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OpcpaHHble 3a601es8aHusA: oKazaHue MeOUYUHCKOU nomouwju
8 cneyuanu3upoeaHHol neouampu4eckol KIUHUKe
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npOBeﬂ,eH aHanum3 3¢¢eKTVIBHOCTVI OKa3aHUA MeaULMHCKON MOMOLLM AeTAM C pPeaKMMU HacneaCcTBEHHbIMA 3aboneBaHUAMY B crie-
Ll,VIaJ'IVISI/IpOBaHHOVI reHeTMYEeCKOW KIIMHKMKe. YCTaHOBJIEHO, YTO OKOJ10 MOJIOBMHDI rocnnTann3npoBaHHbIX 60NbHbIX (U KX POoACTBEH-
HWKI) Hy>XAalacb B OCyLLeCTBNEHUN reHeTUYeCKnNX nccnenoBaHun ons YCTaHOBNEHUA I NoATBEPKAEHNA AAarHO3a, yTOYHEHNA
¢OprI 3aboneBaHus, MeANKO-reHeTUYeCKOro KOHCYyNbTUPOBaHNA. npl/l 3TOoM 20% O6CJ'I€,E|,OBaHHbIX neten HY>XAanncb B nposeae-
HUW AONONHUTENIbHOIO reHETUYECKOro TECTUPOBaHNA NI I'IOBTOpHOVI 6VIOI/IH<I)OpMaTI/NeCKOVI nHTEPpNpPEeTaynm NnonyyYyeHHbIX AaHHbIX.
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The effectiveness of medical care for children with rare hereditary diseases in a specialized genetic clinic was analyzed. About half
of the hospitalized patients (and their relatives) needed genetic research to establish or confirm the diagnosis, clarify the form of
the disease, and provide medical and genetic counseling. About 20% of the examined children required additional genetic testing

or repeated bioinformatic interpretation of the data.
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3BECTHO, YTO HACJIEACTBEHHbIE 00JIE3HU OTBET-
CTBEHHBI 00Jiee YeM 3a MOJOBUHY Cy4yaeB AETCKOM
WHBAJIMIHOCTU M cMepTHOCTH [1, 2], 4To TTomuep-
KMBAET UX 3HAYUMOCTb B 00111€# MATOJIOTMHU 1ETCKOTrO BO3-
pacta. boJibHbIE eTH, KaK MPaBUIIO, TPEOYIOT KOMILJIEKC-
HOro 00cyienoBaHus 1151 YCTAHOBJIEHUSI TOYHOTO IMarHo-
3a ¥ OKa3aHUs MEAWIIMHCKOM oMot [3].
ean: aHanu3 3HEKTUBHOCTU OKa3aHUST MEIUIINH-
CKOM ITOMOILIM IETSIM C PENKMMMU HACJIEACTBEHHBIMU 3200J1e-
BAaHUSIMU B CTIELIMATIM3UPOBAHHON TEHETUYECKOU KITMHUKE.

MaTepmanbl n metoabl

B nocnennue 3 roga B meauaTpuyeckoM OTIeJIeHUN
BPOXIEHHBIX U HACJIEACTBEHHBIX 3a00JeBaHUI 00Ce-
JIIOBaHBI U TTonyuniau JeyeHue 3332 pedbeHka. B otnene-
HUM OCYIIECTBIISIIM COOp M aHAJM3 POMOCIOBHBIX Ta-
LIMEHTOB, U3yYeHNE aHAMHe3a, KJIMHUYeCKoe 00CIeno-
BaHME C MCII0JIb30BaHMUEM MapaKJIMHUYECKUX METOMOB
JIJIS1 OLIEHKM (DYHKILIMOHAIbLHOI'O COCTOSIHUSI OpraHnu3Ma
U BBISIBJIEHUSI IIOPOKOB OPTraHoB U cucTeM. JJabopartop-
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Hoe o0cJieloBaHue BKIII0YAIO KaK PyTUHHbBIE, TaK U CITe-
LIMaIM3UPOBaHHbIE (B TOM YMC/ie TEHETUYECKKE) METO-
Ibl, Ha3HayaBIIMecs Mo nokazaHusM. CTaHAapTHBIN
LIMTOTeHETUYECKU I aHAIN3 Y MOJIEKYISIPHO-LIUTOTeHE -
tuyeckue uccnegopanusg (FISH, monexynsipHoe kapu-
otunupoBanue Ha JJHK-mukpomaTpuiiax) mpoBoauan
B 1a00OpaTOPUM MOJEKYISIPHOM MUTOTCHETUKM MHCTU-
TyTa. ClleuInaan3upoBaHHYI0 OMOXMMHUYECKYI0 U hep-
MCEHTHYIO TUaTHOCTUKY B OOJIBIIMHCTBE CIyJ4aeB OCY-
IIECTBIISIIA B TAOOpATOPUM HACICACTBEHHBIX OOJIC3HEH
oomeHa Bemects ®PTBHY MTHLI. MonexynsipHO-reHe-
TUYECKUE UCCIIeoBaHMs (TapreTHOEe CeKBEHUPOBAHUE,
CeKBEHUPOBaHUE MaHelel TeHOB U 3K30MOB) BBITION -
HSUTMCH B pas3indHbIX Jlabopatopusx (PI'BHY MTHII,
®epTrnad, 'enomen u ap.).

Pesynbrathbl

Kak moka3zan mpoBeieHHbIN aHaIu3, OOJbHBIE NE-
™ noctynanu u3 80 perunonoB Poccuiickoit ®enepa-
uuu. [MaumeHTsl U3 r. MockBbl U MOCKOBCKOW 06J1a-
cTu coctaBisnau 25%, u3 Apyrux reppuropuit — 75%.
IMonaBnsioniee 60IbIIMHCTBO AeTeii (6osee 80%) 0ObIU-
HO HATIIPaBJIsUIMCh Ha TOCTIUTAIU3AIINIO U3 TePPUTOPUIA
LlenTpansHoro, CeBepo-Kaskazckoro, I[IpuBoyKcKOTO
u FOxxHOTO dhenepanbHbIX OKpyroB. OCHOBHBIMU TTOKa-
3aHUSMH JUIST TOCTIUTAJIM3AIUY B OTAeJIeHUE OBbIIN Clie-
JyIoLIMe: ycTaHoBIeHue auarno3a (y 35% nereit), mpo-
BelleHUEe CIeln(pUIECKON MaTOreHeTUYeCKOM Tepanumn
(v 25%), obcnenoBaHue B ITMHAMUKE JJIs1 YTOYHEHUS
0011Ier0 COCTOSIHUS U (POPMBI OOJIE3HU, BEIPAOOTKU pe-
KOMEHIALUA U IPOBEACHUSI CUMIITOMAaTUYECKOM Tepa-
muu (y 40%).

Cpenn HeaguddepeHIMPOBAHHBIX COCTOSTHUM, Te-
He3 KOTOPBIX OCTaBaJICS HESICEH K MOMEHTY BBIITUCKU
pebeHKa 13 cTallmoHapa (B TOM YHCJIC M3-3a OTCYTCTBHUS
pe3yJIbTaTOB Ha3HAYCHHBIX J1a00PaTOPHBIX UCCICA0BA-
HUIT), 60bIIYI0 YacTh (75%) cocTaBisiiv HapyleHUs
TICUXOPEUEBOTO, CTATUKO-MOTOPHOTO Pa3BUTHS U pac-
CTPOIMCTBA ayTUCTUYECKOIO crieKTpa. MeHblast 4acTh
(25%) Oblna TIpencTaBlieHa OUCITIa3UEil COeTUHUTEb-
Hoil TkKaHU. Cpeau HO30J0TMYECKUX (popM Hacien-
CTBEHHBIX 3a00j1eBaHMil B 80% ciyyaeB ObLIM YCTAHOB-
JICHBI pa3JIMYHbIe TeHeTUUYECKUEe CUHIPOMBI, HaCe I -
CTBEHHBIE 00JIE3HU COCTMHUTEIbHON TKAaHU, CKEJICTHBIC
IWCIUIA3UM, XPOMOCOMHBIE (BKIIFOYasi MUKPOCTPYKTYP-
HbIe) CUHAPOMBI 1 Ap. Cpean 3TOil KOTOPTHI €3KeTOTHO
HanboJjiee MHOTOYNCIICHHBIC TPYIIIIB COCTABIISIIIN TTAIlH -
€HTHI ¢ cuHapomMamu diepca-Janino, Mapdana, Per-
Ta, HelipouOpoMaTo30M, aXOHAPOTUIA3UE, HECOBEP-

IIEHHBIM KOCTeoOpa3oBaHueM, cuHapomamu [1panepa-
Bunnu, Aurenbmana, Bunbsimca, Pyouninreitna-Teiiou.
VY oTaenbHBIX NAlMEeHTOB ObUTU IMAarHOCTUPOBAHbBI CUH-
npombl CunbBepa-Paccena, Koynena, Kpucra-CumeH-
ca-Typena, Coroca, BeaokapanodanuanbHbiin, Oroa-
tuHr-Xapoop, AAA, LEOPARD u ap.

Oxoino 20% neteii cTpagaiy HaClIeACTBEHHBIMU 00JIe3-
HSIMM 00MeHa BemecTB. Cpeny HUX HanboJiee MHOTOUNC-
JICHHYIO TpyTIITy (0KO0JI0 45%) OOBIYHO COCTABIISUIU TTALIN-
€HTBI C PAXUTOMOMTOOHBIMU 3200JIEBAHUSIMU (TIPEUMYILIE-
CTBEHHO C rumnodochareMUIecKUM PaXUTOM), MEHBIIIee
KOJIMYECTBO OOJIbHBIX BXOAWJIO B TPYIIITEI JIU30COMHBIX
bose3Helt (0KoJ0 25%), MUTOXOHAPHUATBLHBIX OOJIE3HE,
aMMHOALMIONATUI/OpraHndyeckux auuaypuii (o 15%).
MMeHHO 3TOT KOHTUHIEHT NMallMeHTOB, a TAKXKE NETU C He-
COBEPIIEHHBIM KOCTeOOpa3oBaHUEM I10IyJay ITaToreHe-
TUYeCKoe JiedeHre. DepMeHTO3aMeCTUTEIbHAS TepaIius
MIPUMEHSIACH IS JISYSHUsI OOJIbHBIX MYyKOITOIMCAaXapua0-
3amu I, 11, IVA, VI tumoB (mipenapatsl JapoHUIa3a, UAYP-
cynbdasa/ uaypcymnbdasza oera, snmocyiabdasa axbda, ran-
cynbdaza), rurmodocdarasueii (rmpemapar acporasa aabda)
u 1p. I[1pr MUTOXOHIPUATBLHBIX 32a00JIEBAaHUSIX UCIIOB30-
BaJICSl KOMITJIEKC 9HEPTOTPOITHBIX JIEKAPCTBEHHBIX CPEJICTB
(k03H3uM Q10, 1eBOKapHUTHUH, HIUTOMIABUH U Ap.). bob-
HbIe aMUHOALINIOIIATUSIMIA/OPTaHMUECKUMHU ALy pUSIMU
MoJyJyald IUeTy, CeMaau3upOBaHHbIE TPOIYKTHI MUTA-
HUS U Tepanuio Kkoakropamu (camponTeprHa TuapOXiao-
pun, Butamutel B6, B12 u np.). OcHOBY JieYeHUST THITO-
docdaTeMrIecKoro paxura COCTaBISIIM BUTAaMUH D 1 ero
MeTaboJIMTHI, TIpernapathl Kanblus 1 ¢pocdatos. [Tpu He-
COBEpIIIEHHOM KOCTeoOpa30BaHMM Ha3Havyallu Kypc Ouc-
dochoHaToB.

OKXO0JI0 TIOJIOBUHBI TOCTIMTAIU3UPOBAHHBIX 0O0JIh-
HBIX (M UX POACTBEHHUKU) HYXKJalach B OCYLIECTBIIE-
HUM FeHETUYECKUX MCCIEAOBAHUMI ISl yCTaHOBJICHUS
WJIM MONTBEPXKIEHUST TUarHo3a, yToOYHeHUsT (opMBbl 3a-
OoJieBaHUSI, MEIUKO-TEHETUIECKOTO KOHCYJIBTUPOBAHUS.
Ipu aToM 20% 00cCIe10BaHHBIX AETEil HYKAAINUCh B IIPO-
BEICHUHN TOITOTHUTEIEHOTO TeHETUIECKOTO TECTHPOBAHMS
WA TTOBTOPHOM OMOMH(MOPMATHIECKOM MHTEPITPETALINN
MOJYYEHHBIX JaHHBIX.

Taxkum oOpa3oM, BhIsIBIIEHA BbICOKAsI MOTPEOHOCTH
B 00CIeIOBAaHUM U JICUCHUHU IETEH C BPOKICHHBIMHU U Ha-
CIIEACTBEHHBIMU 3200JIeBAaHUSIMU B CIICIIAIN3UPOBAH-
HOM KIMHUKE MHOTOIIPOMDUIBHOTO MEIUIIMHCKOTO YI-
peXXIeHusI. YCTaHOBJIEHO, 4TO 1/5 JacTh yxke 00CiIefoBaH-
HBIX I€Teil HyXXIaeTcs B TOMOJHUTEIbHOM FeHETUUYECKOM
HCCJIeIOBAaHUM WJIM MOBTOPHON MHTEPIPETAIIM €ro pe-
3yJIbTAaTOB.
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