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I'eneTruka My.J'ILTI/I(baKTOPI/IaJ'[LHLIX BPOKACHHLIX MNOPOKOB Pa3BUTHUH, OCHOBHBIC IOHATHUSA
Hu KJIaCCI/I(l)HKaIII/IH. I/I3OJ'II/Ip0BaHHLIe H MHOYKECTBCHHBIC IIOPOKMU. MaJible aHOMAJINH
pa3sBUTHUA.

HEJIb 3AHATUS:
1. W3y4uTh reHeTHKY MYIbTH(HAKTOPHAIBHBIX BPOXKICHHBIX TOPOKOB PA3BUTHSIL.
2. CdopmupoBaTh TpPEICTABICHHE 00 OCHOBHBIX TIOHATHUAX W  KiIaccu(UKaImw.
W30nupoBaHHbIE 1 MHOXKECTBEHHbIE IOPOKHU. MaJible aHOMaJIuKM pa3BUTHSL.
OCHOBHBIE BOITPOCBHI TEMBbI:
1. T'eneruxa MyabTH()AKTOPUATLHBIX BPOXKJICHHBIX TOPOKOB pa3BuTHs. Kinaccuduxarusi.
2. W3onmpoBaHHBIE IOPOKU PA3BUTHSI.
3. Mautbie aHOMaJIHH Pa3BUTHS.

NEPEYEHDb 3HAHUM U TIPAKTUYECKHUX HABBIKOB:

1. Nmers mpeincTaBICHHE O TEHETHKE MYIbTH(AKTOPHAIBHBIX BPOXKICHHBIX IOPOKOB

pa3BHUTHSL.

2. 3HaTh KIacCCH(PHUKAINIO MYIbTH(PAKTOPHATHHBIX BPOXKJICHHBIX TIOPOKOB Pa3BUTHH.

3. Hwmeth mpejcraBieHue 00 M30JIMPOBAHHBIX H MHOKECTBEHHBIX TTOPOKAX Pa3BUTHS.

4. VmeTh mpecTaBlIeHUE O MAJIBIX aHOMAJTUSAX Pa3BHUTHA.
B ximmHWYECKOW TeHEeTHKe B KauyeCTBE CAMOCTOSTEIBPHOTO HAYYHOTO HAIPABJICHUS BBIJIEICHA
TepaToyiorus (AUCMOPdOIOTHS ), H3ydaroIasi 3STUOJIOTHIO, MATOTeHE3, KIIMHUYECKHUE MPOSBIICHUS,
METO/bl JUArHOCTHUKH, JICUYECHUS U MPOPHIAKTUKA BPOXKICHHBIX OOJNBIINX U MajbIX aHOMAaJUH
pa3BUTHUSL.
OO0mas xapakTepucTuka.
BoNbIIMHCTBO BPOKICHHBIX MATOJOTUH CYIIECTBEHHO OTpa)karoTCsl Ha 3J0poBhe uenoBeka. Ho
BCEXE M3BECTHBI BPOXKJCHHBIE Ne(eKThl, He obOiazaroiue TakuM Bo3zeicTBueM. [lo maHHBIM
BO3, yactoTa BpoXKACHHBIX TOPOKOB U aHOMAJIUH pa3BUTHS CPEI HacCEIeHHs cocTaBisieT 1,5-5%
(B OTHENbHBIX CTpaHax - oT 2,7 1o 16,3%); cpennsist uactorta - 3%, nim 30 ciaydaes BITP na 1000
POXKICHUIA
Pa3noobpa3ue u KoJIM4ecTBO BPOKJICHHBIX MATOJOTUH, TOPOKOB U aHOMAJIM Pa3BUTHUS BEJIUKO U
ucuucinsercss coTHIMHU. OHU BBISIBIIIIOTCS BO BCEX CUCTEMaxX OpraHu3Ma: Kak enuHudHbie BAP u
MAP, Tak u 1enble KOMIUIEKCHI MHOXECTBEHHBIX NOpPOKOB pa3BuTHsA. Hambonee wacto
BCTPEYAIOTCS W30 IMPOBAHHBIE MOPOKH Pa3BUTHS (IIPOSIBISIFOTCS B OJHOM CHCTEME OPraHM3Ma):
MOPOKU HeBpalibHOU TpyOku - 8,4-22.3% (mopoxku LHHC coctaBmsitor cBbime 30% Takux
MOPOKOB), 3aTeM cienyoT nopoku cepaua - 10,9-21,0%, nmopoku koHeunocrtei - 7,4-24,5%,
MMOPOKH TeHuTanuu - 2,4-7,5%.
MHo:kecTBeHHbIe MOPOKH DPa3BUTHUS 3aTParuBalOT OJHOBPEMEHHO JBE M 00Jiee CHUCTEMBI
opranusma. Mx gactora cocrasiuser 7,9-18,2%.
BAP o06o3nauaer croiikoe MopdodyHkimonansHoe Hapymenue. Kak cunonumsl BAP
MIPUMEHSIOTCS TIOHSATHUS: BPOXKJICHHBIN MOPOK, TOPOK PA3BUTHSL.
[Tonsitue BAP mpuMEHSIOT OTHOCHUTENBHO TMOPOKOB, BO3HHMKIIMX B pe3yibTaTe HapylICHUs
smbOpuoreHne3a. HaMHOro peske [isi TOPOKOB, BOHUKIIUX B pe3yjbTaTe HapylieHus (erorenesa,
Y COBCEM PEJIKO - Pa3BUBIIUXCS W3-32 HAPYIICHUS TOCTHATAIBLHOTO MpeoOpasoBanus. [locnenanee
CTAaHOBUTCS BO3MOXKHO TPU HATUYUMU DHIOKPUHHBIX PACCTPONCTB (Hampumep, rumnoduzapHas
KapJIMKOBOCTh, TUTAHTHU3M M aKpOMETaJIHs).
[MpuHuunbl KIacCCHPUKALMA.
B ocnoBy knaccuduxamuii BAP monokeHbl pa3Hble MPUHIUIBI TIO TOCIEI0BATEIBHOCTH
BO3HHMKHOBEHHUS B OpraHu3Me (IMEepBUYHBIE U BTOPHUYHBIE AE(PEKTHI), IO BPEMEHU BO3ACUCTBUS
TEPATOTCHHOTO (haKTOPa, JIOKATH3AIUH U T.J. DTO CYIIECTBEHHO 3aTPYAHSIET UX TUATHOCTHUKY.



Knaccudukanus nopokoB 1o 3TMoJI0ru4eckoMy NpUHIMIY.

CymectByer 2 knacca BAP (w3o1uMpoBaHHBIE M MHOXKECTBEHHBIC), B KaXIOM M3 KOTOPBIX
OTpe/eIeHB! 110 6 IOIKJIACCOB:

* FEHHbIE, HACIEAYEMbIE 10 ayTOCOMHO-PELIECCUBHOMY U ayTOCOMHO-IOMUHAHTHOMY THIIaM (JBa
MOJIKJIacca);

* MyJIbTA(DAKTOPHAIIEHBIE aYITATUBHBIC TIOPOKH (TCHBI + ()aKTOPHI CPEJIbI);

* IOPOKH IIPU XPOMOCOMHBIX CHHAPOMAaXx (T€HHBIA U XPOMOCOMHBIN 11McOaaHC);

* OPOKH SK30T'€HHOTO MPOUCXOXKACHUS ((hakTOphI cpessl);

* IOPOKH HEYCTAHOBJICHHOTO IreHe3a, KOTOPhIE HE OTHECEHBI HU K OJTHOMY U3 W3BECTHBIX THIIOB.
[To maHHBIM 3apyOEKHBIX YICHBIX BBIICISAIOT 4 THIIA BPOXKJICHHBIX Ae()EKTOB Pa3BUTHS, UMEIOIINX
3HAYMMBbIE KITMHUYECKUE TTPOSBICHHUS.

IlepBrlii THI - 3TO COOCTBEHHO MOPOK pa3Butus («malformation) wim Mmopdostoruueckuii nepexT
oprana. OH BO3HHUKAET MPHU HAPYIICHUH PAa3BUTHUS U ONPEIEIAETCS BHYTPEHHUMH (aKTOPaMH, T.€.
MMeeTCsl U3HauaIbHO aHOMAJIMsI B 3a4aTKE OpPraHa, a CJIe0BaTeIbHO €ro pa3BUTHE HApYIIAeTCH.
[Tpumepom SBISIOTCS TOPOKM TPU XPOMOCOMHBIX CHHApPOMAax (MOJMUAAKTHIIMSA) W TOPOKH,
00yCIIOBJIEHHbIE T€HHBIMU MyTallusIMU (CUHAPOM Mekkerns).

BTopoii Tin - 310 1U3pyNUKA WM MOp(oIOruueckuii 1eeKT 0 JHOro oprasa (60JbIIOro yyacTKa
tena). OH BO3HHMKAET MPU BO3JCHCTBUU IK30TEHHBIX (DAKTOPOB HA M3HAYAIBHO HOPMAJIBHBIN
nporecc pa3BuThs. YacTo B MOCTHATANBHBINA TIEPHO]] Pa3BUTHsI WHAWBHIA BO3HUKAET MpoOIeMa
i depeHINPOBKHY: SBIISIETCS JIH BBISBICHHBIN Ie()EKT MepBHYHBIM MMOPOKOM WIIH 3TO TU3PYIILIHUS.
Hanpumep, Takoe mposiBIieHHE KaK aruia3us Ty9eBOH KOCTHU SIBIISICTCS IIEPBUYHBIM ITOPOKOM TIPH
cunapome Xont-Opama, a Ipy TATUJIOMUIHOM CHUHIPOME - 3TO TU3PYILUS.

Tpernii Tun - 370 negopmanus UM aHOMalbHbIE (opma, pa3mep, MOJIOKEHHE YacTH Tella B
pe3ysbTaTe BO3ACHCTBUS BHEITHIX MEXaHUUECKUX CHJI (HEAM3PYNTHBHBIX) WIH BHYTPEHHUX CHIT
Ha mo1. [Ipu 3TOM BHEIIHKME CHIIBI MOTYT MPUBECTU K MEXaHMYECKUM C/IaBJIMBAHUSIM (Hampumep,
YpeTphl), YMEHBIIICHUIO pa3MepoB W nedopmaruu (HampuMmep, MaTKH), a Takke K aedexram
HEPBHOM, MBIIIEYHOW W (WJIM) COCIMHUTEIBHON TKaHU IUIOAA. DHIOTCHHBIX (DAKTOPHI MOTYT
BBI3BOTh THUIOJMHAMUIO IUIOAA, YTO MPHUBOJUT K apTPOTPHUIIO3Y, HEOOBIYHOMY TOJIOKEHUIO
KOHEYHOCTEH WJIM YacTed Tesa IJI0/a, YKOPOUYCHUI0 KOHEUYHOCTEH, NTepUuruymaM, OTCYyTCTBHUIO
(dbopMupoBaHUs CTUOATEIBHBIX CKIAI0K U IPYTUM THUIaM JAedopMaliiil BIUIOTh A0 BPOXKICHHOTO
kudo3a (KkupoCcKoIno3a).

Bo3znukarot aedopmainyiv 1 B IOCTHATAIbHOM MEpUOJIe, TaK y A€Tel ¢ BPOKACHHOM THIIOTOHUEH,
J0JITO€ BpeMsl JIS)KABILIKUX B OJJHOU MO3€, MOXKET Pa3BUThCA aCUMMETpPHUS Yeperna.

YeTBepThlil THN - 3TO JWCIUIA3USl WIM HapyLIEHUE CTPYKTYpbl TKaHed. OnucaHbl MHOXECTBO
MIPUMEPOB JUCIUIA3Ui: HSKTOJAepMalbHas JUCIUIA3usl, CUHApoOM MapdaHa, HeCOBEpIICHHBIN
OCTeoreHes, CuHApoM Dnepca-Jlannoca u zip.

Cnenyer orMeTuTh, 4TO U 3a pyOexom, W B Poccunm mams oObsicHEHUS (BBIpa’KEHUs)
ATHOJIOTUYECKUX U MATOTCHETUYECKUX CBS3EH MEXIy pPa3HbIMU TUIIAMH aHOMAJUN pa3BUTHUS
ObUTH MPEIOKEHBI CISAYIOIINE MOHATHUS: CIEICTBUE, CUHIPOM H aCCOIHAIINS.

Cneocmeue - 3TO THUI MHOKECTBEHHBIX aHOMAJUil, BOHUKIIUX B pe3ybTaTe OAHONU M3BECTHOM
WIM TpeArnojaraéMoil aHOMaluM, a TakKKe KaK pe3ylbTaT MEXaHW4YecKoro BozfaeiicTBus. Tak,
OCHOBHOW TmOpOoK - Spina bifida - MoxeT mnpuUBeCTH K CIEACTBUSIM: Mapajndyy HUXKHUX
KOHEYHOCTEH, aTpo(puu MBIIII, KOCOJIAOCTH, HHPEKIIUIM MOUYEBOTO TPAKTA, MOPAKEHUIO MOYEK,
3arnopam U AujiaTaluy KUIIeYHUKa.

Ha3BanHbIl paHee apTpOTpHUIIO3 MOXKHO PACCMOTPETh KakK NMPHUMEPOM C1e0CmEls, BbI3BAHHOTO
MexaHHuecKuM ¢aktopom. [Tatorenes B JaHHOM ciydae CBA3aH ¢ TUIOMHAMUEH 111012, KOTOPYIO
MOTYT BbI3BaTh (MHonaTus, HeliponaTus, nopaxkenue LIHC, manosoaue).

Cunopom 0603HavaeT yCTOWYMBOE COUYETAHUE JBYX WM 00Jiee TOPOKOB Pa3BUTHSI, BBISBISIEMBIX
B Pa3HbIX CUCTEMaX OpraHu3Ma. B cBs3M ¢ 3TUM NOHATHEM CJeIyeT BCIIOMHHUTD APYroe, CXOIHOE
[0 Ha3BaHUIO TMOHITUE «KIMHUYECKUIH CHHIPOM», CYIIECTBEHHO OTJIMYAIOLIMECS OT MOHSTHUS
«TEPATOJIOTUYECKOTO CHHIPOMay. [IpHunHON TepaToIorn4eckoro CHHAPOMa MOKET ObITh T'€HHAs
WIA XPOMOCOMHAsl MyTalys, a Takke Teparored. CcbuiaThCsl Ha OJIHY MPUYUHY MOYKHO TOJIBKO



TOTJa, KOT/Ia TOYHO H3BECTHO (WJIM MpeNnojaraercs), 4Tro JBa IMOpOKa pPa3BHTUSA U Oojee
MATOreHETHYECKU CBA3aHBI MEXIy co0oil. Ecnm ke peub uaeT o He CBA3aHHBIX MEXIY co00it
nedexTax pa3BUTHUS (ITHOJIOTHYECKA M MATOTCHETUYECKH), TO MPUMEHSIETCS APYroe MOHSATHE -
accoyuayus, IMEIOIIee COBEPIICHHO NHOE 3HAYCHUE B CPABHEHUH C aHAJOTMYHBIM MTOHATUEM TIPU
MyJIbTH()AKTOPUATBHON MATOJOTHHM, TIE OHO OTpakaeT Hauboiee BBICOKYIO YacTOTY
MOJIMMOP(HOTO TeHa-MapKepa npu onpeaeaeHaoM MO3.

Kak monsitue Tteparosioruu, acconuanus o0O3HA4YaeT HecIydailHOe COYETaHWE HECKOJIBKHX
aHOMaJIMi pa3BUTHUSA y 2 WK 00Jiee OPraHU3MOB, HO HE CJIEJICTBHE U HE CHHJIPOM.

C nmnpakTHYecKOe TOYKH 3PCHHSI HAJIMYNEC OJHOW aHOMAaJIWHM pPa3BUTHS, BXOIAIICH B
TEPATOJIOTHIECKYIO ACCOIHMALINIO, JOJDKHO HACTOPOXKUTH Bpada B IUTAHE IOUCKA JPYTUX aHOMAJTH
Pa3BHUTHS, TAKXKE B HEE BXOISAIIHX.

CHOXHOCTH BOIIPOCA B TOM, YTO OJMH M TOT K€ MOPOK PAa3BUTHS MOXKET OBITh H30JHMPOBAHHBIM,
MEPBUYHBIM HJIM BTOPUYHBIM, MOXET BXOJUTh B CHMIITOMOKOMIUIEKC MOHOTCHHOW OOJIC3HH,
TEPaTOJIOTUIECKOTO UM XPOMOCOMHOTO CHHJIPOMA.

OTaenbHbIe HO30J0TMH HACJEACTBEHHBIX CHHIPOMOB MHOKECTBEHHBIX BPOKIEHHBIX
MOPOKOB Pa3BUTHSL.

Cunapom Apckoro-Ckorra (puc.9).

MuHUMabHBIE MPU3HAKHA: THICPTEIOPHU3M, OpaXWIAKTHIINS, IIAJCBUIHAS MOIIOHKA, HU3KHIA
POCT K KOHILY IEpBOTO rojia )KU3HH (0TcTaBaHue B pocte B 90% ciyuaes).

DeHOTUN: KPYrioe U0, KIMHOBUAHBIA POCT BOJIOC Ha JIOy Wi «MbIC BIOBB (70%),
runeprenopusm (95%), mupokas nepeHocuna (85%), KOPOTKHII HOC C BBIBEPHYTHIMU HapyXy
HO31pAMH (94%), mupokuit GpunbTp (97%), aHTUMOHTOJIOUAHBIN pa3pes 1i1a3 (55%), nto3 (50%).
I'ma3upie aHoMamu: O(TANIBMOIIIETHS, KOCOTJIa3We, aCTUTMAaTH3M, YBEIHYEHHas pPOTOBHIIA.
Taxoke BBISBISIFOTCS: THIIOIUIA3HST BEPXHEH YeTOCTH, OTHOCHUTEIIbHAS TIPOTEHHUS, JIETKast CKIIaJKa
MO/ HWKHEH ry0oii, aHOMaJIUK YITHBIX PAaKOBHMH, Pa300JITaHHOCTh CYCTaBOB, OpaxUIaKTUIUS U
KIIMHOJAKTUIIUSl MU3UHIIEB, HETIOHAs KOXHasi CUHIAKTWIIMS TMajbleB PyK, MepepasrubaHue B
MPOKCUMAJIBHBIX MeX(}aJaHroBBIX CyCTaBaX C OJHOBPEMEHHBIM CTHOAHHEM B JUCTAJIbHBIX,
KOPOTKHE TMAThIE Majblbl C E€IWHCTBEHHOHN CrudaTeinbHONW CKIAAKOW, MOomepevHas CKIajKa
JIaI0HU, IIUPOKUE CTOTIBI.

HaubGonee xapakrtepna maneBugHas momoHka (81%). MHorma oTmeuaroTcss KpPUITOPXH3M,
¢bumo3, pacuierieHne MOIOHKH. Onrcanbl maxoBble TPeIkKH (66%). YO yMepeHHO BBIPaXKEHO y
14% nanuMeHTOB. AYTOCOMHO-PEIECCUBHBIA WM  X-CUEIUICHHBIM  PEIECCUBHBIA  THUI
HacyienoBaHusa. Bo BTopoM citydae reH Jiokaiau3oBaH B cerMeHTe Xql3.4.




Puc. 9. Manbuuk ¢ cuagpomoM Apckoro-Ckorra.’

Axpodannaabubiii qu3ocro3 Harepa (puc.10).

MuHuManbHble IPU3HAKU: aIljla3usl WIK TUIIOIUIAa3Us Jy4€BOW KOCTH, TUIIOIUIA3HSI WM arljia3us
00JIBIIIOTO MAaJbIa HOTH, TUIOIUIA3Us HIKHEH YeTI0CTH, aHTUMOHTOJIOUTHBIH pa3pes ria3, CTeHO3
WJIY aTpe3Us HapyKHOTO CIyXOBOTO IIPOX0/a.

@deHoTUIl:  OpU3HAKKM  YEpPENHO-JIMIEBOro  Au30ocTo3a -  cuapom  dpanueckertu
(aHTUMOHTOJIOWIHBIA pa3pe3 ria3, HEJIOPa3BUTHE PECHHI, KOJOOOMa HIDKHETO BeKa, pe3Kas
THIIOTUIA3US HIDKHEH YeNOCTH, YKOPOYEHHE TBEpAOro HEOa, TMMOIUIa3Hs 3a4aTKOB KOPEHHBIX
3yOOB, CTEHO3 M aTpe3usi HAPY)KHOTO CIYXOBOTO MPOXOJa, WHOT/A MPEapPUKYISPHBIE BBIPOCTHI,
nedopmanus 1 HI3KOE PacoIOKEHHUE YITHBIX PAaKOBUH) B COYETAaHUH C HEZOpa3BUTHEM | mabiia
KHUCTH, KOCTEM 3alsiCThsl, MACTH, a TAaKXK€ YKOPOUEHUEM JMCTAIbHBIX OTJEJIOB MPEAIICUUi,
TUIOIUIa3ued WM  arvtazuel JiyueBod kocth. Ilpm orcyrcrtBum [ mampuma II maner
MIPOTUBOIIOCTABIIEH OCTAJIBHBIM M MOKET UMETh YABOCHHYIO NUCTaNbHYIO (ananry. MuHorma
HaOMOaeTCsl MCKpUBJIEHHE V TManblla, OrpaHUYEHUE IOJBM)KHOCTH B JIOKTEBOM CYCTaBe,
orcyrctBue Il mansna. Ilcuxuueckoe pasButue 3aMmeuieHHOE. [IpeanooKuTeNbHO ayTOCOMHO -
JOMMHAHTHBIA THI HACJIEJOBAHMUSL.
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Puc. 10. Axpodanunanbublii qu3octo3 Harepa.?

AxpouedasonoIMCHHIAKTUIHH.

MuHMMabHBIC TIPU3HAKU: aKpolehalivs, CHHIAKTHIINS Pa3HOW CTEICHU. BBIIESIOT HECKOJIBKO
(heHOTHTIOB.

* Cunzmpom Amepa, taun I, axponedanocungaktunus. OTMeuyaeTcsi CHHOCTO3 KOCTEH uepema
pa3Hoil cTenmeHu (B OCHOBHOM BEHEYHOTO IIIBA) B COYETAHUU CO C(HEHOAITMOUIOMAKCUILIIPHOM
TUNOIIIa3ue, TIOCKUM JI00M, TUIIEPTETOPU3MOM, aHTUMOHTOJIOUTHBIM Pa3pe30M Tiia3, 3arnaBiieit
MePEHOCHUIIEH, TPOTHATU3MOM, TIOJTHBIM CpallleHuEM

I1-V maneues kucteit u ctomn. [lonmymsimuonnas yactota - 1:160 ThIC., ayTOCOMHO-IOMHUHAHTHBIH
THUII HACJIETOBAHMUSL.

! Acanos A. 10.. OCHOBBI F€HETHKH U HACJIEICTBEHHBIE HAPYIIEHHS Pa3BUTHSA Y aeTel, 2003 T.
2 Acanos A. O.. OCHOBbI T€HETHKH M HACIIE/ICTBEHHBIE HAPYLIEHUS pasBuTHA y neteid, 2003 T.



 Cungpom Kaprentepa, akponedanononucunaakrunus, tun II.  Xapakrepusyercs
akporedanueit, crenuuueckuM THUIOM (TENEKAaHT, SMHUKAHT, TUIOCKAs MEePEHOCUIla, OOJbIIne
IIEKH, HU3KO PACIOJOXKECHHbIE YIIHbIE PAKOBUHBI, THUIMOIUIA3USI HIKHEH YEIIOCTH),
OpaxuIaKTUINEH, CHHAAKTHIIMEH OOJBIINX MajblleB HOT. B 3penom Bo3pacrte - oxupenue, YO.
AyTOCOMHO-PEIECCUBHBIN TUIT HACJIEIOBAHMUS.

» Cuanpom Hoaka, akpouedanonomucuuaaktims, THI V. Xapakrepusyercs akporedanuei B
COYCTAHUH C IMIHUPOKUMH JUCTATHHBIMU (haTaHTaMH OOJIBIITNX MAIBIIEB KUCTECH U CTOII.
Bosmoxus!r cunmaktvnng 11-111 manenes xucreit u 1I-IV nmaneies cromn, 1o0aBOYHBIE OOJIBIINE
TMaJIbIBI CTOIL.

* Cunapom Ildeiidepa-Pobuna, akpoamzocto3. XapaKTepu3yeTrcs MaJCHbKUMH KHUCTSIMH C
KOPOTKHMH TOJICTBIMHU TMAaJbIIaAMH M KOPOTKHMH HOTTSMH - «TpeX3yOduaras KUCThb», CKJIaTKaMU
KOYH U IIPHUITYXJIOCTHIO Ha THIIBLHBIX TIOBEPXHOCTSIX KUCTEH U CTOII, TPOTPECCUPYIOIINM apTPUTOM
B JUCTAJIBHBIX OTJENaX KOHEYHOCTEW, THMOIUIACTUYHBIM KOPOTKMM M IUIOCKUM HOCOM C
MOJHATHEIM BBEPX KOHYMKOM U IMUPOKHMH HO3APSMHU, THUIOIDIA3UEH BEPXHEH YeIOCTH,
MPOTHATU3MOM, OTKPBITBIM TPUKYCOM, 3aJ€PKKOH YMCTBEHHOTO pa3BUTUS. AyTOCOMHO-
peIeCCUBHBIN TUIT HACTIEAOBAHUSI.

* Cunnpom Catpe-Yorsena, Tun I1I. Habmrogaercs kpaHHOCTEHO3 pa3HOM CTENEHU, TPUBO I
K aCHUMMETpHUM dYepera. XapakTepHBI: BBICTYIAIONIME JIOOHBIE M TEMEHHbIE Oyrphl, MTO3,
TUTIEPTEIIOPU3M, aHTUMOHTOJIOUTHBIN pa3pes3 TJia3, Kocoriasue, cpamenne Markux Tkanen I1-111
najibleB PyK U HOT, OpaxuIaKTUIIHS.

Cunapom boysna-Koupaau (puc.11).

MuHuMmanbHble MPU3HAKU: T0JIMX01e]anus, KIIOBOBUIHBIA HOC, MUKPOTEHUS, TYTONOABUKHOCTh
CYCTaBOB.

®enotun: rtuUnotpodus IIOAA, JoJdUXonedanus, BBICTYNAIOMNWNA KIIOBOBHIHBIA  HOC,
negopMmanusi  YIIHBIX  PAaKOBUH, MHUKPOT€HMS, KAMOTOJNAKTHIIMS U KIMHOJAKTHIIUA,
TYrONOJIBKHOCTh B Ta300€qpEHHBIX CyCTaBax, «CTOMa-kKadankay. Peako BBIABIAIOTCS
MOoAKOBOOOpa3Hash TOYKa, MHUKpouedanus, SKTONHMS CIU3UCTOM Kelylka B IHILEBOJ,
HEZ0pa3BUTHE MO3KEUKA, KPUIITOPXU3M.

Tun HaclienoBaHus - ayTOCOMHO-PEIIECCUBHBIM.

#

Puc. 11. HoBOpoXXAEHHBIM € CHHIPOMOM
Boysna-Konpamm.®

Cunapom Ban Jlep Byana (puc.12).
MuHHMaJIbHBIE TIPU3HAKU: MYKO3HBIE KUCTHI
HIDKHEH TYOBI, paciieinHa BEpXHEU T'yObl
u/nunm Héba.

denoTHIL: 1iBE ACUMMETPUYHO
pacrojio’)KeHHble  KUCTBI  (SIMKHM)  Ha
CIM3UCTOW 00O0JIOUKe HIWKHEH TIyObl H
pacuienuHa BepxHed ryObl u/miam HEOA.
WNHorma BcTpewaeTrcss TOJNBKO OJHA SIMKA,
uHorqa - ¢uctyna ¢ HeOOIbIIUM
KOJINYECTBOM CIIU3UCTOTO CeKperTa.

[Monynsimuonnas yacrota - 1:80-100 Thic.
I'en nokanmu3oBan B cerMeHte 1q32. AyTOCOMHO-JOMWHAHTHBIA THUIl HAcCJIEIOBAHUS C
MeHeTpaHTHOCTHIO 80% M BapbUPYIOLIEH SKCIIPECCUBHOCTHIO.

3 Acanog A. 10.. OCHOBbI T€HETHKH M HACIIE/ICTBEHHBIE HAPYLIEHUS pasBuTHA y neteid, 2003 T.
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Puc. 12. HoBopoxaéuHslii ¢ cuaapomoM Ban Jlep Byna.*

Cunapom Buabsimca (puc.13.).

MuHuManbHble IPU3HAKY: «INULO 371b(a», HaIKJIallaHHbII CTEHO3 a0PThI WJIM JIESTOYHON apTepHH,
TUIEePKATbIUEMUSL.

denoTHN: Majas JIMHA U Macca Tella Mpu pokaeHuu (B cpexneM 2700 rpamm); «Juiio dabday -
SMUKAHT, OTEYHOCTh BEK, KOPOTKUN HOC C OTKPBITHIMU BIIEPE] HO3APSMHU, IIUPOKAsT BEPXHSSA U
MaJieHbKasi HWKHSISL YEIIOCTh, MOJIHBIE IIEKH, OTKPBITHIN POT, OTTONMBIPEHHBIE yIIN. TUMHYHOE
muno dopmupyercs K 4-My roay ku3Hu. Hacto BCTpedaroTcs TOIyOble paay:KKH CO 3B€3A4aThiM
pucynkoM. Co CTOPOHBI CEpJEUYHOCOCYAUCTON CHUCTEMBI: HEAOCTATOYHOCTH MHTPATHHOTO
KJIanaHa, HaJKJIalaHHbI CTEHO3 aoOpThl, CTEHO3 JiIerouHo aprepuu, B 50% ciydaeB - AeeKTsl
MeperopoJok cepaua. Bo3MOXHBI XPHUIUIBINA TOJIOC, KOCOTJIa3ue, KPaHHMOCTEHO3, YacTHYHAas
aZoHTHS, KU(POCKOINO03, MaXOBbIE TPHDKHU, TUIIEpXoJiecTepuHemMus. B Bo3pacte 8-18 mec. nHOT A
BBISIBIISICTCS] TUIIEPKAJIbLIMEMUS], IPUBOIAIIAS K aHOPEKCUH, TUTIOTOHHUH, 3a1I0paM, MOJIUIUIICHH,
MOJINYPUH, TMOYEYHOW HEJOCTaTOUYHOCTH, PBOTE. 3abojeBaHHE MPOTPECCHUPYET C BO3PACTOM,
pa3BHUBaIOTCS KU(OCKOJINO3, JIOPJI03, TYTOMOJBIKHOCTh CYCTaBOB, IMATOJIOTUSI CEpJIa, CTEHO3
YpEeTpBHL.

Ha6monatorcss YO pa3HOM CTeNeHH U ICUXUYECKUE HAPYILICHUS.

[Monynaunonnas uacrora - 1:10 Tteic. Ilpeamonaraercss ayroCOMHO-IOMUHAHTHBIA THI
HacJaeq0BaHUs.

4 Acanos A. 1O.. OCHOBBI TEHETUKH M HACIIEICTBEHHBIE HAPYIIEHUs pasBUTHA y neteid, 2003 T.
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Puc. 13. Pe68HOK ¢ «Im1I0M 71b(a» npu cuHIpoMe Bumbamca.®

Cunapom /ly6oBuna (puc.14).

MuHMMaNbHBIE TIPU3HAKH: [pPEHATallbHAs W TOCTHATANbHAs 3aJepKKa (HU3MUECKOTO W
YMCTBEHHOTO Pa3BUTHS, MUKpOIIe]arsi, HEOOBIYHOE JIUIIO, SK3eMaTO3HBIE TIOPAKECHHUS KOKH.
@deHoTum: pe3kas BHYTpUyTpoOHas rumnotrpodus, mporpeccupyromas Mukpouedanus,
npeobnaganue AePUIIMTa MacChl Tella, CKOIICHHBIN J100, THITOIIIa3Hs HAOPOBHBIX AYT, IIUPOKAs
MEePEHOCHIIa, NTO3 (YaCTO OJHOCTOPOHHUM), SMMKAHT, TeJEKaHT, OnedapodumMo3, MUKPOTHATHS,
BBICOKOE HEOO, pacmiennHa HEOa, HAPYIICHUE MPOPE3bIBaHUS 3yOOB, MHOKECTBEHHBIN Kapuec.
INomoc xpuruielid, TpyOsIii. Bonockl u 6poBu peakue. MHOTIA - KIMHOMAKTHIIHS, TIOCKOCTOIIHE,
MUJIOHUJANIBHBIE IMKH (SITUTENIMANIbHbIE KOMTYMKOBBIE XO/Ibl, OTKPHIBAIOIINECS B MEXBATOAUYHOM
CKJIaJIKe), KPUIITOPXHU3M, THUIIOCTAIUsl, TUIOIUIa3Hsl MOJOBBIX ry0. Baxueimmit npusHak -
LIeJTyIlIEHUEe KOXHU Ha JIMIIE U CrUOaTeIbHBIX MOBEPXHOCTSIX KOHEYHOCTEH (paclieHUBAaeTCs Kak
JK3eMa).

XapakTepHbl: Auapesi, MI0X0i anmneTuT, pBoTa. THIl HaciaeI0BaHUs - AyTOCOMHO-IOMUHAHTHBIN.

% Acanog A. O.. OCHOBbI T€HETHKH M HACIIE/ICTBEHHBIE HAPYLIEHUs pasBuTHA y neteid, 2003 T.



Puc. 14. Myxunna ¢ cuaapomom Jlyoosura.®
Cunapom Kopuean ae Jlanre (puc.15).
MuHuMalIbHBIC TPU3HAKK: TPyOas 3aJepkKa (PU3NIECKOTO U IMCHXOMOTOPHOTO (YMCTBEHHOTO)
pas3BuTHs, Mukporedanus, cuHoPpus (cpocmmecss OpoBH), JUIMHHBIA (DUIBTP, BBIBEPHYTHIC
Hapy)Xy HO3/pH, TOHKAs U 3arHyTasi BHYTPh BEPXHsS I'y0a, MUKPOMEIHUS, TUTIEPTPUXO3.
®enotun: MukpobOpaxurnedanus, aeGopMHUpPOBAHHBIC VIIHBIE PAKOBUHBI, CHHOMPHU3, TOHKHE
OpoBH, JUIMHHBIE 3aTHYTHIE PECHUIIbI, MAJICHHKUI HOC C OTKPBITHIMU BIIEpE] HO3APSIMU, aTPe3us
X0aH, JIJIMHHBIA BBICTYMAOMUNA (UIBTP, MHUKPOTCHMs, TOHKas BEpXHss ryba, poT B BHIE
MOJIyMecsIIa, BRICOKOE apKOBUIHOE HEOO, MHOT 1A - paciiennHa HEOA. Cpeu TIIa3HbIX aHOMAJTHI
aCTMUIrMaTu3M, aTpodust WM K0JI0O0Ma 3pUTENLHOTO HEPBA, Kocoriasue, Muomnus. Cpeau mopoKoB
KOHEYHOCTEH: aKpOMHUKpHS, TYrONOJBWKHOCTh JIOKTEBBIX CYCTaBOB, (QoOKOMenus U
OJIMTOJAKTHIINS, KIIMHOJAKTUINS V Haliblia; PeIKO BBISABISIOTCS TUIOIJIA3Us JTy4eBOM KOCTU U
kopotkue | MerakapnanbHble KocTH. CO CTOPOHBI KOXH: THIEPTPUX03, MpaMOpHas KOXKa,
TUIOIUIA3Us COCKOB. OTMEYaOTCsl MBIILICUHBIN THIIEPTOHYC, CIa0blii BEICOKUI T'0OJIOC, CYAOPOTH.
Onucanbl MOPOKU BHYTPEHHUX OPraHOB: MOPOK CepAla, MOJMKUCTO3 IMOYEK, THIpoHEpO3,
YABOCGHHE U HETMOJIHBIII MOBOPOT KHILIEYHHKA, MHJIOPOCTEHO3, MaxoBble U auadparMaibHbIe
IPBDKU, KPUIITOPXHU3M, TUIOIIa3Usl FTeHUTANIUN. TUMHYHBI PEeLUIUBbI PECIUPATOPHBIX HHPEKIINH.
[Honynaunonnas yacrota - 1:12 teic. Tun HacieqoBaHUs HE YCTaHOBIIEH.

® Acanos A. 1O.. OCHOBBI F€HETHKH M HACIIE/ICTBEHHBIE HAPYLIEHUS pasBuTHA y neteid, 2003 T.



-

-

Puc. 15. JleBouka ¢ cunpomom Kopremnn e Jlanre.’

B psge cinydaeB y O0JbHBIX BBISIBISIFOTCSI MUKPOXPOMOCOMHBIE TIEPECTPOMKH B yuacTke 3q26.3.
Cunapom Hynan (puc.16).

MuHuMmanbHble MPU3HAKU: KPHUIOBUIHBIE CKJIAJIKM KOXKM Ha Ilee, aHOMAJIMU T'PyIHOMN KIIETKH,
KPUIITOPXH3M, IIOPOKH MPaBBIX OTIEJIOB Ceplia.

@DEeHOTHUIl: THINEPTENOPU3M, SMHUKAHT, aHTUMOHIOJOMJIHBIA pa3pe3 IJa3, NMT03, MUKPOTHATHS,
HU3KO€ pAacCIOJOKEHUE YIIHBIX PAaKOBHH, CKJIaJ4yaThle 3aBUTKM Ha VIIHBIX pPAaKOBHUHAX,
apkoBHJHOe HEDOO, paciieNMHa S3bIYKa, OTKPBITHIM MPUKYC M Jpyrue HapylIeHUs MpUKyca,
MUOTIHS, KEPATOKOHYC, KOCOora3ue, HU3KUi pocT BoJsioc Ha 3aThuike. Lllest kopoTkasi, mmpoxas,
MMEeT KpbUIOBHMJIHBIE CKJIQJKM KOXHU. [pyaHas KieTka ImuTooOpasHas, C UIMPOKO
paccTaBlIEHHBIMH COCKaMU, IPyIHMHA BBICTYMAaeT B MPOKCHUMAJbHOM W 3amajaeT B AUCTAIbHOMN
yacTU. XapakTepHbl: HHU3KUWA pOCT, BajblycHas naedopmaius JOKTEBBIX CYCTaBOB, HMHOTIA
coueTaromiasics ¢ MUHUMaIbHbIMH AedopmarmsmMu kucteil u crton. Hepenku xudockonnos,
aHOMaJIMM TO03BOHOYHWKA. Bo3MmoxkeH mnepudepudeckuii auMEGaTHYECKU OTEK, pPEexe -
rumnepanacTuyeckas koxa u kenouanoie pyous. B 80% ciiydaeB BBISBISIIOTCS TOPOKHU MPaBbIX
OTJIEJIOB Cepilla M KPYIMHBIX COCYJIOB: CT€HO3 JIETOYHOI apTepuH, OTKPBITHINA apTepUalbHbII
MPOTOK, Je(EKThl MEXOKEIYA0YKOBOM W MEXIPEICEPIHON Meperoposiok, Terpama daio.
Onwucanbl ciaydau TUNepTpoUH JIEBOTO KEITyA0UKa U MEXOKEITyJOUKOBOM MEpPeropoaku. Y psaa
OOJBHBIX OTMEYAIOTCS TOPOKM MOYEBBIBOJAIICH CHCTEMbl: OOCTPYKTHUBHAs YypomaTus,
ruipoHedpo3, yABOCHUE JOXaHOK, TUMOILIAa3usl IOYEK, a TAK)KE THPCYTU3M.

VY OONBIIMHCTBA MY)KUHH BBISIBIISIETCS OJTHO MJTU IBYXCTOPOHHUI KpuntopxusMm. YO BeIpaxeHa y
61% GoNBHBIX.

XapakTepeH ayTOCOMHO-JOMUHAHTHBIN TUII HACIEAOBaHUS.

" Acanos A. O.. OCHOBBI T€HETHKH M HACIIE/ICTBEHHBIE HAPYLIEHUS pasBuTHA y neteid, 2003 T.



Puc. 16. Manbunk ¢ cuaapomom Hynan.®

Kinunnueckue ¢popmbl repmadgpoauruzma.

Krnuandecku BBIACTSAIOT HICTHHHBIA repMadpoauTr3M U TiceBorepmadpoauTusm (cM. riaBy 16).
Otnuane Mexay popMaMu 3aBUCHT OT MPUPOJIBI 3aPOIBITIIEBON TKAHM.

[Tpy ucTUHHOM repMadpoaAUTH3ME OTHOBPEMEHHO HUMEIOTCS MYKCKUE H KCHCKUE TCHUTAIUH,
T.K. TIPUCYTCTBYIOT 00a Tuma roHaja. OObIYHO OoJibIIEe MYXKCKHUX TOHaJ, M Oimarojaps 3TOMY
Hapy)XHble TOJOBbIe opraHbl Oosiee Myxkckue (Ha 70-80%), uem xeHckue. Co CTOPOHBI
BHYTPEHHUX TIOJIOBBIX OPraHOB: IMEPCUCTUPOBAHHE MIOIIEPOBA M BOJb(POBA MPOTOKOB,
(dhamtonueBsl TPyOBI TMOO TUTIOTIIIA3UPOBAHBI, MO0 WX HeT. 1o JoKanu3anuu roHax OnpeaesoT
cnenyrome (GopMbl HCTHHHOTO repMadpoIuTu3Ma:

* aTepanbHas (AMYHUKU PACIIONIOKEHBI Ha OJJHOM CTOPOHE, TECTUKYIIBI - Ha JIPYTroi);

* OunaTepaiibHast (Ha 00EMX CTOPOHAX PACIIOJIOKEHBI STMYHUKU U TECTUKYIIBI);

* yHUJIaTepalibHas (Ha OJHOM CTOPOHE PACIIOJIOKEHbI SUYHUKH M TECTUKYIIbI, Ha ApYyroil - oba
TECTUKYJIA).

YacroTa BcTpedaeMocTH 3TUxX Gopm - cootBeTcTBeHHO 40, 20 1 40%.

[{uToreneTnvecku BBIABIAIOTCS cheAytomue Kapuotunsl: 46,XX (50%); 46,XY (20%);
Mo3zanynble KIoHbI: XO/XY; XX/XY (30%).

IIpu nceBporepmapoauTH3Me TaKXKe MPUCYTCTBYIOT U MYKCKHE, U J>KCHCKHE TOHaJbl.
COOTBETCTBEHHO BBISBIIAIOTCS Cieayroiine (GopMbl: XpomocoMHas anoManus - 45,X0/46,XY;
reHHasl MyTallus, HaclieyeMasi 0 ayTOCOMHO-PEUECCHBHOMY THUIY (CHHAPOM TECTHKYISPHOU
beMuHU3aMK WK (PEHOTHUITHISCKH HOPMAJIbHAS JKEHIINHA ¢ KAPUOTHIIOM MYKYUHBI - 46,XY);
reHHast mytanus - 46,XX /46,XY. [Ipu 3ToM cuHIpOME ONIPEENAIOTCS PYAUMEHTAPHbBIC SIMYHUKA
C pa3HOH JIOKaNu3allueii; Hapy>KHbIE TOJIOBBIE OpraHbl c(HOPMHUPOBAHBI IO KEHCKOMY THIY, HO
HET MaTKU. B mepuoj mojaoBoro co3peBanust y Takoil 00JIbHON MOXET HaOMI0AaThCs KaK MOJHas,
Tak U HernosHas (cuHapom Peiindeiimreiitna) demunuzanus. [dpyroit mpuuuHoi sBisercs X-
CIIETJIEHHAs! PEeLIECCUBHAS WM ayTOCOMHO-JOMUHAHTHASI MYTalIHsl.

B cnyuae myorcckoeo  ncegdocepmaghpooumuszma BBIACTAIOT TPU  KIMHUYECKUE  (OPMBI:
aHapouaHas (pa3BUTHE HAPYKHBIX MOJOBBIX OPTaHOB MO MYKCKOMY THITY IIPH OJHOBPEMEHHOM
MPUCYTCTBUHU >KEHCKMX HAPYKHBIX TOJIOBBIX OpPTraHOB), €BHYXOWJHAs (HApYyXKHbIC MOJIOBBIE
OpraHbl HE OMPEIENSIOTCS WIM HEIOPa3BUTHI; KIMHUYECKH 3TO cuHapoMm KnaitHpenbrepa) u
TEepHEpOBCKas (HapyKHbIE MOJIOBBIE OPTaHbl HE ONPEIEIAIOTCA TUO0 MPUCYTCTBYIOT U MYXKCKHE,
U ’KEHCKHE; KIIMHUYecKH 310 cuHapoM lllepemeBckoro-Tepuepa).
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Bb11ensior 4ucTyo U CMEIIaHHYIO KJIMHUYecKre (OopMBbI AUCTeHE3UU roHan. B mepBom cimydae
BBISIBJIIIOTCS JKEHCKMH (PEHOTHIT TPU MYXKCKOM Kapuotune (moszaummsm 45,X0 / 46,XY),
IIEpBUYHAs aMeHopesi, €1a00 BbIPaKEHHbIE BTOPUUYHBIE IOJIOBBIE NPU3HAKU, PYIAUMEHTapHbIE
roHaapl. Bo BTOpoM ciydae BBISBISCTCS XEHCKUH (PEHOTHII, HO C NPU3HAKAMH CHHIPOMA
[lepemeBckoro-TepHepa (KEHCKHE HApPYXHBIC IOJOBBIE OPraHbl, THIEPTPOUS KIUTOPA,
Bepwiu3anys B myOeprare). ['oHaapl JTOKaNIM30BaHbl MHTPAAOJOMUHAIBHO U CHMMETPUYHO (C
OJIHOH CTOPOHBI TOHAbI, C APYTOM - SIMUHUKH).
Ipu srcenckom ncegdoeepmaghpooumuszme OTMEUAETCS BTOPUYHAS BEPHIIM3ALMS I1JI0/]a KEHCKOTO
Iojia MpU MYKCKOM Kapuotune. Ito wumeer wmecro npu AI'C, o0ycinoBieHHOM
ayTOCOMHOPELIECCHBHBIM JIeeKTOM 2 | -THAPOKCHIIa3hl, HEOOXOAUMOM [T CHHTE3a KOPTHU30J1a.
B nocnennue roapl Bce OoJibliiee BHUMAHUE UCCIIEOBATENEH MPUBJIEKAIOT MaJjible aHOMAJINHU
pasButuss (MAP) u ux Bo3MOxHOE nudQepeHIaTbHO-IHarHOCTHYECKOE 3HAUYEHUE IPH
paznuunbix 3a0oneBanusax. [lo muenuto I'. U. Jlasztoka, Mehes u 1p., K MaJIbIM aHOMAJIUAM
Pa3BUTHSL OTHOCSTCSA TaKWe€ MOPOKU PA3BUTHS, KOTOPHIE HE MPHUBOAAT K HAPYIICHUIO (YHKIIUU
OpraHoOB M HE SIBJISIFOTCS CYyHIECTBEHHBIMU KOCMETHYeCKUMU JiepektaMu. OHaKo, 10 CUX TOp B
Hay4yHOU JUTepaType HET €IUHOTO MHEHHUS O TOM, KaKHe K€ MMEHHO CTPYKTYpHbIE BapHaHTbI
HY)KHO paccMaTpuBaTh, KaK Majible aHOMaJIMu pa3BUTHs. YacTh uccienosareneii B cBoel padore
HCIOJIb3YIOT CTPOTO OTPaHMYEHHOE KOJIMYECTBO MaJIbIX aHOMaJWi pa3BuTHs. [{pyrue aBTOpSHI,
HAaoOOpOT,  yBEIMYMBAIOT  UX  CIHCOK  BKJIIOYEHMEM  TaKMX  I[PU3HAKOB,  Kak
MUKporedanus, rujapouedanis, Kocoriazue, HUCTarM, MbIII€YHasi TUIIOTOHUSA. DTH CHUMITOMBI
MOPAXKEHUS LIEHTPAJIbHOM HEPBHOM CHCTEMBI COCTABIISIOT HEBPOJIOTHUECKUA CUMITOMOKOMILIIEKC
WM KOHKPETHYIO HO30J0THYECKYI0 (hopMy.
Manble aHOMaJMM Pa3BUTHUS C BO3PACTOM MOTYT 3HAUUTENBHO H3MEHSTHCS, YTO BBI3BIBACT
CJIIO)KHOCTH Tipu uX m3ydeHuu. [lo muennio Marden u coaBt., Mehes, Smith, B mepBbie TOIBI
KU3HU HEKOTOPYIO TPYIIy aHOMaJMil HelenecooOpa3Ho paccMaTpUBaTh Kak Majible aHOMalluu
pa3BUTHS, IO TOW MPUYUHE, YTO MO MEPE pOCTa U Pa3BUTHUA JETEW OHM MOTYT MCUE3HYTh. K X
YUCITYy OTHOCSTCS:

®  KallWUISIPHBIE TEMAHTHOMBI,

® DIIMKaHT,

® UIOCKOE MEPEHOCHE,

® HEMNOJIHOE PA3BUTHE U HU3KOE PACIIOJIOKEHUE YIIHBIX PAKOBHH,

e BEICOKOE HEODO,

e ymepenHas cungaktwius [1- [ maneues Hor U mp.
Y HOBOPOXKIEHHBIX JETEH HEJb35 CYAUTh O HAIMYMU TAKOM aHOMaJIMM, KaK CaHIAJICBU/IHAS LIEJb.
Hapymenust nurmenranuu, Haripumep, KoeiHble msTHa, 10 Mepe pocTa JeTel CTaHOBATCA OoJiee
3ameTHbIMH. Ho Bce-Taku 60IBIIMHCTBO MaJIbIX aHOMAJIHH pa3BUTHS UMEETCS yKe MTPHU POXKACHUN
Y HE MEHSETCS C BO3PACTOM.
Hanuume mMHOrMx aHoMalluii HENb3sl ONpEAENUTh TOYHO. WX, Kak MpaBUIIO, OLEHUBAIOT IO
COOTHOUIEHUIO, B3aWMOIIOJIOKEHUIO C JPYIMMHU YacTSAMH Tena, JIMLA, YTO JEJAET BBISBICHUE
CcyOBbeKTHUBHBIM. B To ke Bpemst HekoTopbie MAP MOXKHO U HY)KHO OlleHUBATh KOJIHY€CTBEHHO.
CnoHOCTH BO3HUKAIOT 10 MPUYMHE OTCYTCTBUSL HOPMATUBOB JUISl Pa3HbIX 3THUYECKHUX TPYIII.
[ToaToMy 0cCOOBIII HMHTEpEC NPEACTABIAIOT HCCIEIOBAHUS IO OMPEICIICHUI0O HOPMAJbHBIX
3HaYEHUN MEXOPOUTATBHOTO U MeKcocKoBoro muaekcoB. CormacHo mganHeiM Chen u coasrt.,
Mehes u Kitzveger, Pinheiro u coaBT., MpakTH4eCKH MOCTOSHHBIMU OCTAIOTCS HMHICKCHI B
pa3IMYHOM BO3pacTe M, HE OIpeneicHa 3aBUCHUMOCTh OT moJia. [lo muenuro I'. M. Jlasroka,
paccTosiHue MEXAY BHYTPEHHMMH YIJIAMH TJa3 JOJKHO PaCLEHHBATHCA, KaK THIIEPTEIOPHU3M,
€CIIM MeXOPOUTANBHBINA HHAECKC OoJbIIe 6,8, U Kak TUTIOTEIOPHU3M, €CIIU UHAECKC MEeHbIIe 3,8.
LenpiM psiioM aBTOPOB OCYILIECTBISIIOCH UCCIIEIOBAHUE MAJIBIX aHOMAJIMI pa3BUTHUS Y 310POBBIX
neteii W OOJIBHBIX C pPa3MMYHBIMH 3a00JIEBaHUSIMHU: TOPOKAMH PAa3BUTHUS, YMCTBEHHOM
OTCTAJIOCTBIO, HAPYIIEHUSMH MOBeIeHHs, O0Ie3HAMU 1oyek U 1p. [Ipu aToM ocoboe BHUMaHME
ObUIO yJENeHO W3YyYCHHWIO MallbIX aHOMAalUi pa3BUTHUS y HOBOPOXKIEHHBIX. [lomyueHHBIE
pe3ynbTaThl OYEHb TPYAHO CPAaBHUBATH MEXAYy CcOO0OW B CBS3M C pasiuiyueM OOBEKTOB
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UCCIIEIOBAaHUS, HO30JIOTHYECKUX (POPM H, TIIaBHBIM 00pa3oM, HEOJMHAKOBBIM METOIUYECKUM
MOJIXOJIOM HCCIIE0BATENEH K U3ydaeMoii mpooiieme.

[To MHeHHIO OOJIBIIMHCTBA aBTOPOB, B HACTOAIIEE BPEMs TPYAHO CYOUTh - CIY)KaT JIU Malble
aHOMAJIMM  Pa3BUTUS  MapKepaMu  HACJIEACTBEHHBIX  3a00JIeBaHUI,  HaCIEICTBEHHOMN
MPEIPACTIONOKEHHOCTH HIIM K€ OHHU MOTYT OBITh NMpH3HAKAMHM HapyHIeHHH >MOpHOHAIBHOM
3aKJIIKA TI0JT BO3ACHCTBUEM BpEIHBIX (DAKTOPOB, HE 3aTPAarHBAIOIINX T'€HETHYECKOW OCHOBBI
KIIETKU.

Masnble aHOManuu pPa3BUTHS SBJSIOTCS CIYTHUKaMU HE TOJIBKO HACJIEJICTBEHHBIX, HO U
NpUOOPETEHHBIX BPOKICHHBIX 3a0ojeBaHui. OO0 ITOM CBUICTENBCTBYIOT JaHHbBIC H3YYCHUS
HEKOTOPBIX SMOpHOINATHH, XapaKTEPU3YIOIIUXCS OIpEIeIeHHBIM HAa0OpOM  aHOMAaJIH:
KpacHYIIHOM M AuabeTHYeckod sMOpuomaTuii, BpOXKJIEHHOrO cuduinca, aJKoroJbHOU
SMOpHOTNIATHIA, IPU KOTOPBIX OMKCAHBI TUIIOTIIA3MsI 3YOOB, TIOJIHA- U CHHIAKTHIINU, KOPOTKAs 1Ies,
CEeIJIOBUAHBIN HOC, BBICOKOE HEDO, SMMKAHT, KOPOTKUE TJa3Hble 1menu u ap. CyniecTByer Touka
3peHusi, YTO MaJible aHOMAaJIMK Pa3BUTHS SBJISIOTCS MHIMKATOPAMU HApYyIIEHHOTO MopdoreHesa,
MOBPEXKICHUN 3MOpHOHaIbHOW IuddepeHIMPOBKH B pe3yibTaTe Kak T'€HETUYECKHX, TaK U
SK30TE€HHBIX TPEHATAIbHBIX BO3AeUCTBHI. Torna Hamu4mne y pebeHKa onpeieIEHHOTO KOJIMUeCTBa
MPEBBIIAIONINX MOPOTr MajblX aHOMAJIUN pPa3BUTHS, JOKa3bIBAET T'€HETUYECKYIO WU
TEpPaTOreHHYI0 MPUPOy 3a00JI€BaHNUs, YTO MO3BOJISET 3aM0I03PUTh HAIMYUE OOJIBIIOrO MOpPOKa
pazButus. lloporoBble 3HaueHUsT MajblX aHOMAIMNH pa3BUTHUSL pa3HblEe MCCIEA0BATEIN
OTIPEIEIISAIOT MO-Pa3HOMY, B 3aBUCUMOCTH OT PE3YJIbTaTOB U3YyYEHHS UX KOJMYECTBA Y 3J0POBBIX
JeTel, KoTopoe Kosieliercs B IKpokux npezaenax oT 0-1 anomanuu 1o 0-9 anomanuii, B cpeiHeM
2-4.

Bonbiioit uHTEpec mnpezacTaBiseT BOMpoc O crnenupUYecKOM 3HAYEHUM OIpeeSIeHHbIX
a”Homasui. Meggyessy u coaBT. oOpalialoT BHUIMaHHE Ha BBICOKYIO YaCTOTY MPHU OJUTO(PpEeHUN
TaKUX MaJIbIX aHOMaJIUH pa3BUTHsI, KaK AHTUMOHTOJIOUAHBIN pa3pes, IJ1a3, SMUKaHT, AehopMaluu
YIIHOW paKOBHUHBI, IONIEpedHas JaloHHas 6oposna u ap. [lo naHHbIM Say 1 coaBT., MOJUAAKTUINS
Y4acTO COYETAeTCsl ¢ TOPOKaMH OpPraHOB MO4YeBOW cucteMmbl. Mehes cuuraer, 4TO HEKOTOpBIC
MaJlble AHOMaJIUM Pa3BUTHUS CAMHU 110 ceOe UMEIOT HEOOJIbIIYIO TUarHOCTUYECKYIO LIEHHOCTb, TaK
KaK SIBJISIFOTCA JIMIIb OJHUM M3 MPOSIBICHUI OOJBLIOrO KOJMUYECTBA OMPEAEICHHBIX CHHAPOMOB.
Hanpumep, runeprenopusm riia3 XxapakTepeH, o kpaitHen mepe, 1ig 30 CHHAPOMOB, MONEepeYHast
JaloHHasg 00po3/1a BCTpeyaeTcs Kak P HacIeICTBEHHBIX, TaK U 9K30T€HHbIX 3a001eBanusx. [1o-
BUJMMOMY, OOJIbllI€€ AMArHOCTHYECKOE 3HAU€HHE JOJDKHO MMETh OIpEleNIEHHOE COYeTaHHe,
KOMIIJIEKC aHOMaJIMH.

Takum oOpa3oMm, HecMOTpss Ha 3HAYUTEIbHYIO HEOJHOPOIHOCTb, JIUTEpATypHbIE JaHHbIE
JEMOHCTPUPYIOT ~YBEJIMYEHUE KOJIMYECTBA MaJblX AaHOMAIMH pa3BUTUS y OOJBHBIX C
BPOX/IEHHBIMU 3a00JIEBAaHUAMM PA3JIMYHOTO IMPOUCXOXKICHUS IO CPABHEHHIO CO 310POBBIMHU
netbMu. VX muarHoctuyeckas LIEHHOCTb BCE JK€ OCTaeTcs HesACHOW. B cBs3u ¢ 3TMM HaMu ObLI0O
IPENPUHATO CPAaBHUTEIbHOE HM3yYCHHE MaJlbIX aHOMAIMH pa3BUTUS y OOJIBHBIX C TOYHO
YCTaHOBJICHHOM HacJIeICTBEHHOM aTOJIOTUel, TpY XpPOHUYECKUX 3a00JIeBaHUAX U Y IPAKTHUECKU
3I0pPOBBIX AETEH.

Taxum 06pazom, HauboIIbIIEE KOJTMYECTBO MAJIbIX aHOMAIUN Pa3BUTHSI ONPEAEISIIOCH Y OOJIbHBIX,
CTpa/IaBUIMX HACIEICTBEHHBIMH 00JIE3HAMU, IPOTEKAIOLUIMMH C BOBJICYEHHUEM B MATOJIOTMUYECKUI
Ipolecc CoeIMHUTENbHOM TKaHu. [Ipruem, UMeHHO IpH 3TUX 3a00JeBaHUsIX 00Opalliaja BHUMAaHUe
3HAYUTENbHAs CTENEHb MPOSIBICHUS MAJIbIX aHOMAIUI pa3BUTHS y OOJIBIINHCTBA JETEH.

JlaHHBIE HCCIIEIOBAaHUM CBUAETENBCTBYIOT O HECOMHEHHOM PpOJIM I'€HETHYECKUX (PaKTOpOB B
BO3HUKHOBEHUHU aHOMaiui. [lokazaTenbHO, YTO MpH MYJIbTU(AKTOPUAIBHBIX 3a00J€BaHUAX, B
IIPOUCXOKIECHUN KOTOPBIX CYLIECTBEHHAs! pOJib MPUHAUIEKHUT SK30T€HHBIM (hakTOpam, cpeaHee
KOJIMYECTBO aHOMAJINH 0KA3aJI0Ch HUXKE, YEM IIPH CTPOTO AETEPMUHUPOBAHHBIX HACIIEICTBEHHBIX
MOHOTEHHBIX 0OJIE3HSX.



http://www.blackpantera.ru/useful/health/sickness/17932/
http://www.blackpantera.ru/detskaya_stomatologiya/33192/

