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JInzocoManbHble OO0JE3HM HAKOIUICHUS OTHOCATCA K opdaHHbIM 3a0ojeBaHusM. B
MeNaTPUYECKON MPAKTUKE Cpeld JaHHOM TpyHmbl 3a00JeBaHMK € HauOOJbIIEH YacTOTOH
BcTpeuarorcs Mykononucaxapuaos3bl(MIIC), koTtopble OTHOCATCS K TpyIiie HacieICTBEHHBIX
JTM30COMHBIX 0oJie3Hel HakomieHus. JlanHas rpymnmna 3a001eBaHuil XapaKTepU3yeTcs psaoM 00X
Mop(ooruueckux MpU3HAKOB - HaKOIUIeHUEM Tiauko3aMuHoriankaHoB(I'Al) B nu3ocoMax KIeTOK
BHYTPEHHUX OPTraHOB M CTEHKE COCyIOB. Bepuukanusi OCHOBBIBAETCS HA MUKPOCKOIHMYECKHX,
OMOXMMHYECKUX, MEIMKO-TeHETUYECKIX METO/IaX HCCIIeT0BaHUSI.

Hamm Oput m3yden cexumonHend ciydaii MIIC 1  Tuma, BepuHUIMPOBAHHBIN
OMOXMMHYECKUM u MOJIEKYJISIPHO-T€HETHUYECKUM METOJIaMuU HCCIIeIOBaHUS. [Tpu
MaKPOCKOITMYECKOM HCCJICIOBAHUN OBLTH BBISBICHBI CIEAYIOMINAE MOP(OIOrHYecKre NMpPU3HAKHU:
3aJlep’KKa pocTa, JUCIPONOPIHMOHATBHOE CTPOSHHE CKelleTa, TpyOble YepThl JIMla, pelKue 3yOsl ¢
mucTpodueil SManM, MakporJIoCCHs, THIEPTEIOPU3M TIJIa3, 3alaBIlee IMEePEHOCHhE, ITOMYTHEHHE
POTOBUIIBI, HU3KOPACTIOJIOKEHHBIC YIIIHbIE PAKOBHHBI, KOCTHBIE AePOpMaIiH, TYTOMNOIBUKHOCTD
CyCTaBOB, THUIIEPTPUXO3, TIeNaTOCIUICHOMEraiaus, MaxoBas TpbbKka. Ilpu rucrosornyeckom
WCCIIEIOBAaHUH CEKI[MOHHOTO MaTepualia ObLIM BBISBICHBI XapaKTEPHBIC «IIEHHUCTHIE» KIETKU B
IIEYEHH, CEJIe3€HKE, TOJOBHOM MO3re (TaHIJIMO3HBIE KJIETKHM), JHUM(ATUYECKUX y3jax
(peTukynspHbIE KIETKH), TUMyce (Makpodaru), KiamnaHax cepilla, MHTUME aopThl, KOPOHAPHBIX
cocyax.

Eme opnoit rpynmoit 3a0osieBaHU, OTHOCSIICHCS K JH30COMAIbHBIM  OOJE3HAM
HAKOIUIEHHS, OTHOCAT MYKOJMIHNAO3bI, XapakTepusyromuecs otriaoxeHueM ['Al' u snunumaos.
JHannast rpynmna opdaHHBIX 3a00J€BaHUI HE TOJIBKO MMEET MOPA3UTENFHOE BHEIIHEE CXOJCTBO C
MYKOIIOJIMCAaXapHu103aMu, HO U 3aHUMAET I10 YaCTOTE BTOPOE MECTO MOCIIE HUX.

Hamu Obpim u3yueH ciyyail mnpepbiBaHUS OEPEMEHHOCTH MO0 MEIMKO-TeHETHYECKHM
MOKa3aHUsAM (Ha ocCHOBaHMM JaHHBIX Y3U, B nanbHeieM npu MopdororuiyeckomM Hcciaea0BaHun
mwioga ObUT BBICTAaBJICH: CHUCTEMHas CKeleTHas naucruiasusi: chondrodysplasia punctata (B 'Y
«PHIIL] Mate u autsi»). Ha mccinenoBanme Obul TpuciaH (parMeHT IIAIEHTApHOM TKaHU CO
CIIEYIOMUMU MOP(HOIOTUYECKUMU H3MEHEHUSIMU: ONeJHOOKpAIlleHHbIe BOPCUHBI ¢ nuddy3HOI
BBIPOKCHHOW BaKyOJIM3allued KJIETOK cuHIMTHOTpodoOnacta, kierok [odOayspa-Kamenko u
BHEBOpPCHHYATOr0 Tpodobrnacta, odaroBoe OOBI3BECTBICHHE Oa3albHBIX MeMOpaH BOPCHH, a
MIPOBEJICHHBI MEIUKO-TeHETUYECKUN aHajiu3 TMOATBEPAMJ HaJW4Yhe JaHHOTO 3a0osieBaHMs.
[Tomo6HbIe M3MEHEHUS MJIAIICHTHI OMMCAHBl U MPHU JAPYTUX HACIEICTBEHHBIX HAPYIICHUSIX OOMEHa.
OHU SBISIOTCS XapaKTEPHBIMHU, HO HE CINEIU(PUYECKUMU U HE TO3BOJSIOT YCTAaHOBUTH JIMArHO3
KOHKpETHOT0 3a00JIeBaHUs, /IS TUATHOCTHUKU KOTOPOT'O0 HEOOXO0IMMO T'eHETHUECKOe HCCIIeOBaHMUE.
[Ipu MeanKO-TeHETHUYECKOM HCCIIEIOBAaHUH OB BBICTaBJICH MUarHo3 Mmykonumnuaosa (I1A/B).

TakuM 00pa3oM, MOXKHO CJenaTh BBIBOJBI, YTO 3aJadyaMU MATOJIOTOAHATOMHYECKOTO
WCCTIEIOBAHMS B JAHHBIX HAOMIOACHUSX OBLIH:

1. TloaTBep:xaeHrEe MOP(HOTOTHIECKOT0 (PEHOTHUIIA METMKO-TeHETHYECKOT0 aHAIIN3A.

2. PexomeHIalMu MO paHHEMY IMPOBEJIEHUI0 OMOXHMHUYECKOTO M MEIUKO-T€HETUYECKOTO
aHaJIM3a MPU XapaKTEPHBIX U3MEHEHUSX B IUIAICHTE.
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