJIEACTBEHHBIM 3a00JIEBAaHUSIM OTIEIbHBIX TPYIII OP-
raHoB win cucteM [33—39] u obmux pykosoacts 1o Hb
[9, 40—45].

HeobxonumMo uMeTh B BUY, YTO IPAKTUIECKU Ka Kbl
(MHOTME) CUMIITOM XapakKTepeH He IS OAHOTO, a JJis
rpynnsl 3a00JeBaHUM M TMATOJOTMYECKUX COCTOSTHUIA.
Hanpumep, runocriagusi 1 KpUINTOPXU3M MOTYT OBITh
TOJIBKO OTHMM U3 MMPU3HAKOB HACJIEACTBEHHOM MaToJj10-
TUH, ¥ 3TO HEOOXOIUMO YIYUTHIBATh IPU ITOCTAHOBKE AMa-
rHo3a. B P®D nanboJee mogHbIM PYKOBOJICTBOM, OITUCHI-
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atomiuM HbB (cuHapoMbl), B TedeHUE psifa JIET OCTaeTcs
atnac-cinpaBouyHuk C.M. KosnoBoit u coaBT. «Hacnen-
CTBEHHBIE CUHAPOMBI I MEIUKO-TEHETUIECKOE KOHCYJIb-
TUpOBaHUe» (onmyoarMKoBaHO 3 uzganus) [40, 42].

C 1L1eJIbI0 OLIEHKM YaCTOThI BCTPEUYaeMOCTU U CTPYKTY-
pb1 HB OI1C cpenu o6111ero ynciia reHeTUIecKrx 3a001eBa-
HUI1 yeoBeka, paciupeHust uHdopMmamuu o BITP OIIC,
IUIS1 HAITMCAHMST TaHHOTO 0030pa HAMM BBITIOJIHEH aHAJIU3
Pa3IUYHBIX (PEHOTUIMUYECKUX ITPHU3HAKOB U KIMHUYECKUX
CHMIITOMOB TP CHUHIpPOMAax C HapyllleHUeM pa3BUTUS
OIIC, nmpuBeAeHHBIX B 3-M M3JaHWM JAHHOTO aTjaca-
crnpaBouyHuKa [42]. B npencraBieHHOM HaMu 0030pe Tie-
peuncnennl Ha3BaHusl HB u3 ykazanHoro atnaca [42], mpu
KoTtophbix Bctpeuaercs: matoynorust OIIC. To ecthb, ageTanb-
Has XapaKTepUCTHUKa Kax1oi KoHKpeTHoil Hb nmpuBenena
B CaMOM arJjiace-CIpaBOYHUKE. DTU CBEIECHUS IMO3BOJISIT
BpayaM pa3IMYHBIX CIELMATbHOCTEN OPUEHTUPOBATHCS
B OLIEHKE COCTOSIHUSI OPTAaHOB JIPYTUX CUCTEM U 30POBbSI
OpraHu3Ma B LI€JIOM IPU MPOBEACHUHU TUarHOCTUKHU U Oy-
JIyT CIIOCOOCTBOBATh 00JIee TOYHOI AUAarHOCTUKE IMPU KOH-
CYJIBTUPOBAaHUM NaliMeHTOB ¢ 3a0oeBaHussMu OIIC.

CuHApoMbI U NPU3HaKU (CUMNMOMbI) nopakenus ONC

npu pa3nuyHbIX HacneAcmBeHHbIX 3abonesaHuax [42]

Aapckoro cunapom — OMIM: 100050, 305400 — mane-
BunHas MomoHka (81 %), kpunropxusMm (75 %), pexe —
paciLeIyieHie MOLIOHKH, GUMO3, ITaxoBbie rpbiku (66 %).

Anpenorenntaibhblii curapom (AT'C) (BIKH) — OMIM:
201910, 202010 — omucaHo 5 TUIIOB CUHIPOMA; IIPOTpec-
cupylollas BUPMIM3ALIMsL: ¢ IOTepeii cou wim 6e3 Hee (j1e-
¢yt 21-ruapoKcuaasbl) WK XeHCKUI nceBaorepMad-
POIUTU3M. Y MaJIbYMKOB paHHEE IOJI0BOE Pa3BUTHUE U IP.

Akpomuzocto3 — OMIM: 101800 — oTmMeueH rurore-
HUTAJIU3M Y TUIIOTOHAIU3M.

Akponedanonomcuagaktioma — OMIM: 201000,
101120, 201020 — orMmeyaroT 3 TUMa CUHAPOMA: TUIIOTe-
HUTAIU3M, KPUIITOPXU3M, IIaXOBbIC TPHIKU.

Ansctpema cunnpom — OMIM: 203800 — runoruiasust
MOILIOHKU, CKJIEPO3 CEMEHHBIX KaHAJIbLIEB, aIljia3us Mo-
JIOBBIX KJIETOK.

Anemust ®ankonu — OMIM: 227650, 300514 — 844 %
CJIyyaeB OTMEYAIOT TUIIOILIA3KI0 HAPYXKHBIX ITOJIOBBIX OpP-
TraHOB, KPUNTOPXU3M.

AHopxusa cemeitHags — OMIM: 273250 (cMHOHUMBI —
areHe3usl sSIMYEK; CUHIPOM TECTUKYJISIPHOM PErpeccuu);
AHOPXMS OJHO- WIK ABYCTOPOHHSIS NPy 1 depeHLInpo-
BaHHBIX HAPYKHBIX ITOJIOBBIX OpraHax. BoamoxkHa areHe-
311 SAMUAUIMMUCA U CEMSIBBIHOCSILIEro IIpoToKa. Omnuca-
HBbI CIy4au IBOMCTBEHHOI'O CTPOECHUS T€HUTAIUMA.

Accomuamuss VACTERL — OMIM: 192350 — uHorna
OTMEUAIOT TMITOILIA3UIO ITOJIOBBIX OPTaHOB, TMIIOCTIAIUIO.

Arakcus-teneanrudkrasugs — OMIM: 208900. Ilpu
IaToaHaTOMUYECKOM MCCIIeIOBAaHUM ITOMUMO OoJiee Jac-
TBIX JUISI CUHIpOMAa MMPU3HAKOB OOHAPYKMBAIOT HUOPO3-
HYIO JUCILIA3KIO SUYHUKOB.

Bba3anbHokiIeTouHOrO HeByca cuHapom — OMIM:
109400 — dbudbpoMaTo3 SIMYHUKOB, TUIIOTOHAAU3M, KpU-
MITOPXU3M.

bannagna—3onana cuaapom — OMIM: 153480 — ot-
MEYeHbl TEMHbIC IIITHA Ha TOJOBKE IIOJIOBOIO YIEHA;
Y MaJIb4MKOB MOTYT OBITh YBEJIMYCHHBIC ITOJIOBbIC OPTaHBbI.

Bapne—bunas cunnpom — OMIM: 209900 — runore-
HUTAJIM3M BBIBISICTCS B 66 % ciyyaeB, 4alle — y JIMI]
MY>KCKOTO T10J1a: TMIIOIUIa31sl HapYXKHBIX IOJIOBBIX Opra-
HOB, TUTIOCTIA/INS], KPDUIITOPXU3M, MHOTIIA — paclllelJIeHue
MOIIOHKU; Y B3POCJIbIX — UMITIOTCHLIMS. Y KEHIIUH — OT-
CTaBaHUE I0JI0BOT0O Pa3BUTHsI, aTPE3Usl BJlaTajIMIla, YIBO-
€HMe MAaTK{ M BJIarajvIlHasl Ieperopojaka, ruioIiasus
SIMYHUKOB, OJIUTO- WJIX aMEHOPESI.

Beksuta—Buaemana cunapom — OMIM: 130650 —
BCTpEYAaeTCs ABYPOrasi MaTKa, TUIepIuia3ys MaTKU, KJIv-
TOpa, KPUIITOPXU3M.

Bepbecona—Dopcmana—Jlemana cunapom — OMIM:
301900 — rumoroHaay3M, MUKPOMEHMS, KPUIITOPXU3M,
3a/epKKa IOSBJACHMSI BTOPUYHBIX ITOJIOBBIX IIPU3HAKOB,
TUITOTOHAJI0TPOIIHBIN TMITOTOHAIU3M.

Bayma cuaapom — OMIM: 210900 — runoreHUTAIN3M,
TUIIOCHIAAMS, KPUIITOPXU3M, Y MYXXYUH — a300CIEPMMUSI,
y XKEHIIWH — CHMKeHHas! (hepTUIBHOCTb.

Bboyana—Konpanu cunapom — OMIM: 211180 — nHor-
J1a — KPUIITOPXU3M.

BpaxunakTuius, aJioOHTHSA, THIIOTPUXO03 U AJILOMHU3M —
OMIM: 211370 — rumnoruia3usi TeHUTAIUNU U MOJIOYHBIX
Kenes.

BpaxunockenerorenntanbpHplii cuaapom — OMIM:
211380 — runocmanus, yaile — MOLLIOHOYHAsI.

Benokapmuodanuanbhbiii cuaapom — OMIM: 192430 —
MHOTA — TUIIOCIIaaus.

Bepuepa cunapom — OMIM: 277700 — Gecruioaue,
MMIIOTEHIIUS, TUTIOTOHAAU3M, JUCMEHOPES UM aMEHO-
pesi, OTCYTCTBHE JIMOUI0, TMHEKOMACTUS, CKYTHOE OBOJIO-
ceHMe JJOOKOBOE U B ITOAMBIIIEYHBIX BIIaAHAX.

Baaramumma aniasuu cuaapom — OMIM: 277000 (cu-
HOHUM — cuHIpoM Pokuranckoro—Kioctepa—Xaysepa),
alnJjiasus Biarajyiia, pyiMMeHTapHas MaTkKa, aMeHopes,
CUHIIPOM OTMEUEH Y cecTep.

Inakro3zemuss — OMIM: 230400. Y neBouyek HepeaKO
OTMEYaeTcsl oBapuaibHasl HENOCTaTOYHOCTh. B nanbHei-
LIEM Y XXEHIIWH C TaJaKTO3eMUel BCISICTBUE TMIIEproHa-
JTIOTPOITHOTO TMITIOrOHAIM3Ma HE HACTYIIaeT OePeMEHHOCTb.

Tamaprom MHOXKecTBeHHbIX cCHHIpOoM — OMIM: 158350
(cuHOHMM: cuHapoM KoyneHa). ®ubpoageHOMBI MOIOY-
HBIX XeJie3 (HepenIKo OTMEUaloT 3JI0KaueCTBEHHOE Mepe-
pOXIeHNUE), HeperyJiIpHble MEHCTpYalluK, HEeBbIHAIIIMBA-
HUe 6epeMeHHOCTH, (prOpoMa MaTKU, KUCThI SMYHUKOB.

T'emuruneprpodusa — OMIM: 235000. B 20—30 % ciy-
YaeB BCTPEUAIOTCSI aHOMAJIMU MOYEITOJIOBOIM CUCTEMBI.

T'emoxpomaro3z — OMIM: 235200. OT™MeYaloT TurIoro-
Haau3M, aTpoduIo sIMYeK U CHykeHue auouno (15 %).
IIpu nmposiBlieHUM TeMOXpOMaro3a y JeTeil HabaoaaioT
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MEePBUYHbIN UH(PAHTUIN3M; B IOHOIIIECKOM BO3pacTe OT-
MEYalOT BTOPUYHYIO aTpOGHUIO ITOJIOBBIX XKeJe3.

I'epmadponuTuam nctunnbii — OMIM: 235600. Tona-
IIbI COAEPKAT U OBapUAaIbHYIO, U TECTUKYJISIPHYIO TKaHb.
JBOMCTBEHHOCTb CTPOEHUSI HAPYKHBIX ITOJIOBBIX OPTaHOB
(Jalle Mo MyXXCKOMY THUITYy C TMIIOCHAAMeil U pacllerrie-
HHEM MOIIOHKH), CMEIIaHHbII XapaKTep BTOPUYHBIX I10-
JIOBBIX ITPU3HAKOB. MyXcKoii peHoTrn uMeloT 60 % 60J1b-
HbIX, 40 % — XXE€HCKMUI1, HE KOPPEIUPYIOIINI ¢ HATUINEM
WJIM OTCYTCTBUEM Y-XpoMOcOMBI. B 60 % ciyyaeB KapyoTHIT
46,XX; npumMepHo B 33 % — mMo3anuHbIi (46,XX/46,XY),
B7 % — 46,XY.

Tunepreopn3m ¢ aHoMa/ el MUIEBOIA U THIIOCTIAIM -
eit — OMIM: 145410, 300000. CuHoHuMBI: G-CUHAPOM;
CUHIPOM TUIlocnaguu—aucearuu; cuHapoM Onuua—
®puaca; BBB-cunapom; cunapom Omuna G/BBB, ru-
MepTeI0pru3Ma—TUIOCIAANMI; CHHIPOM TeJIeKaHTa—IMIIO-
cnaguu, X-cueruieHHbI. OTMeueHbI pa3nuyHbie (DOPMBbI
TUITOCTIaAuK (BeHEeYHasl, MOIIIOHOYHAsI, IPOMEXKHOCTHAS).
OnucaH KpUIITOPXU3M.

Tunomenano3 Uto — OMIM: 300337. CuHOHUM: axpo-
MaTUYECKOe HeAepxKaHue NMUIMEHTa; HelepXKaHue ITur-
MeHTa, Tum |. [noreHuTanu3m (HEMOCTOSIHHBIN MPU3HAK).

Tunonnasuu Genpa W HEOObIYHOIO JIMIIA CHHAPOM —
OMIM: 134780. Bo3MOXHBI TTaXOBbI€ TPHIXKU Y KPUIITOP-
XU3M.

Tunocnaausa — OMIM: 146450. Puck aisg cubcoB 12—
17 %. HapyxHoe OTBepCTHE YPeTPhl MOXET pacIioyiaraTb-
Cs Ha 3aJIHEi ITOBEPXHOCTH II0JIOBOTO YjeHAa, MOIIOHKE
M MpoMeXHOCTH. [Ipu mpoMeXKHOCTHON U MOILIOHOYHOM
¢opMe HaGmOOAIOT pacuieruieHre MoloHKH (3:1000 Ho-
BOPOXIEHHBIX MAJTbYUKOB), KpUINITOPXU3M. MynbTudaxk-
TopuaiibHas atuosiorus. B 8—10 % ciayvaeB runocmanus
COYETACTCS C UCTUHHBIM repMadpoOaUTU3MOM.

Lnyxora npoBoasmas u 1edopMUpPOBAHHBIE HU3KO T0-
cakeHHble yuHble pakoBuHbl — OMIM: 221300. B 50 % ciy-
YyaeB OTMEUAETCSI TUIIOTOHAIU3M.

T'onan aucrenesus, XX tun — OMIM: 233300. CuHo-
HUM: OBapuajbHas AMCITEHE3UsI TMIIePrOHAaI0TPOITHAS.
HopmanbHoe cTpoeHune HapyKHbIX TTOJIOBBIX OpraHoB. Ka-
puotun 46,XX. TTojoBble keae3bl UMEIOT TSKEBUIHYIO
(bopMy, MPOU3BOIHBIE MIOJIJICPOBBIX IIPOTOKOB HEIOpa3-
BUTHL. BTOpWYHBIC II0JIOBBIC IIPU3HAKU HEIOPa3BUTHI.
VYpoBeHb 3CTPOreHOB CHUXKEH, a (DOJITTUKYIOCTUMYIUPY-
romiero (OCI) u morennusupyioniero (JII') ropMoHOB,
KaK IMPaBUJIO, MOBBIIIEH. Y BceX O0JBbHBIX OTMEUYEHO Oec-
IUIOME.

Tonan nucrenesus, XY mun — OMIM: 306100. Cuno-
HuM: cuHiapoMm CBaliepa. JIByCTOpOHHUE TSKEBUIHBIE
rOHabl, MaTKa, MaTOYHbIE TPYOBI Hemopa3BUTh. Hapyx-
HbI€ TTOJIOBBIE OpTraHbl CHOPMUPOBAHBI ITO XKEHCKOMY THILY,
HEJI0pa3BUThI, BTOPUYHBIC TIOJIOBbIC IIPU3HAKHU CJIA00 BbI-
paxeHbl, MEHCTpyaluu oTcyTcTBYIOT. Kapuortum 46,XY.
YPOBeHb 3CTPOICHOB U TECTOCTEPOHA CHUXKEH, a YPOBEHb
TOHAZOTPONMHOB noskiiieH. B 20—30 % ciayyaeB oTMeya-

0T mepepoxiaeHue HeauddepeHIMPOBaHHBIX 3a4aTKOB
TOHAJ C Pa3BUTHEM IUCTEPMMHOMBI WJIM TOHAI001aCTOMBI.
YV Bcex 00JIbHBIX — OecIlIonue.

TonanorponuHos neunut u3oaupoBannbiii — OMIM:
227200. CUHOHMM: €BHYXOUIU3M CEMEHHBIN T'MIOoroHa-
noTponHbliii. ITogHOe OTCYTCTBHME BTOPMYHBIX ITOJOBBIX
MPpU3HAKOB, Oecriogue. ¥ My>XKUMH OTMEYaeTCsl TUI0-
IU1a3Ms SIMYeK, BOBMOXHBI: KPUIITOPXU3M, HETOPa3BUTHE
HApPY>XHbIX TEHUTAIMM, BBICOKUI I'OJIOC Y €BHYXOUIHBIA
cratyc. ¥ XeHIIMH HaOMI0AaioT: MIEPBUYHYI0 aMEHOPEIO,
HeI0pa3BUTHE MAaTKU U SIMYHUKOB, ITO3IHEE Pa3BUTHE MO-
JIOUHBIX XeJe3. B OoNbIIMHCTBE cllyyaeB CHUKEHBI YPOB-
uu OCT u JIT.

Juckeparo3 Bpoxnennsnii — OMIM: 305000. Cuno-
HuM: cuHapoM HuHccepa—OHrmana—Koyna. Berpeuator-
CsI TUTIOTEHUTAIM3M, aTpOodus sIMUeK.

MxTtH03 1 Myxckoii runoroHaausm — OMIM: 308200.
CunHoHuMm: cuHapoM Pyna. [inoronagusm, nHGaHTUIU3M.

Kaoyku cuanpom — OMIM: 147920. CUHOHUM: CUHII-
poMm HuukaBbi—Kypoku. OnucaHbl KpUNTOPXU3M, MUK-
pOIIeHUS.

Kampmanna cunapom 1 — OMIM: 308700. CUHOHUMBI:
TUITOTOHAJIO0TPOITHBIN TUIIOTOHAIV3M U aHOCMUS; OJIb(haK-
TOr€HUTAaJbHAs TUCILIa3usl, TUIIOTOHAAU3M, TMHEKOMAcC-
THSL.

Kamnomemmueckas mucmiasusa — OMIM: 114290. Cu-
HOHUMBI: KaMIIOMeJInYecKasl KapJMKOBOCTb; BPOXKIECHHOE
HUCKpUBJIeHUE KOoHeuHocTel. CBhiliie 2/3 00JIbHBIX C MYyXK-
CKHM KapUOTUIIOM UMEIOT pa3HOM CTeNIEHU BhIPaXKeHHOC-
TH T10JI0BBI€ HApYILIEHUs BIUIOTh 10 (hOPMUPOBAHUS XKEH-
cKoro (heHOTHIIA.

KapmukoBocts JleBn — OMIM: 127100. CuHOHUM:
KapJIMKOBOCTb U KYpHOCKIII HOC. BcTpeuaroTcsl maxoBbie
I'PBIKY, KPUIITOPXU3M.

KapaukoBocTh nanrunonuryurapias — OMIM: 262600,
312000. Jeduiut ropMoHOB Tunodu3a KOMOMHUPOBAH-
HBI; KapJAMKOBOCTb XaHXapTa. BTopuyHBIe MOJIOBLIE
MPU3HAKU OTCYTCTBYIOT. ¥ >XEHILMH OTMEYaloT IMePBUIHYIO
aMeHOpeI0, Y My>KUMH — TUIIOIUIA3UI0 SIMYEK U MOJIOBOIO
yneHa. Jle(uuut roHagoTpONMHOB, aIpeHOKOPTUKOTPOIT-
HOTO ¥ TUPEOTPOITHOI'O TOPMOHOB.

Kaprarenepa cunapom — OMIM: 244400. CUHOHUMBI:
CUHAPOM NEeKCTPOKapIAUU, OPOHXO03KTAa30B U CUHYCHUTOB.
OTMedeHbI My>XKCKOE 1 XXEHCKOe OecIioaune.

Kaynanbnoii perpeccun cuaapom — OMIM: 182940,
600145. CUHOHUMBI: CUHIPOM KayIaJbHON IUCITIA3UH;
cUpeHOMeHs. ATIa3usl HApy>KHBIX U BHYTPEHHUX I0JI0-
BBIX OpraHoB (KpoMe TOHaf).

Kmmnnensi—TpeHone—BeGepa cunapom — OMIM:
149000. CuHOHUMBI: TUNEpPTpodrUecKass reMaHTUIKTa-
3Usl; aHrMoocTeorunepTpodus. Berpeuarores ciydyau yBe-
JIMYEHUS] HAPYKHBIX ITOJIOBBIX OPraHOB.

Kozxka Bsimas — OMIM: 123700, 219100, 219200, 304150.
CHHOHUMBI: KOXa BslJlasi, OTMEUAIOT 3aJePKKY Pa3BUTHS;
CUHAPOM 3aTbLJIOYHOro pora. CylecTBYIOT FeHeTUYECKHU
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pasnuyHblie GopMbl cuHApoMa. 71 opMBI ¢ ayTOCOMHO-
JOMUHAHTHBIM TUIIOM HAcCJIeIOBaHUSI XapaKTEPHO BbIMa-
JeHUE BJarajauiia.

Kokkeiina cuaapom — OMIM: 216400. Kpunropxusm,
TUIIOILIA3US SIMYCK.

Kopunenun ae Jlanre cuaapom — OMIM: 122470, 300590.
CuHoHuMm: cuHapoM bpaxmana ne Jlanre. Iunonnasus
cockoB (55 %), kpunropxusM (73 %), runoria3us reHu-
TaIUi (Y MaIbuYUKOB — 57 %).

Kopotkux pedep—nouaakTuinu cuHapoM, tam I —
OMIM: 263530. CUHOHMM: XOHAPOAUCTPOMUST HOBOPOXK-
JEeHHBIX ¢ monuaakTuiuei, Tun I; cunapom CanauHo—
Hynana. BcTpeuatorcest runocrnaausi, aTpe3usi Baaraauiia.

Kopotkux pedep—nouaakTiuimu cuHapom, tun I —
OMIM: 263520. CUHOHMM: XOHAPOAUCTPOMUST HOBOPOXK-
JIEeHHBIX ¢ moauaakTuaueit, tun Il; cunapom MaeBckoro.
OTMeyaloT ABOMCTBEHHOE CTPOEHUE TeHUTAIMIA.

Kodduna—Cupuca cunapom — OMIM: 135900. Cuno-
HUM: CUHIPOM IIATHIX HaJblieB. BO3MOXeH KPUIITOPXU3M.

«Komausero ra3za» cunapom — OMIM: 115470. Cu-
HoHuMBIL: cuHapoM IlIMuaa—®pakkapo; KosioboMa riasa
M aTpe3us aHyca. ATpe3us aHyca ¢ (GUCTYIoi U3 MpsIMOit
KUIIKKM B MOUYEBOI ITy3bIPb U/WJIK BO BJIATAJIMILE Y IEBOYEK
M B MOYEBOI1 ITy3bIPb, YPETPY U IIPOMEXHOCTD Y MaJIbul-
KOB. B oTieNbHBIX cIyJasix ONrcaHbl TUIIOIUIA31s MaTKU,
TUTTOCTIA/INSL.

Kceponepma u ymcTBeHHass orctajiocth ae CaHKTHC
u Kakunone — OMIM: 278800. TTonoBoit uHMaHTUIN3M.

JlenTnro MHoxkecTBeHHbIX cHApOoM — OMIM: 151100.
CuHonum: cunapom LEOPARD. AHoManuu reHuTaaui
(50 %), BKIIIOYAIOT KPUNITOPXU3M, TUIIOCTIAANIO, MHOTIA
areHe31Io WY TUIIOIIa3MI0 TOHAl, TUIIOTOHAIN3M.

Jlenpeyaynusm — OMIM: 246200. CHHOHUMBI: CUH]I-
poM [loHOXbI0; AedeKT pelienTopa MHCYJIMHA. YBeJInueHue
MOJIOYHBIX XXeJIe3 M Hapy>KHBIX ITOJIOBBIX OPraHoB; (hoJI-
JIMKYJISIPHBIE KUCThI SIMYHUKOB. BO3MOXKEH KPUIITOPXU3M.

JlunomucTpodus ToranabHas BpoxneHHas — OMIM:
269700. CuHonuMmbl: cuHapoM bepapaunenmu—Ceiina;
TOTaJIbHAsl TUIIOAUCTPODUS U aKpOMETaTOMIHbIN TMTaH-
TU3M; BPOXIEHHBIN Juroarpodudeckuit nuader. Otme-
YaloT YBEJIMYEHME ITOJOBOI0 WieHa M KJIMTOPA, IMOJIUKHUC-
TO3 SMYHMKOB. Hepenko BcTpevaeTcst ouroMmeHopes.

JIuccannedamu cuaapom — OMIM: 247200. CuHOHM-
MbI: cuHApoM Munepa—/Iukepa; arupus. OncaHbl Kpy-
NTOPXU3M, ITaXOBbIE TPHIKMU.

Jloypenca—Myna cunapom — OMIM: 245800. [moro-
HaJ13M, TUIIOTeHUTAIN3M (MUKPOIICHUSI, TUITOILIA3HS MO-
IIIOHKH).

Mapunecky—Illerpesa cunapom — OMIM: 248800.
[uneproHagoTPOIIHBII TUITOTOHAIN3M.

Mekkeast cunapom — OMIM: 249000. CuHOHUMBI:
cunapoM Ipy6epa, cunagpom Mekkensi—Ipyoepa. Kpunr-
OpXM3M, MMKPOIIEHMSI, IBypOrasi MaTkKa, aTpe3usl Bjara-
JIMIIA, ePEropoika Biaraiuila, IBOMCTBEHHOE CTPOeHE
Hapy>KHBIX [OJIOBbIX OPTaHOB.

Mpuotonnyeckas muctpodust — OMIM: 160900. Cuno-
HuM: 6oe3Hb LlTelinepra. BctpewyaeTcs runmoroHaamsM.

MmuoTtonus xonapoauctpodudeckas — OMIM: 255800.
Cunonum: cunapoM I Bapua—/Ixammens—Aodepdenbaa.
OTMeYaloT axoBble TPHIKM, YMEHBIIICHUE pa3Mepa SIMJeK.

Mykoucuunosz — OMIM: 219700. CuHOHUM: KUCTO-
¢Gubpo3 nomxenyaouHoit xkene3nl. [IpakTnyecku y Bcex
MaLMEHTOB MYXCKOTO I10J1a — OeCIUIoaue.

MioJ11epoBbIX NMPOTOKOB MEPCUCTEHIMS Y MYXKYHH —
OMIM: 261550. CUHOHMM: MYKCKOI BHYTPEHHHIA TICEB-
norepMadpoautusM. Hanuume maTtku v GajaonueBbIX
TpyO 1ipu KapuoTurie 46,XY. MyXcKue HapyKHbIE U BHYT-
PEHHUE ITOJIOBbIE OPraHbl HOPMAJILHO Pa3BUTHL. XapaKTep-
HbI KPUIITOPXKU3M, BUPMJIM3ALIMs B ITyOepTaTHOM IEPUOIE.
AHoManus nonoBoil AuddepeHLIMPOBKU 00YCIOBIeHA
HapyIllIeHHeM MPOLIECCOB PErpecCur MIOJUIEPOBBIX IPO-
TOKOB Yy SMOPHOHOB-ILJIOA0B MYXCKOTO 110J1a BCJICACTBUE
HEI0CTaTOYHOCTHY IPOAYKIIMHY KileTKaMu CepTojiu sindeK
AHTHUMIOJIJIEPOBA FOPMOHA WJIM HETOCTATOYHOCTU PelieIl-
TOPOB aHTUMIOJLJIEPOBA FOPMOHA Ha KJIETKAX MIOJUIEPOBBIX
MPOTOKOB [46].

HmkuneuemocTHo-mueBoit muzocto3 — OMIM: 154500.
B HeKOTOPBIX ClTy4yasix KpUIITOPXU3M.

Hos—JIakcoBoii cunapom — OMIM: 256520. Tunora-
3UsT HAPYXKHBIX ITOJIOBBIX OPIaHOB.

Hynan cuanpom — OMIM: 163950. CuHOHUM: TepHe-
POBCKUI (peHOTUI C HOPMaJIbHBIM KapuOTHUIIOM. Xapak-
TepeH TUpcyTu3M. DYHKIIMS TOJIOBBIX Xejle3 BapbupyeT
OT IOJIHOTO aroHaau3Ma J0 COXpaHeHUs (DepTUIbLHOCTH.
Y >KEHIIH MOI'YT OTMeYaTh KaK HOPMaJIbHbIIA MEHCTPY-
aJIbHBIA LIMKJT, TAK U MIEPBUYHYIO WM PAHHIO BTOPUYHYIO
aMmeHopelo. Y 70 % My>X4YuH BBISIBIIIIOT OMTHOCTOPOHHUIA,
peXe IBYCTOPOHHUIA KPUITOPXU3M.

OkyJonepedpopeHaabhblii cuuapom Jloy — OMIM:
309000. Cunonum: cunapom Jloy. Kpunropxuszm.

Omuna—Kasemxkua cunapom — OMIM: 305450. CuHo-
Humbl: cudapoMm FG; cunapom Kennepa. Kpunropxusm.

Ocreonucrpodus Onodpaiita HacaencrBenHas — OMIM:
103580. CuHoHUM: TiceBAoTUInonapaTupeo3, Tum la. Mo-
JKET BCTPEYaThCsl TMIIOTOHAIM3M.

ITouek arenesus naycroponnsis — OMIM: 191830. Cu-
HOHMM: HaCJIeACTBEHHAsl YpOreHUTaJbHAsl aavcCIUIa3usl.
MoryT BcTpeyaTbCsl aHOMAJIMM T€HUTaIUil (OTCYyTCTBUE
CEeMSIBBIHOCSIIIMX KaHAJIbLIEB I CEMEHHBIX ITy3bIPHKOB; OT-
CYTCTBUE MAaTKU Y BEPXHEH YaCTH BJIarajviia).

ITouek, renuTasumii 1 cpemHero yxa aHomamn — OMIM:
267400. ATpesust Barajiiina, BO3MOXHbBI aHOMAJIMK CTPO-
€HMSI BHYTPEHHMX ITOJIOBBIX OPIaHOB.

IIpanepa—Buwum cuiapom — OMIM: 176270. Y Manbuu-
KOB — I'MITOIUIA3HUs] TI0JIOBOTO WieHA M MOIIIOHKM, KPUIITOP-
XU3M; y IeBOYEK — TUIOILIA3Ms TOJIOBBIX TY0; Y XXEHIIMH
OTMeYaloT aMeHopelo, B 50 % citydyaeB — rMIOILIA31I0 MaTKU.

IIporepuss — OMIM: 176670. CunonuM: cuHapom ler-
ynHcoHa—Iungopaa. boabHbBIE OTCTAIOT B MOJIOBOM pa3-
BUTUU, OECILIONUE.
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IIpsAMoii KMIIKM ¥ aHAJLHOTO OTBEPCTHS BPOXKIECHHbIE
nopokn — OMIM: 107100. BpoxxaeHHbI€ CBUIIU, OTKPbI-
BaIOIIMECS BO BIarajulle, ypeTpy ¥ IPOMEKHOCTb.

IIceBroamunonTepuHoBblii cunapom — OMIM: 600325.
Cunonum: Kpaescka—Banamexka cunapom. OTMeuaroT
MaXOBbI€ IPHIKU, KPUITOPXU3M.

ITepuruyma nonkoaennoro cunapom — OMIM: 119500.
PaciieruieHre MOIIIOHKM, TMITOIUIa3Msl ITOJIOBOrO 4WieHa
(11 %), rumnorasus OONBLIKX ITOJOBBIX TYO0 (24 %), Kpu-
nropxusMm (33 %).

IITepuruymoB MHOXKeCTBeHHBIX cuHaApoM — OMIM:
265000, 253290. CuHOHMM: cMHAPOM DcKobapa. OnucaHbl
KPUNTOPXU3M, TUIIOTOHAIN3M, IIEPEKPECTHBII ITEPUTIYM
B 00JIaCTM TEHUTAJIUIA.

Paccena—Cuibepa cunapom — OMIM: 180860. B nipe-
ImyGepTaTHOM IIepHMOJIe BHE 3aBUCMMOCTH OT I10J1a B KPOBH
¥ MOYE€ TOBBIIIEH YpOBEHb roOHaAOTponuHOB. [TonoBoe
pa3BUTHE YCKOpeHO. YacTo BcTpeyaloTcs HopaxkeHue Mo-
YeroJ0BOil CUCTEMbI, KPUIITOPXU3M U TUIIOCHAINS.

Pacmenuna ryosl 4 HeDOa, 3KTOAEpPMAIbHASA AUCILIA3US
u cuHgakTimga — OMIM: 225000. CUHOHUM: CUHIPOM
Pozemnmmn—IymunerTu. [Mnomnnaasust reHUTAIUIA.

Peiienmreiina cuanpom — OMIM: 312300. CuHOHUM:
YacTUYHAasl HEYYBCTBUTEIBHOCTD K aHApOreHaM (omgHa 13
(opM cuHApPOMA TECTUKYJISIpHO# (hemMuHu3auum). lmo-
IJ1a3Ms SIMYEK P HOPMaJIbHBIX pa3Mepax MOJI0BOTO Jie-
Ha, IMPOMEXHOCTHO-MOIIIOHOYHAsI TMIIOCHanusl, MHOLIA
pacileIieH1ue MOILIOHKY. BTOprYHbIE 1TOJIOBbIC MPU3HAKU
OTCYTCTBYIOT. IHOIIa OTMEYa0T THHEKOMACTUIO, KPUIIT-
Opxu3M. [MCTOJIOrMYECKU BBISIBISIOT TUIIEPILIA3UIO KJle-
Tok Jletiaura, aTpoduio ¥ rHaJIuHO3 CEMEHHBIX KAaHAJIBLIEB,
MHTEpCTULMANBHBIN ¢prbpo3. Kapruorun 46, XY, Gecriionue.

Pobeprca cunapom — OMIM: 268300. CUHOHUM: TET-
pacdoKoMenus ¢ pacileJuHoi ryosl u HeOa. [unepriasus
KJIMTOpa WIX II0JIOBOTrO YieHa, KPUIITOPXU3M, IBYypOras
Martka.

Poo6unosa cunapom — OMIM: 180700, 268310. CuHo-
HUM: CUHAPOM «JIMLia Iutoaa». Pe3kas runoriasys 1mojio-
BOTO WICHA, TUIIOILIA3KSI ITOJIOBBIX IYO 1 KJIMTOPA.

Pormynna—Tomcona cunapom — OMIM: 268400. Cu-
HOHUM: CUHAPOM aTpopuuecKoit MONKUIOAEPMUU U Ka-
TapakThl. [MITOreHUTaIM3M, TUIIOTOHAIU3M.

Pyounmreiina—Teiion cunnpom — OMIM: 180849. Cu-
HOHUM: CHMHAPOM IIMPOKOTo | majblia KMCTel U CTOII,
crneur@uUecKoro JMla U YMCTBEHHOM oTcTalocTu. Tp-
cytusMm (50 %); kpunrtopxusm (79 %).

Cexkkens cuaapom — OMIM: 210600. CiHOHMMBI: Kap-
JIMKOBOCTb C «IITULIETOJIOBOCTBIO»; IPUMOpPIHAIbHAs Kap-
JIMKOBOCTh ¢ MUKpouedanueit, Tun 1. OTMeyaloT rumno-
IUIa31I0 HAPYKHBIX ITOJIOBBIX OPTaHOB, KPUIITOPXU3M.

Cunapom C — OMIM: 211750. CUHOHUM: CUHAPOM
TpuroHouedanuu Onuua. CoCKOBBIN TUIIEPTEIOPU3M,
KPUIITOPXM3M.

Cungpom N — OMIM: 310465. Tunocnanusi, rUIo-
IU1a31sT MOILIOHKM,, KDUIITOPXMU3M.

Cvuta—Jlemmn—Omuna cuaapom — OMIM: 270400.
XapakTepHbl TUIIOCTIAAUsI, KPUIITOPXU3M, TUIIEPTPODUS
KJIUTOPA, COCKOBBII TUIIEPTEIOPU3M.

Tectukynspuoii pemuansanmun cuaapom — OMIM:
300068. CHUHOHUM: CMHAPOM HEYYBCTBUTEIHHOCTH K aH-
nporeHaM. Ilpu kapuoturie 46,XY HapyXHbIE ITOJOBbIE
opraHbl cOPMUPOBAHbBI 110 KEHCKOMY THITY, a IIOJIOBBIC
XeJie3bl IMpeAcTaBlIeHbl sSuykaMu. 2KeHCKUI (heHOTHI,
HOPMAJIHO Pa3BUThIC MOJIOYHBIE XKeJIe3bl; ITOAMBIIICYHOE
1 JIOOKOBOE OBOJIOCEHME CKYIHOE, aMeHOpesl, OeCILIoaue.
Bnaranuiiie okaHYMBaeTCs CJIEI0, MMEeT MEHBIIYI0, YeM
B HOpMe€, JUIMHY; MaTKa ¥ MaTOYHbIE TPYObl OTCYTCTBYIOT;
SIMYKY UMEIOT HOpMaJibHbIE pa3Mephbl U MOT'YT JIOKAJIN30-
BaTbCsl BHYTPUOPIOLIMHHO, B ITAXOBOM KaHajie WU B I1O-
JIoBBIX ry0ax. YpoBeHsb JII' B mna3me noseiiieH. [uneprpo-
¢us KIuTopa, cpacTaHue I'yOHO-MOIIIOHOYHbBIX CKJIAIOK.

‘YMcTBeHHAs oTCTaN0CTh X-ClelieHHas, Tun PenneH-
Huara — OMIM: 309500. YMeHbllIeHHE pa3MepOB SIMYEK.

®DeTalbHblii 2JKOT0JIbHBI CHHAPOM. CUHOHMM: aJIKO-
royibHast sMopuodeTonartusi. Kpunropxusm, ruroriazus
MOIIOHKM.

DeTanbHbIA BATBIPOEBbIid cuHapoM — OMIM: 609442,
OOBIYHO BcTpevaeTcst cnopaandecku. CUHOHUMBI: Bajlb-
mnpoesast sMopuonarus. [unocmnanus.

®Duobpo3Hag aucIIa3ua nojauocrornyeckas — OMIM:
174800. CunonuMm: cuHapom Mak-KsioHna—Onopaiita.
[IpexxneBpeMEeHHOE IOJIOBOE CO3PEBAaHME, IIPEUMYILECT-
BEHHO Y ieBouek (50 %). YpoBeHb rOHaIOTPOIIMHOB B MO-
ye pe3Ko cHKeH, JII' — moBblleH.

®pazepa cunapom — OMIM: 219000. CMHOHUMBI:
KpunrodTrajabM ¢ IPYTMMU NOPOKAaMU Pa3BUTHS; KPUIIT-
o¢TaTbM—CUHAAKTUINS. AHOMAIUU Te€HUTAIU (TUIT0-
cIlagusi, KpMITOPXM3M, IBYpOrasi MaTka, aTpe3usi Bjiara-
JIMIIA, CpallleHUe MOJOBBIX I'y0 ¥ TUIepTpodus KIUTOopa).

®ponromeradmzapraa aucmnazua — OMIM: 305620.
OnucaHbl aHOMaJIMU MOYEBBIBOASIIMX ITyTEM, KPUIITOP-
XU3M.

®ponToHazaabHasa aucmiaasua — OMIM: 136760. Cu-
HOHMM: CUHIPOM CPEIMHHON paclieJMHbI Inila. B psae
CJIydaeB — KPUIITOPXU3M.

Xannepmana—IITpaiiha cunapom — OMIM: 234100.
CHUHOHMM: OKyJIOMaHANOyIo(alanbHbIi CUHAPOM. Bo3-
MOXHBI TUTTIOT€HUTAIN3M, KPUIITOPXU3M.

Xpomocombl 4p+ curapom. HabrogaroT KpUNTOPXU3M,
TUIIOILIA3H1IO TTOJIOBOTO YieHA, TUIIOCIIAIUIO.

Xpomocombi 4p— cunapom. CUHOHUM: CUHIpOM Bosb-
da—XupuixopHa. OnucaHbl TUTIOCTIAANS, KPUTITOPXU3M.

Xpomocombl Sp— cuaapoM. CUHOHMM: CUHAPOM «KO-
1aYbero Kpuka». Horma BCTpeyaloT KPUIITOPXM3M.

XpomMocombl 8 TpucoMun CHHAPOM. Bo3aMoxkeH KpUIT-
OPXU3M.

Xpomocombl 9p+ cunapom. [umeprnurMeHTauusl co-
CKOB, 3ajiepKKa IT0JIOBOI'O CO3pPEeBaHUSI.

XpomMocombl 9p— cuHApPOM. Y OOJIBHBIX C TEPMUHAIb-
HOI Jiesieliueil KOpOTKOro Iieya XpOMOCOMBI 9 omnurcaHa
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peBepCUsT MYKCKOTO I10J1a B )KEHCKU. Y TaKuX O0TbHBIX
Ha0JII01aI0T JTM00 HOPMAIbHO Pa3BUThIC KEHCKHE HapyX-
HbIE I0JIOBBIC OPTraHbl, JIMOO IBOMCTBEHHOE CTPOCHUE I'e-
HUTAJIMI, a TAKXKe BapbUPYIOIIYIO 110 CTEIICHU IPOsIBIIC-
HUSI CMEIIAaHHYIO TOHATHYIO JUCTEHE3UIO.

Xpomocomsi 10p+ cunapom. B psine ciaydyaeB orMevaror
TUITIOILIA3UIO TT0JIOBOTO YiCHA.

Xpomocombl 11q Tpucomuu cunapomM. [imnoriasus mo-
JIOBOTO YJICHA.

Xpomocombl 11p+ curapom. Kpuntopxusm.

Xpomocombl 13 Tpucomuu cuHapoM. CUHOHMM: CUHJI-
powm Ilaray. Kpunropxusm, runorniazust Hapy>kKHbIX ITOJI0-
BBIX OPTaHOB, TUIIOCIIAAUs, YABOCHUE MAaTKU U BJlaraju-
11a, IByporast MaTKa.

Xpomocombl 13q— curapom. CuHOHUM: cuHApoM Op-
oenu. Kpunropxusm, runocramusi.

Xpomocombl 18 Tpucomuu curapomM. CUHOHUM: CUHJI-
poM Daapaca. Kpunropxusm (100 %), ruroriasus co-
CKOB M COCKOBBIN ruriepresiopusM (50 %). MHorma BeTpe-
YalT TUIEPTPODUI0 KIUTOpa, JABYPOIYIO MAaTKY,
TUIIOILIA3UIO SIMYHMKA.

Xpomocombl 18q— cuuapom. Iumoruiaszusi moJOBOro
YJieHa ¥ MOILIOHKU, KPUIITOPXU3M, TUIIOCIIAAUS Y Majlb-
YMKOB Y TUIIOILIA3USI MaJIbIX TIOJIOBBIX I'y0 Y J€BOYEK.

Xpomocomsl 21q— curapom. CUHOHYM: CUHAPOM Jie-
JIeLUM JJIMHHOTO Tiieva 21-it xpomocombl. [unocnanus,
KPUIITOPXM3M, I1aX0Basi IPbLKa.

Xpomocomsl ¢parnibHoil X cuaapom — OMIM: 309550.
CuHoHuM: cuHapoM MaptuHa—besn. Otmeyalor Makpo-
opxu3M. BcTpevaloTcst TMHEKOMACTUSI, TUITOCTIAIMSI.

Xpomocom XXY curapoM. CriHOHUM: cuHapoM KaitH-
(ensrepa. [unormnasus suyek v MojoBoro yjaeHa. Bropuu-
HbIE TI0JIOBbIC IIPU3HAKKU Pa3BUTHI CJIa00, MOTYT HAOJIIO-
JIaThCSl OBOJIOCEHME I10 XKEHCKOMY THITY, THHEKOMACTUSI
(50 %). InanuHo3 u HpUOPO3 CEMEHHBIX KAHANIBLIEB, BTO-
pUYHas ruIiepIuiasus kKiaeTok Jlefigura. XapakTepHbl CHU-
JKE€HME T10JIOBOrO BJICUEHMS, UMIIOTECHLIMS U OeCIIonue.
Cunapom KnaitHdensrepa — peryispHas ¢gopma 47, XXY,
YyacToTa CUHApPOMAa B OOILNEH MOMYJSUU COCTaBJISIET
1:500—1000 HOBOPOXAEHHBIX MATBYMKOB [42]; 7 % — cpe-
I MY:KYMH ¢ 6ecrutogueM u gocturaeT 15—20 % B rpyrme
MalMeHTOB ¢ azoocnepmueii. Mozanunbie (OpMBI COCTaB-
Js110T 12 % citydaeB pa3BUTHSI 3TOro cuHapoma [28].

Xpomocombl X MOHOCOMHUH cHHAPOM, 45,X. CUHOHUM:
cunapoM lllepemeBckoro—TepHepa, kapuotun — 45,X
(perynsipHas ¢opma), ero yacrtora cocranisier 1:500—800
HOBOPOXICHHBIX IeBOYEK (IIOIMYJISIIMOHHAs 4acToTa —
1:5000) [42]. ITo HammM maHHBIM, 57 % W3 YKClIa aLy-
€HTOK C JAHHBIM CUHAPOMOM COCTaBJISIOT MO3au4HbIC
dopmbl [28]. [Tomumo crneunduuecKux COMaTUYECKUX
MPU3HAKOB IS KEHIIWH ¢ JAHHBIM CUHIPOMOM BhIIEIIe-
HBl CUMIITOMBI T10 PENPOAYKTUBHOM CUCTEME: MOJIOBOMI
nHanTIn3M (94 %), nepsuuHas ameHopes (96 %), 6ec-
mwionue (99 %). Kak 1 npu Mo3anyHbIX (hopMax CUHApOMA
Knaitndenbrepa, Haauuue onpeaeaeHHbIX NPU3HAKOB

(CMMIITOMOB) 1 CTeNeHb HapYyIIEHUs/BbIITOTHEHUS DyH-
KIIMM CUCTEM OpraHM3Ma 3aBUCHUT OT XapakTepa (Tuma)
XPOMOCOMHOIO MO3aulM3Ma U 4YMCJa KJIOHOB (KJIETOK)
C HOpMaJIbHBIM KapMOTUIIOM. MeHee 4acTo — IMIIOIIa3ust
COCKOB.

Xpomocombl X moJmcoMuu cCHHAPOM. CHMHOHUM: MpHU
kapuotune 47, XXX — CMHIPOM TPUILIO X XPOMOCOMBI
u T. 1. HapyleHue 1mooBoro pa3Burys.

Xpomocombl Y nojmmcoMun cuHapoM. CHHOHMM: MpU
kapuotune 47,XYY — CUHAPOM IUCOMUU Y-XPOMOCOMBI;
pexe — 48, XYYY. B HeKOTOpBIX ClIydasix criepMaToreHes
(1 pepTUIBHOCTD) YACTUYHO COXPAHEHBI.

Ilepedporenaropenaibhbiii cuaapom — OMIM: 214100.
CuHonuMbl: cuHapoM boysHa; cunapom LlenasBerepa. He-
PEIKO OTMEYAIOT aHOMAJIMK Pa3BUTUSI IOJIOBBIX OPraHOB
(runocnaaysi, KpUITOPXU3M, TUTIEPTPOdUsT KIIUTOPA).

Muanens cuaapom — OMIM: 181450. CUHOHUMBI:
CUHIPOM aHOMAJIMM JIOKTEBOM KOCTU U I'PYIHBIX XKEJIE3;
cunapoM Ilanmuctepa. 3aaep:kka MoJI0BOro pa3BUTHSI, TUTIO-
reHuTtanusMm. HenepgopupoBaHHas 1eBCTBEHHAas TIJIeBa.

DKTOonepMAIbHAS AUCILIA3KS aHTuaApoTHYeckas — OMIM:
305100. Cunonum: cuaapom Kpucra—CumeHca—TypeHa.
[normuiasus MOJIOYHBIX XKeJIe3 U COCKOB.

DKToAepMaibHAA AUCILIA3UsA AaHTHAPOTHYECKAs C pac-
meHoi ryosl u He6a — OMIM: 129400. CHHOHUM: CUH-
npom Panna—XomxkkuHa. [UmoreHuTaansm.

DKTPOIAKTHIMHI, IKTOAEPMAIbHO AUCIIA3MH, paciie-
JIMHDI OBl M He0a cunapoM — OMIM: 129900. CuHOHUM:
EEC cungpoM. Iumorazusi COCKOB MOJOUYHBIX KeJe3.
M3penka — rurocranausi, KpUITOPXU3M.

Takum obpasom, u3 455 puUBeIeHHbBIX B aTjIace-Crpa-
BOYHMKE [42] HACJIEACTBEHHBIX CUHAPOMOB ITpH 121 (26 %)
cuHapome BcTpeuaercs natosorus OITC. B knmHuyeckoit
kaptuHe 56 (12,5 %) cuHIpoMoB U3 455 OTHUM U3 CUM-
nToMoB co ctopoHbl OITC saBnsieTCs KpUIITOPXU3M; TIpu 23
(5,0 %) cuHopoMax OTMeYeHa TIMIocHamus; npua 18
(4,0 %) — coyeTaHue KPUIITOPXU3MAa C TUITOCIIAIUCIA;
pu 41 (9,0 %) cuHAPOME OTMEUEHO HapYILIEHUE PAa3BUTHS
IOJIOBBIX XeJie3. DTU (POPMBI MATOJIOIMU YCTAHOBJICHBI
[JIABHBIM 00pa3oM II0 COCTOSIHUIO Hapy>KHBIX MOJIOBBIX
OPraHoB, T. €. JOCTYITHBIX /IS BHEIITHETO 00CeI0BaHMS.
B neiictButenbHoct yactota BITP OITC 6osee BbicoKas,
HO UX BBISIBJISIEMOCTb 3aBUCUT OT BO3MOXHOCTH U IIyOu-
HbI obcnenoBaHus. Tak, MI.B. AHTOHOBa OTMeYaeT, YTO
B IIEpHOJI€ HOBOPOXKIEHHOCTU TUATHOCTUPYIOT JIUIIIb He-
3HauuTeabHYI0 yacTh BITP [47]. JuarHocTuKa CKpBITHIX
BIIP (B Tom unciie 1 OMC) y HOBOPOKAEHHBIX 3aTpyAHE-
Ha, M, KaK IIpaBUJjIO0, €e IIPOBOISAT Y ACTEi IPpHY MOSIBIICHUU
MPU3HAKOB 3a00JIcBaHMil, B OCHOBE KOTOPBIX MMEIOTCS
aHaToMu4ecKue neeKThl, BbI3bIBAIOIIME, HAIIPUMED, Ha-
pPYLIEHUS YPOIUHAMUKY ¥ COOTBETCTBYIOIIME KIIMHUYEC-
kue cumnTomel. 3avactyio BITP OIIC asnstorcs ciayvaii-
HOI KJTMHUYECKOM MM NaTOMOP(hOIOTUYECKO HaXOAKOI
[23—-25, 47]. Y manbuukoB nipeoodnanaiot BITP HapyKHBIX
ITOJIOBBIX OPraHOB, KOTOPBIC AMATHOCTUPYIOT BU3YaJIbHO

neruyuu
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OTHOCUTEJIBHO Jierue 1 paHblie, yeM BITP xkeHckux mono-
BBIX OPraHOB, KOTOPBIE Yallle BhISBISAIOTCS B OoJiee cTap-
1lIeM BO3pacTe, HEPEIKO B Mpe- U Iy0epTaTHOM IIEpUOe
[23-25, 47].

IMpuunnoit naronoruu OITC MoOryT OBITH HE TOJBKO
TeHEeTUYECKUE MyTalluy (BOZHUKIIIME BCICACTBUE BO3ACH -
CTBUS SHAO- U 3K30TE€HHBIX (DAKTOPOB Ha T€HBI, XPOMOCO-
MBI, TEHOM), HO U MHBIE 3(P(PEKTHI pa3TUIHBIX (PAKTOPOB.
ToHamoTpoIHbBIe, TAMETOTPOINHbIE, SMOPUOTPOIIHbBIE, TE-
paToreHHble, KaHLIEpOreHHbIE U MyTareHHbIe CBOICTBa
MoBpexXaaloliero akropa MHAYLUMPYIOT (4epe3 Hapyle-
HUE TOTO WJIM MHOTO YPOBHSI OpraHU3alluyd OpraHu3Ma)
MaTOJIOTHI0 MOpdOoreHe3a Kakoro-amudo opraHa, CUCTeMbI
/WM QGYHKILUY TOTO UM MHOTO OpraHa, B TOM YUCJie —
MOJIOBOM cHUCTEMBI U/WAM UHIMBUAA B LejoM. [loaTomy
€CJIM TOBOPUTH O METOJaxX OLIEHKM (KJIacCU(UKAIIUU, OIT-
peneneHus) HapyleHuit popmupyromuxcsa OITC, To B ux
COCTaB IOJKHBI BKJIIOUATh aHAIN3 SMUAEMHOJIOTMYECKUX
JNAHHbIX, aHATOMUYECKUX, TUCTOJOTMYECKMX, IIUTOJIOTH-
YECKUX, [IMTOTeHETUYECKUX U TeHHBIX OTKJIOHEHUI B TO-
HaJIax U raMeTax, a TakxkKe aHaJIu3 CIIOCOOHOCTY MHAVBUIA
K 3ayaTulo, BbIHAIIMBAaHUIO U OeTopoxaeHuio [17, 18,
23-25, 28, 31, 32].

K HacrosineMy BpeMeHU MpoBeleHEe MEIUKO-TeHe-
TUYECKOTO 00C/IeI0BAHUS MO3BOJISIET BBISIBUTH T€HETUYEC-
KYI0 IPUPOY HapylleHUu pa3BuTus u/wiu dhyHkumii OITC
y 18—20 % oGpaTuBIIMXCS JIsI TEHETUYECKOM TUarHOCTH -
K1 TTaeHToB [ 18, 28, 46—48], 410 00BSICHSIETCS B OCHOB-
HOM METOIMYECKUMU U TEXHUYECKUMM BO3MOXKHOCTSIMU.
Ha ceronnst HanGonee yacTbIMU (CPeay BBISIBISIEMBIX) Te-
HETUYEeCKUMU (paKTopaMU pa3BUTHS (DOPM HACIIEICTBEH-
HOI, B TOM UMCJie U BpoxkaeHHoI, matojgoruu OI1C aBmusi-
JOTCSI YMCJIOBbIE aHOMAaJIUM TOJOBBIX XpomMocoM (X u Y,
TOHOCOM), KOTOPbI€ MOTYT BO3HUKATh B pe3yjIbTaTe Hapy-
IIEHUIA MEOTUYECKOTO JAeJIeHUSI XPOMOCOM (B OOreHese
U criepMaTOreHe3e) B OpraHUu3Me pOaAUTeIe WK MPU Je-
¢exre neleHUs OTI0I0TBOPEHHOM SMLIEKIIETKU (3UTOTHI)
Ha MepBbIX ATanax ee ApoodseHus. B mocinenHem ciaydae
BO3HUKAIOT «Mo3anuyHbie» BapuaHThl XA. [IpumepHo
y 60—70 % nauuenroB ¢ Hb reHeTrueckue nedeKThl Ipo-
SIBJISIIOTCS B BUJE TeHHBIX MyTanuii [28].

ITo pesynsraTaM MeIUKO-TeHETUYECKOIro obcenoBa-
Hus (6osee 20 THIC. YEIOBEK ¢ IMPoOIeMaMU peIPOIYKTHUB-
HOTO 3I0POBbSI) B JIaOOPATOPMU T'€HETUKU HapyIIEeHUI
penponykuuy @T'BY MI'HII PAMH, 13 yuncia BBISIBIEH-
HBIX CJIyyaeB HOCHUTEJbCTBA XPOMOCOMHOM MaTOJIOTMU
(0x010 9 % OT 0OpaTUBILIMXCS B J1JaOOPaTOPHUIO Ha 00CIe-

noBaHue — HocuTeau XA) 10 70 % manueHToB ¢ XA npea-
CTaBJICHBI CIydassMU YMCIOBBIX XA (KakK cpeay MyXYUH
¢ GecruiogueM, Tak U Cpelu AeTeil U KEeHIUH ¢ IIpooie-
mamu HapymeHus OITC). IlpuyeM aHOMaaIUM TOHOCOM
COCTaBJISIOT 0K0JI0 2/3 Beex ciayvyaeB XA y yesoBeka [28].

W.B. AHTOHOBOI1 U COaBT. MPOBEACHO UCCIIeJOBaHUE
yacToThl U cTpYKTypbl BITP OMC y HOBOpPOXIEHHBIX JIe-
Teil . OMcka, ponuBiiuxcs B 1998—2005 rr. Cpenu BITP
OMC otMmeuenbl kpuntopxusm (1,29 %o), runocrnanus
(0,68 %0), BpoxIeHHbIE KUCTHI ANYHUKOB (4 %o0), TUIIO-
IUTa3us M aria3vs MoJioBoro wieHa (4 %o), TUIOIIa3usI
sau4ka (3 %o), areHesus Biaaraauiia (2 %o). BITP OMC Ha-
unboJiee pacIpoCTpaHeHbl Y HOBOPOXKICHHBIX MaJIbYMKOB,
MPUYEM 3HAYMMOCTb Pa3JInYuii TOCTOBEPHA U IIOCTOSIHHA
BO BPEMEHU, YTO MOATBEPIMII CPAaBHUTEIbHbINM aHAIU3 CO-
OTHOLIEHMH MOoKa3aTeJiel pOXIaeMOCTA MaJIbYUKOB U J€-
Bouek ¢ BITP OMC 3a nnepuon HabO10eHU B CpaBHEHU U
¢ nepuoaoM 1993—1997 rr. [47]. YuuTeiBas TOT (aKT, 4YTO
BITP mMouemnosioBoil cucTeMbl B HEOHATaIbHOM IePUOIE
coctaBysiioT 10 30 % Beex citydaeB BPOXKISHHBIX 1e(eKTOB
M BCTpevaroTcs ¢ yactoToit 5 Ha 1000 meTckoro HacesleHUs
[11, 12], aBTOp cripaBeAJIMBO MOJAYEPKUBAET, UTO B MEPU-
0JI¢ HOBOPOKIEHHOCTHU AUATHOCTUPYETCS JIUIIh He3HAUM -
tenbHas yacth BITP. Tlo manHbIM HabI0OeHUIT aBTOpA,
nuarHoctuka ckpbiThix BITP MouernonoBoit cucteMbl y HO-
BOPOK/IEHHBIX 3aTPyJIHEHA, U, KaK MIPaBUJIO, €€ TTPOBOAST
y IeTeil mpu MOsIBJICHUHU 3a00JIeBaHUIi, B OCHOBE KOTOPBIX
HMMEIOTCSI aHaTOMUYeCKHUe Ne(eKThl, BhI3bIBAIOIIME HAPY-
LIEHUS YPOAMHAMMKHM U COOTBETCTBYIOIINE KITMHUYECKUE
cumnToMbl [47]. HegoctaTounas auarHoctrka BITP BHy-
TpeHHux OMC u OIIC noarBepxkaaeT HeOOXOOUMOCTh
MacCOBOTIO YJIbTPa3BYKOBOTO CKPMHUHTA HOBOPOXKICHHBIX
JUUISI PAHHETO BBISIBJICHUS M aKTMBHOIO AMCIIAHCEPHOIO
HabmoneHus nereii ¢ BITP [47].

MBI TTOTHOCTBIO pa3fessieM 3TU BBIBOIBI, OTMedasi,
YTO HUcCcleaoBaHue YacTOThl U cTpyKTyphl BITP OITC (vt
OMC) y maieHTOB pa3HbIX BO3PACTHBIX IPYIII U pa3HO-
ro I1oJjla HeoOXOAMMO paccMaTpuBaTh (aKTUUYECKM KaK
MEePBBII U3 HECKOJIBKUX 3TAIlOB KOMILIEKCHOTO 00CIIe10-
BaHUsI C 00s13aTeIbHBIM MEIMKO-TEHETUYECKUM KOHCYJIb-
THPOBAHUEM U C UCIIOJIb30BaHUEM COBPEMEHHBIX METOIOB
LIMTOTEHETUYECKOTO M MOJIEKYJIIPHO-TEHETUYECKOIo 00-
cnenoBanus [3, 8, 11—13, 47]. B cBs13u ¢ 3TUM Bce 00J1b-
1ee 3HaYeHUEe MPUOOPETAIOT MEPOIIPUSTHS, HAaIIpaBJICH-
Hble Ha M3y4eHHE YaCTOThI BCTPEYaeMOCTH, MEXaHU3MOB
pacnpocTpaHeHMs ¥ TPOMPUIAKTUKY HAC/IEACTBEHHOM Ma-
Tojoruu [2, 17].
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